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Cnmcok cokpameHui
AJIT — anannnamuHOTpaHCcepasa;
ACT — acrmapraTamMuHOTpaHcdepasa;
aruiI-KoA — kodepMeHT A, CBSI3aHHBIHN C IIENBIO JKUPHBIX KUCIIOT;
BAJI — Ononornyecku akTUBHAs J100aBKa,
I'A2 — rnyrapoBas auuaypus TN 2;
JIUT — nnuHHOUENOYeYHbIE )KUPHBIE KUCTIOTHI (TPUTIHLIEPUIbI);
KK — >XupHBIE KUCIIOTHI;
KT — xommbrorepHas Tomorpadus;
K®K — kpearunpocdoknnasa;
MPT — marHuTHO-pe30HaHCHAsE TOMOTpadus;
HBO — nacnencrBennbie 00s1e3HM OOMEHA BEIIECTB;
[THXK — nosiMHEeHACHIIIEHHBIE HE3aMEHUMBIE JKUPHBIE KUCIIOTHI;
CCC — cepneuHo - cOCyIUCTasi CUCTEMA,
CUT — cpenHenenoueyHble )KUPHbIE KUCIOTHI (TPUTIHIIEPUIDI);
TMC — TanaeMHast Macc-CleKTPOMETPUS;
V3U — ynbTpa3ByKOBOE UCCIIEIOBAHNUE;
OKTI" — anexTpokapauorpadus;
OHMI — snextpoHeiipomuorpadus;
CACT (Carnitine-acylcarnitine translocase) — KapHUTHH allMJIKAPHUTHH TPAHCIOKA3a;
CPT1 (Carnitine palmitoyltransferase I) — kapuuTuH naneMuTounTpanchepasa 1;
CPT2 (Carnitine palmitoyltransferase Il) — kapuuTiH naneMuTounTpanchepasa 2;
DHA (Docosahexaenoic acid) — qoko3arekcaeHoBasi KUCIIOTa;
ETF (Electron transfer flavoprotein) — anekrponnepeHocauiuii GpaaBonpoTenH;
ETF QO- ETF (Electron transfer flavoprotein ubiquinone oxidoreductase) -
ANEKTPOHIEpEeHOCIINHN (IaBONPOTENH- YOUKBUHOH OKCHJIOPEIYKTa3a;
FAOD (Fatty acid oxidation disorders) — HapyIIeHHsI MUTOXOHAPUATHHOTO [3-OKUCICHUE
KHUPHBIX KUCIIOT;
HELLP — cuHOIPOM-akpOHMM OCHOBHBIX COCTaBIIIFOIIMX CHHJApPOMA: T'eMOJIN3a,
MOBPEXICHHS TEYCHOYHON TTAPEHXUMBI M TPOMOOITUTOTICHUN;
LCHAD (Long-chain 3-hydroxyacyl-CoA dehydrogenase) — minHHONIEmOYeUHas
ruapokcuii-KoA neruaporenasa sKMpHBIX KUCTIOT;

LCFA (Long chain fatty acids) — nmmHHOIIETIOYEUHBIE )KHPHBIE KUCIIOTHI;



LCT (Long-chain triglycerides) — JUTHHHOIICTIOYEYHBIC TPUTIJIALICPUIBI
(ATMHHOLIETIOYEYHBIE KUPHI);

MCFA (Medium-chain fatty acids) — cpeaneneno4deyHbie >KUpPHbIE KUCIOTHI;

MADD (Multiple acyl-CoA dehydrogenation deficiency) - MHOXXeCTBEHHBINH ae(QHITUT
anui-KoA neruaporenas;

MCAD (Medium-chain acyl-CoA dehydrogenase deficiency) — cpemgHenenodeunas
arin-KoA perunporenasa sKUpHBIX KHCIIOT;

MCT (Medium chain triglycerides) — cpeaHernenodeyHbie TPUTIIUIICPU/IBI;

OCTN2 (Organic cation / carnitine transporter 2) — TpaHCHOpPTEp KapHHUTHHA
I1a3MaTHYeCKOM MeMOpaHsbl;

SCAD (Short-chain acyl-CoA dehydrogenase) — kopoTkomenoyeyHoi anuia-KoA
JIETUIPOTeHA3a KUPHBIX KHCIIOT;

TFP (Mitochondrial Trifunctional Protein) — MUTOXOHIpHANBHBIN TPU(PYHKIIHOHATBHBIN
0eIoK;

TFPD (Mitochondrial trifunctional protein deficiency) — neuuT MUTOXOHIPUAITEHOTO
TpUPYHKIIMOHAIBHOTO OemKa;

VLCAD (Very long-chain acyl-coenzyme A  dehydrogenase) —  oueHb

JJIMHHONCIIOYCYHAsA aI_II/IJ'I—KOA ACTUAPOreHa3a JXUPHBIX KHUCJIOT.



Tele/IHLI n onpeaecacHus
ANMJIKAPHUTHHBI — 3)UPBI KUPHON KUCIOTHI U KAPHUTHHA;
KaTa6oau3m — nporiecc pacmajia ClI0KHBIX BEIIECTB;
PadagomMuos1u3 — pa3pylilieHue KJIETOK MBIIIICYHON TKaHU;
Cunapom Peiie — 3a0osieBaHue, NPOSABISIIONICECS OCTPON  HEBOCHATUTEIHHOU
(Toxcuueckoi) sHIedamonaTHe B COYETAHHHM C KUPOBOW IUCTpO(dUEH BHYTPEHHUX
OpraHoB, IPEUMYILECTBEHHO MEeYEHH (OCTPBI MUKPOBE3UKYJISIPHBII CTEaT03);
HELLP-cuHApOM — TSDKENIOE OCIOKHEHHE OCpEeMEHHOCTH, ISl KOTOPOTO XapaKTepHa
TpUaza MPU3HAKOB: T'€MOJIU3, HOBPEXKACHUE MEUYEHOYHOW MapeHXUMbl C IMOBBIIIEHUEM

AKTUBHOCTH IICUCHOYHBIX TpaHCAMHHA3 U TpOM6OIII/ITOHeHI/I$I.



1. KpaTkas nagopmManus no 3a00J1eBAHNI0 UM COCTOSTHMIO (rpynime

3200J1eBaHUI MJIH COCTOSIHUI)

1.1 Onpeaeaenne 3a00J1eBAHUS WM _COCTOSIHMSL _(IPYNObLI_3200J1€BAHMI WU

COCTOSIHM)

MI/ITOXOH,Z[pI/IaJ'IBHOG B-OKI/ICHeHI/Ie JKUPHBIX KHCJIOT ABJIACTCA OAHHUM U3 BaKHBIX

OMOXMMHUYECKUX MTPOLIECCOB JJIs1 BBIPAOOTKU YHEPTUU B MUTOXOHJIPUSX.

HacnencrtBeHHble HapymeHHss MUTOXOHIPUAIBHOTO [-OKHUCICHUS JKUPHBIX KHCIOT
(FAOD)- rpymnma MOHOTEHHBIX 3a00JIeBaHMIA, CB3aHHBIX C HAPYIIEHHEM MHUTOXOHAPHAIEHOTO
[B-okHCIeHHs U TpaHCIIOpTa KAPHUTUHA U KUPHBIX KMCIOT B MUTOXOHJIPUSIX.

JUia Bcex FAOD xapakTepHO HapylleHHE MpoayKuuu »HHepruu. KiumHuueckue
CHUMIITOMBI, TaKUM OOpa3oM, pa3BUBAIOTCS WM YCHJIMBAIOTCS Ha (OHE KaTabOIMYeCKHX
COCTOSIHWH, HampuMep, MPU MHTEPKYPPEHTHBIX MH(EKIHUAX WM rojofanuu. Hambomnee dacto
3aTparuBarOTCS OPraHbl, Ui KOTOPBIX JXHPHBIE KHUCIIOTHI CIyXaT OCHOBHBIM HCTOYHHKOM
SHEPIuu, TaKhe KaK cep/ue U ckeyleTHble Mblbl [1,2]. Bo3pacT nanuenTa Ha MOMEHT Je0roTa,

CIICKTP KIMHHUYCCKUX CHMIITOMOB W CTCICHb TIXKCCTU 3a00J1eBaHUs MOTYT pasind4aTbCs

[1,3,4,5,6].

1.2 DTHOoJOrusa U maroreHe3 3a00J1eBaHUSA MJIM _COCTOSIHHS (rpynnbl 3200J1€BaHMIi

HJIN COCTOSTHHUM)

XKupnsie xucnorsl (KK) sBASIOTCS BaXHBIM HCTOYHHKOM JHEPrUHM OCOOCHHO B
CKEJIETHBIX MBIIIIAX, Ceplle U MEYeHH, U UX DHEepreTHyYecKas poJib BO3PACTae€T B YCIOBHSIX
rononanus. KK MoOmin3yrores u3 KUPOBOM TKAHU U TPAHCHOPTUPYIOTCS B KPOBOTOK, Oyayun
NEPBUYHO CBSI3aHHBIMH C alnbOyMHUHOM. BoJbIIMHCTBO TkaHel crnocoOHo pacuiensaTts KK 1o
YJIIEKUCIoro raza W Boabl. Ha mo3mHUMX  cTagusx TOJNIOAAHHMA OHU  CTAHOBATCSA
MPEUMYIIECTBEHHbBIM HCTOYHUKOM MPOIYKIUU SHEPrUU Yepe3 UX OKHUCIEHHE B CKEJETHBIX
MBIIIIAX U UCTOJIb30BaHUE YISl MPOIYKIIMM KETOHOBBIX Tel B nedeHu. JKK sSBIsSOTCS TIaBHBIM
UCTOYHHUKOM SHEpruM Juisi cepaua: B HopMme 60-70% sHepruu, HEOOXOAUMOU Il CepAeYHOMN
MBIkl oOecrnieunBaercs okuciaeHueM KK, u 3T mudpsl Moryr ObITH Jake BbIINIE B
OTIpe/IeNIEHHBIX CUTYalUsX, HallpUMep, IPU TOJIOAaHUH U AualeTe.

Hns ocymectBienus okucienus JKK HeoOxoauMma onpenieneHHas Mociae10BaTeIbHOCTb
Oouoxumuueckux peakuuit: 1. TpaHcmopT XKMPHBIX KHCIOT B MUTOXOHJAPHIO (IPOHUKHOBEHUE
KK dyepe3 HapyXHYIO M BHYTPEHHIOIO MeMOpaHy MHUTOXOHApHii); 2. IlosTamHoe ykopoueHue

YIIIEPOAHOM IEMOYKU KUPHBIX KUCIOT JI0 MOTYYeHHs] KOHEYHOTo MpoaykTa — aueTui-KoA (puc.

1.



W3Bectrno 11 paznuunbix ¢popm HacnenactBeHHbIX FAOD. JlaHHbIe 0 TEPBUYHOM MOJIEKYJISIPHO-
TeHETUYECKOM JedeKTe MpH Hamboyiee YacThIX 3a00JC€BAaHMAX M3 3TOW TPYIIBI MPHUBEACHBI B
npuioxennu ['l. CpaBHUTETbHO HENAaBHO OBUIM BBISBICHBI HOBBIE 3a00JIEBaHUS U3 ATOH

CPYIIIbI, CBA3aHHbIE ¢ MyTauusiMu B reHax ACAD9 u ECHS1 [74].

KapH UTNH —— LCFA MCFA

Auemn -KoA
?/—Auwn KoA

3-Ketoaumn-KoA

B-okucnuTenbHbif LMK
NADH

\ NAD S

\ 3-OH Auun-| KoA

Puc. 1 TpancnopT u oKHMCIEHHE KUPHBIX KUCIOT B MUTOXOHApUH [105]

TFP — MutoxoHApuansHbIM TpudyHKIMOHANBHBINH Oenok; IIM — mmasmartndeckas memOpana; CLCIII —
KOMIUIEKCHI JIBIXaTeIbHOHN e MUTOXOHIpui; MitoOM — BHeIIHAS MUTOXOHApHAIBHAs MeMOpaHa; MitoIM
— BHYTPEHHsII MUTOXOHApuaibHas memOpana; ETF — anextponnepenocsmuii (iasornporeun; CPT1 -
kapHUTHH nanbmutomntpancdepasza 1; CACT — KapHUTHH alWJIKapHUTUH TpaHciokaza, CPT2 —
KapHUTHH nanpMmutownTpanchepaza 2; LCFA- mnuHHONENOYeUHbIe XUpHbIe KuciaoTel, MCFA —
cpeanenenoveynsle xupHble KUciI0Tel; OCTN2 — Tpancnoprep KapHUTHHA IUIA3MaTHYECKOH MEMOpaHbI;

ETF QO — ETF(anexTpoHnepeHoCcAi (hIaBonpoTenH )-IeruaporeHasa.

MonexynspHble MexaHu3Mbl natorenesa FAOD 1 MHOrMe KIMHUYECKHE MPOSBICHUS
oTuX OonesHeir cxomubl. bompmmHCcTBO  FAOD  XapakTepu3yrOTCs  HEKETOTHYECKOU
TUIOTIMKEMHEH Mocie mepruo/ia rojolaHusl, O3TOMY THIOTIMKEMUIO 3TH HAIlMeHTHI IEPEHOCAT
0co0eHHO Tskeno. McTomenue 3HepreTHYecKuX pecypcoB MPH HEBO3MOKHOCTH MCIIOIb30BaHUS

KK u Tokcudueckoe aelcTBHE TOCIEAHUX OOYCIaBIMBAIOT BO3SHUKHOBEHHE Pelie-mogo0HOro



cunapoma. st mHorux ¢opm FAOD xapakTepHO MOpa)KeHHWE MBIIIICYHONW TKAaHW C MHOIIAaTHEH
W/WIA KapUOMHOIIATHEH, YTO CBS3aHO KAaK C MCTOIICHHEM JYHEPTreTHYECKHX PECYPCOB, TaK U C
TOKCHYECKUM JICHCTBHEM CyOCTPaTOB OJIOKMPOBAHHBIX (DEPMEHTHBIX pPEaKIUN Ha MBIIICUYHYIO

TKaHb.

1.3 DnuaeMuoJoruss 3a001eBaHUS WJIH COCTOSIHMS (rpynnbl 3a00J1eBAHUNA MM

COCTOSIHM)

[Tocne Bximouenns FAOD B mporpaMMbl MacCOBOTO CKpUHHHTA HOBOPOXICHHBIX OBLIH

YTOUHEHB! JaHHbIE O YacCTOTE 3TOM TPYNIBl HACIEIACTBEHHBIX Oose3Hel. Cumraercs, 4yTO UX
cyMmMmapHas yactota coctasiseT 1:9000, XOTs MeX1y NOMYISIIUAMU MOTYT ObITh 3HAUUTEIbHbIE
ornuuust [7]. OgHO M3 cambIX YacTbIX 3a00J€BaHUN M3 ATOW TIPYNIBl — HEIOCTATOYHOCTh
CpenHenenoueyHon aeruaporenassbl KupHbix kuciotr (MCAD) - 1: 14600- 1: 20 000. danubie O

YyacToTe 3a00JIeBaHM U3 STOU IPYMIbI TPUBEAEHBI B puioxeHuu ['1.

1.4 OcCo0eHHOCTH KOAHPOBAHMA 3200J€BAHUH WM  COCTOSSHUA (rpynnbl

3a0oJieBaHMii MM CcOCTOSAHMI) 1m0 MekAYHAPOAHON cTATHCTHYECKO Kkiaaccupukanum

00JIe3HeH M MPo0JeM, CBA3AHHBIX CO 3I0POBLEM

Cornacho MKB-10, 3a0oneBanne otHocuTcs K kiaccy [V, Oone3HAM SHAOKPHUHHOM
CHCTEMBI, pacCCTPOMCTBY MUTAaHUs U HapylleHHo oOMeHa BemecTB, E71.3 - Hapymenus oomeHa

JKUPHBIX KHUCJIOT.

1.5 Kaaccubukanusa 3a00JeBaHUA HJIH COCTOAHUA (rpynnbl 3a00JeBAHMIT WJIH

COCTOSIHUH
N3BectHsl 11 ocHoBHBIX ¢opm FAOD. Bce oHuM cBsi3aHbl C HapylleHUEM (DYHKIUH
0enKOB, KOTOPbIE YYacCTBYIOT B METabO0JIM3ME JKUPHBIX KUCIOT U KapHUTHHA (mpuioxenue ['1).
KpaTkas kinmHHuYeckas XapaKTepUCTHKa OTAEIbHBIX (popM mpuBeaeHa B npuioxeHun [2. B
3aBUCUMOCTH OT METa0O0JIMUeCKOro OJIoKa pa3iaudaroT (pOpMbI, CBA3aHHBIE HEMOCPEICTBEHHO C
HapyIEHUSIMUA (EPMEHTOB OKUCIIEHUS XUPHBIX KHUCIOT U (OPMBI, CBS3aHHBIE C JedeKTaMH
MeTaboIM3Ma U TPAHCIIOPTa KAPHUTUHA U )KUPHBIX KUCIIOT.
[lo BenymeMy cUMITOMOKOMILIEKCY, BBIACISAIOT ciaenytomue Gpopmsl FAOD:
— CHCTEMHYIO C TIOPAXEHUEM CEPALIA U NICUEHU;
— TIEYEHOYHYIO;
— MMOIATHYECKYIO.
[To cpokam MosiBIEHUS MEPBBIX MPU3HAKOB PA3INYAIOT (POPMBI:
— HEOHAaTAJIbHYIO;

— JIETCKYIO ¢ MaHu(ecTalnel B MepBbIe ABa TOJ1a )KU3HH,
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— IIO3JHIOKO.

1.6 Kiinaudeckass KapTHHA 3200J1eBaHUs] WJIHM COCTOSIHMS (rpynnbl 3a00J1eBaHUi

HJIN COCTOSTHHUM

[Tpu Bcex ¢opmax FAOD BbIensioT pasHble MO CpOKaM MaHH(]ecTaluu BapUaHTHI
3a00J1€BaHU.

Obwue knunuyecKue nposaGLeHUs HAPYUWEHUL OKUCIEHUS HCUPHBIX KUCTIOM

FAOD wumeroT MHOro OOmMUX KIMHUYECKUX MposBIeHUH. OOBIYHO BBIICISAIOT
HEOHATaJIbHYIO (PAaHHIOW), NETCKYI (MH(PAHTWIBHYIO) H IO3IHIOK (B3pOCIIyi0) (HOpPMBI
0one3nu. Panuss ¢popma orauvaercs 0COOEHHOMN TSKECThIO, META0OINUECKHE HAPYLIEHUS 4acTO
NPUBOAAT K HApYLICHUIO CO3HAHHUSA, XOTS KOMAaTO3HBIE COCTOSIHUSI MOTYT BO3HUKHYTh U IIPH
JIETCKOM, U TIpU Mo3AHEN hopMax.

OcHOBHbIE KIMHUYECKUE IPOSBICHUS: HEBPOJIOTMYECKUE HAPYILIEHUS B BUAE YTHETCHUS
CO3HAHMS BIUIOTH 1O COMHOJIEHLIMM M KOMBI, OOILEH BSJIOCTH, MOBTOPHAsl PBOTA, YBEIMUYEHUE
pa3MepoB NIE€YEHH, IMPOTrPECCUPYIONIEe MOpaKEHUE cepAua B BUJE KApAUOMHONATHH WIIU
HapylIeHUs CEpACYHOro puUTMa. JleTu MOryT OTCTaBaTb B IICUXOMOTOPHOM pa3BUTHH. Y
NAlUMEeHTOB 0OoJee crapiiero Bo3pacTa JOMUHUPYIOT MHUONATHS W TOpaXEHHWE MHUOKap[a,
XapaKTEepHBI MPUCTYIIBI MBIIIEYHON 00H, pabJoOMUOIN3a U MUOTTIOOMHYPUH, MPOSBIISIOIIUECS
U3MEHEHHEM IIBeTa MOYM JJO KOPUYHEBATO-OYpOIl OKpacKH.

XapakrtepHoil ueproii FAOD sBnseTcss TO, 4TO KIMHUYECKHE CUMIITOMBI Pa3BUBAOTCS
WIM YCWIMBAIOTCS Ha (poHE KaTabOJIMYECKHX COCTOSHUM, HampuMep, MpU MPOJOJIKUTEIbHOU
¢u3nyeckoil Harpyske, MHTEPKYPPEHTHBIX HH(EKIMSIX WU TOJIOJAaHUHU, KOTJAAa IPOUCXOAUT
BBICBOOO’K/ICHHE SHAOT€HHBIX JIUNUA0B. Hanbonee yacTo 3aTparuBaroTCsi Oprassl, Ui KOTOPBIX
JUIMHHOLIETIOYEYHBIE KUPHBIE KHCIJIOTBI CIY’KaT OCHOBHBIM HCTOYHMKOM JHEPIHM, TaKue Kak
CEepJIIe U CKeJIETHBIE MBIIIIHI |3,8].

Yacteimu  cumnTomMamu  FAOD  sSBISiFOTCA = HEKETOTHYECKAasT  TMIIOTJIMKEMUS,
KapAMOMUONATHS U MUONATHS, TH CUMIITOMBI MOTYT MPOSIBJISITHCSI KaK U30JMPOBAHHO, TaK U B
COUYETaHUH.

Hapymienust cepiedyHoro puTMa M KapAHMOMHUONATHs, HauOojiee YacTO MPOSABIAIOTCS B
HEOHATaJbHOM IEpUO/I€ U PaHHEM JETCTBE, HO MOTYT Pa3BUTHCS B MEPUOJA METabOIMYECKOTO
Kpu3a u B 60Jjiee Mo3JHEM BO3pacTe.

B panHeM percTBEe MOpa)keHUE CEpALlA MOXKET IPUBECTH K JIETaJbHOMY HCXOLY.
JloBONIbHO YacTO HaOMIOZaeTcss THMIepTpodus JIEBOTO JKENyA0YKa, B TSDKEIBIX Clydasx -
JTUIaTallMOHHAsT KapJUOMUONAaTHs CcO CHIbKeHHeM (pakuuu BbiOpoca. MHorma HaGmiomaercs

KapJIMOMHONATUs B COUETAHUU C BBITOTOM B niepukapn [9,10].
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Hapymenust cepapedHoro putMa omnucanbl npakthuecku npu Bcex FAOD u BcTpewarorcs B
COYETaHUH C KapJIMOMUONATUEN WK U30JMpoBaHHoO [11].
Muonarust oueHb yacTblii cuMnToM Ipu HapywmeHusx FAOD. IlauueHTsl MOTYT IPEIbSIBIATH
XKaoObl Ha MHUAITHUIO, OBICTPYIO YTOMJISIEMOCTb, HEMEPEHOCHUMOCTh (PU3UYECKOW HarpysKu.
Yame Bcero Muonatusi MaHUGECTHPYET B MOJAPOCTKOBOM BO3pacTe, Ha 2-3 NeCATUICTUN JKU3HU,
HO MOJKET OBITh BEIyLIMM CHMIITOMOM M paHee. VHOTraa MUOMATHS MOXET MPOBOIMPOBATHCS
UHTCHCUBHBIMU  (DM3MUYECKUMH YIPAKHEHUSMH, HO TaKKe MOXeT HaOIIoAaTeCs 1ocie
aHecTe3WH M BUpycHOU uHpekuu [1-5].
'ematomeranusi BO3HHMKAeT BCJIEACTBUE HAKOIJIEHUS B II€UYEHHU IKUPHBIX KHCIOT C
dbopMUpOBaHUEM JKHUPOBOW nucTpoduu medeHu [25]. YV TNanueHToB C HEAOCTATOYHOCTHIO
LCHAD u TFP moxeT HaOm01aThCsl KIMHINYECKAs KapTHHA NepudepruecKor TOJTMHEBPOIATHH,
MpUYMHA Pa3BUTHS KOTOPOM 10 KOHIIA HE U3BecTHa [6, 113, 114].
VY nanuentos ¢ nepunurom LCHAD (u ¢ nedunutom TFP, HO peke) pa3BuBaeTcs MUrMEHTHAs
nererepanus ceruatku [115-117].
Hamnbonee uacTple KIMHUYECKHE CHUMIITOMBI TpW pasnuuHbix ¢opmax FAOD mnpuBeneHs! B
npuioxeHnu [ 2a.

Oco0eHHOCTH KITMHUYECKHUX MPOosiBIeHUH oTAenbHbIX hopM FAOD npuBeneHbl HUXKE.
Hapymenuns Tpancnopra u MeTad0/1m3Ma KAPHUTHHA U dKUPHBIX KHCJIOT

B rpynny BXOOUT HECKONBKO 3a00JIeBaHUM, pa3IUyaroLINXcs 110 CpoKaM MaHupecranumy,

TSKECTH T€UEHUSI U OMOXUMHUYECKUM XapaKTCPUCTHKAM.

Tpancnopt anuHHOLENOYEUYHBIX ani-KoA B MUTOXOHIPUM OCYHIECTBISETCS  C
MOMOIIbI0 KapPHUTHHOBOTO IIMKJA, BKJIOUaromiero 4 Oenka: 1) KapHUTHHOBBIA TpaHCIOPTEP
wiazmMatudeckoit  memOpanbl (OCTN2), oOecrieunBaronifii BHYTPUKIETOUYHYIO JIOCTaBKY
KapHUTUHA; 2) KapHUTUH-anbMmuTounTpancdepasy 1 (CPT 1) na BHemHel memOpane
MUTOXOHJIpHH, KoTOpas nepeHocut auuiabHble ocTaTky JKK oT KoA k xapHuTHHY; 3) KapHUTHH/
anunkapautiH  TpaHcnokazy  (CACT), oOecneddmBaromlyr0  YEITHOYHBIM  TPAaHCIOPT
AIMJIKAPHUTUHOB 4Yepe3 BHYTPEHHIOIO MeMOpaHy B OOMEH Ha CBOOOJHBIH KapHUTHUH; 4)
KapHUTUH-TTaTbMuTouATpanchepasy 2 (CPT 2), koTopast mepeHOCUT Ha BHYTPEHHEH MeMOpaHe
MuUTOXOHIpUM anuibHble octaTku KK ot kapHutnHa k KoA. Myrtanuu cCOOTBETCTBYIOLIMX
TeHOB, KOJAUPYIOIIUX JaHHble OENKU, MPUBOAST K HACIEACTBEHHBIM HAapyIIEHUSM TpaHCIOpTa

KapHUTHHA U JXUPHBIX KHUCJIOT.

Cucmemmuniii depuyum KapHumuHa
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AyTocoMHO-perieccuBHOe 3abosieBaHHe, CBi3aHHOE ¢ Myrtauusmu reHa SLC22AS5,

KOJUPYIOIIETO TPAHCIOPTHBIM Oenok — mnepenHocuuk kKapuutuHa (OCTN2). Cpoku
MaHuecTayu 3aboneBannst oT 1 Mecsna 10 7 et (B cpeaHeM 2 rojaa).
Y nereii paHHEro BO3pacTa OCHOBHOE TMPOSIBICHHE CUCTEMHOIO JePUIMTa KapHUTUHA—
TUIOKETOTHYECKasl THUIOTIMKeMUYecKkas sHuedanonatus (BsJIOCTb, COHJIMBOCTh, IMOBTOpPHAs
pBOTa), UMEOLIas MPHUCTYooOpazHoe TedueHHe. OTMedaeTcsi yBEIWYCHHE Pa3MEpOB IEUYCHH.
Hepenko y Takux manueHToB pa3BUBAETCS CUHAPOM Pelie ¢ rurepaMMOHUEMHEN U TOBBILIEHUEM
YpOBHsI TpaHCaMHHa3. Takke HaOJI0AI0TCs TIOBBIIIEHHUE YPOBHEH MOYeBON KHCIOTHI 1 KDK.
Kak mpaBuiio, 1eTu yMepeHHO OTCTAIOT B MCUXOMOTOpPHOM pa3BuTuu. [lozxke (Kak mpaBuio, B
BO3pacTe 2-3 JIeT) MPUCOCAUHSIETCS IPOrpecCUpyrolas TunepTpodudecKas Wik AujiaTallioOHHas
KapAMOMUONATHs B COYETAHMM C HApPYUIEHUSIMH CEPIEYHOI'O0 PUTMA, KOTOPHIE B OTCYTCTBHE
JiedyeHus1 Hen30eKHO BEIYT K CMEPTH OT CepJeYHON HEeIOCTATOYHOCTH M CHHIPOMY BHE3AITHOU
cmeptu. Jletn yacto Oo0JIelOT MHTEPKYppeHTHbIMU 3aboneBanusMu [12, 13, 14]. HeoObrunoit
manudecranmenr 3a00ieBaHUs BO MJIAJICHYECKOM BO3pPACTE SIBJISCTCS KIMHWYECKass KapTUHA
nepuepuyecKoil TMOJMHEBPONATUH C OTCYTCTBHEM CYXOXXWIBHBIX pe(IIeKCcOB U Tpy0Ooit
3a/IepKKOU MICUXOMOTOPHOTO pa3Butus [118].

VY narueHToB OoJiee CTapIIero Bo3pacta JOMUHHUPYIOT MPU3HAKU CKEIETHONH MUOMATHUU U
MOpaXeHWs MHOKapAa. B MblliedHOM OHoNTaTe y MalMeHTOB PErHCTPUPYIOT HAKOTUIEHUE
xupoB. Hepenxo HaOII0gaI0TCS HAPYIIEHUS CO CTOPOHBI JKEIYJOYHO-KUIIEYHOTO TpakTa: 0oy
B JKUBOTE, 1uapes. B HeKoTOphIX ciyyasx Habmoganack nepudepuyeckas HeBponaTHs BEPXHUX
U HIKHUX KoHeuHocted [17,18]. Ilpu cBOeBpeMEHHOW AMAarHOCTUKE M Ha3HAYEHUU TEparuu
HaOII0TaeTCs MOTHOE NCUE3HOBEHUE KIMHIUUECKON CUMITTOMATHKH.

B3pocnbie npu nanHOM 3a00JIeBaHUM MOTYT OBITH ACUMIITOMHBIMH WJIM OTMEYArOTCS
JIETKME CHMIITOMBl B BHJE€ CHIKEHUS BBIHOCIMBOCTH, JIETKOM YTOMJIIEMOCTH U IUIOXOU
NEPEHOCUMOCTH JJIUTENBHBIX FOJIOIHBIX IPOMEXKYTKOB [ 146, 147]

Hedhuyum xapHumuH-ayuikapHumuHmpaHcioKassl

AyTOCOMHO-periecCuBHOE 3a0ojieBaHWE, CBS3aHHOE ¢ MyTanusmu TeHa SLC25A20,
KOAUPYIOIIET0 KapHUTHH-alWJIKapHUTUHTpaHcIoka3zy. JloBonbHO peakoe 3aboneBaHue, B
auTeparype onucano He 6onee 60 cimyuaes [95, 104]. Hauano 3abosneBaHust - B HEOHATAIbHBINA
nepuop, (TepBbIe HENENU >KU3HHM) WIM Yy JeTedl paHHero Bo3pacTa (Ha 1 roay KHU3HH).
3aboneBanre MaHU(PECTUPYET OCTPOM CEepICYHO-JIErOYHON HEIOCTATOYHOCTHIO (KOJIIAIC) WA
KENyIOUKOBBIMU ~ apUTMMSIMM, MBIIIEYHOW crmabocTeio M runotoHueil. HaOmogaercs
TUMIOKETOTUYECKasl TUMIOTTIMKeMUS, TunepaMMonreMusi. CHHIAPOM BHE3AMHOM CMEPTH MJIaJIeHIIa
HaOmoaeTcss B Bo3pacte oT 4-x gHe a0 24 mecsueB. HaumOonee 4yacThiIMU HadyaIbHBIMU

cumnToMaMu sBJstoTcs: remnaromeranust (34%), aputmus u / wnu Opagukapaus (32%) u
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npixaTenbHas —HepoctaToyHocTh  (30%). ['umokerotmueckass runornukemusi (68%) wu
runepaMmonneMust  (54%) wambosiee dacTele JabopartopHble u3MeHeHus. CepraedHas
CHUMIITOMAaTUKa BKJIIOYACT TUHEPTPOPHUUECKYI0O WIM THIATAIIMOHHYIO KapAWOMHONATUIO B
COUETAaHMM C  Pa3HOOOpA3HBIMH  HApyHICHUSIMH  cepAedyHoro  putMma. [leueHouHas
HEJOCTAaTOYHOCTh WM YMEpEHHas TelmaroMeraguss C MeTa0OJMYEeCKUM  aluI030M H
THIIOKETOTUYECKON THIOTIMKEMHEH XapaKTepHbl JuIs JaHHoro 3aboneBanus. Octpas
HEBPOJIOTHYECKAsi CUMIITOMATHUKA IIPEJICTABICHA HAPYILIEHUSIMU CO3HAHUS (JIeTaprueil 1 KOMoi)
[23, 24, 102, 103]. 3aboneBanue MOKeT MaHU(ECTUPOBATH C MBIIIICYHON CIIA00CTH U 3aJICPIKKH
MICUXOMOTOPHOTO pa3BuTus. Takxke Moxer HaOmomarbes moBbimieHue ypoBHs KOK. Ilpu
n031Heil MaHu(ecTauy OTMEYaeTCsl MEHbIIAs TSHKECTh KIMHUYECKUX TIPOsBiIeHud [7, 27, 28].
Hepuyum xaprumunnaromumounmpaucghepasoi 1

AyTOCOMHO-peIIeCCUBHOE 3a0oJieBaHHMe, CBsi3aHHOe C MyrtanusimMu TeHa CPTIA,
KOJMPYIOIIETO KapHUTUHIAIBMUTOMITpaHCepasy 1, TOKaTu30BaHHYIO B IEYCHHU.

Hauvano 3a6oneBanus - 0ObIYHO HA TIEPBOM TOAY KHU3HU, WM B MiaeHdecTBe. OObIUHO Y
NAIMEHTOB OTMEYAETCsl HE3HAYUTEIIPHOE YBEJIMUEHHE NTE€YEHH, U 3a00JI€BaHNE IPOTEKAET B BUJIE
OCTPBIX METabOJMYECKUX MPUCTYNOB, Kak Pelie-moJoOHbI CHHIPOM, COINPOBOXKAAIOIINXCS
TaXHWITHOD, PBOTOM, OTKAa30M OT €/Ibl, CYI0pOramH, JeTapruei, komoi. JIabopaTOpHO BBHISBISIOT
MOBBIIICHHE YPOBHS TpaHCAMHUHA3, YAJMHEHHEM MPOTPOMOMHOBOTO M TPOMOOITIACTHHOBOTO
BpemeHu. Hepenko 3abosieBaHne npoTeKaeT Mo Macko cencuca

TpurrepasiMu  pakTopaMu MOTYT OBITh TOJIOJJaHWE, WHTEPKYPPEHTHbIE WH(EKIUH,
NPUBOJANINE K THIIOKETOTHMYECKON/HEeKeTOTUYeCKOM runorimkeMud. Ha BbicoTe mnpuctymna

OTMEYAETCS META0OIMYCCKHI aluna03. HpI/ICTyTI MOZKET IIPUBECTHU K BHE3aIIHOM CMCPTHU.

Moser HabmoIaThCS 3aJep’KKa ICUXOMOTOPHOTO pa3BUTHS. B eAMHMYHBIX Cilydasx
coolmanock O CKEeJIEeTHOW MHOMATUH, KapAuomuonaTuu. VHoraa pa3BHUBaeTCs MOYEYHO-
TyOyJSpHBIM anua03, KOTOPBIH HMEeT MPeXOMsAlIMid XapakTep M YacTo COYeTaeTcs C
MHUOMATUYECKUM CHHAPOMOM U ToBblieHHeM ypoBHA KOK [148]. V xeHmMH MOryT
OTMEUaThCsl TSDKEJble OCJIOXHEHHsI BO BpeMmsi OepemenHoctu - HELLP cunapom (remonus,

MOBBIIIIEHHUE MEYCHOYHBIX TpaHCaMUHAa3, TpoMmOornuToneHus) [19].

KoruutusHEbII Jle(i)I/IIII/IT Y NAaUMEHTOB 3aBUCUT OT TAXKECTU MEPCHCCCHHBIX TUITOTTTMKEMNYCCKUX
cocrostauii [119].

Hedhuyum xaprnumunnanemumounrmpancgepasvl 2
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AyTOCOMHO-peliecCuBHOE 3a00JeBaHme, CBsi3aHHOE ¢ MyTanusmu rena CPT2. Beigensitor
TPU KJIMHUYECKHME (OpPMBI TMATOJIOTMH B 3aBUCHUMOCTH OT BoO3pacta MaHudecTanuu:
HEOHATaTbHYI0, MIIAJICHICCKYIO (MH(DAHTHUIBHYIO) U TIO3IHIOK (MbIIeYHYI0) [13].

Teuenue 3aboneBaHus oOcTpoe WM mporpeaueHtHoe. Hauvano 3aboneBaHus -
HEOHATaJIbHBIA NEepUoA. Y MAlMEeHTOB ¢ HEOHaTaldbHOU (hopMoOil HabIIOJaeTCS PECUPATOPHBII
JUCTPECC-CUHIPOM, KapAMOMHOIIATUSI, HAPYIICHUE PUTMA U CEpJCYHON MPOBOIUMOCTH Cep/iiia
[120, 121] remaromeranusi, MEYEHOYHAs HEIOCTATOYHOCTH, JHICaonatus. be3 yeueHUs
CMEPTh OT TSKEJION CepleYHOW apUTMHH U MOJUOPraHHONW HEJOCTATOYHOCTHU HACTYIMaeT B
nepBble Helenu Ku3HU. Berpeuatores quaMopduu: cKoeHHBIN 100, MUKpoIiedalins, BEICOKOE
He0O, aHOMAaJIbHBIC YIIHBIE PAKOBHHBI, JJWHHBIE KOHYCOBHIHBIC TMaJbIbl, KOHTPAKTYpHI,
runoruiazusi Horred [31, 32]. YacteiM cuUMITOMOM 3a00JieBaHMS SIBIISIETCS yBEIIMYEHUE
pa3MepoB U MOJIUKKUCTO3 MoYek [122].

Mnanendeckass MmaHudecTalus JaHHOTO 3a00JieBaHUSA TOTEHIMAIBHO OTHOCHTCS K
daTtanbHBEIM GopMam Oose3Hu. MitaneHdeckas popma 3a00IeBaHMS Yalle BCETO MaHU(PECTHPYET
B BO3pacTe OT 6 MECsIEeB 0 ABYX JIET B BUJIC€ BOBHUKHOBEHHUS HEKETOTUYECKOMN TUIIOTIIMKEMUH,
YBEJIMUYEHUSI TICUYCHUE, TOBBIIICHUS] YPOBHS KpeaTHHHUH(POCPOKHHA3BI W aMMOHHS B KPOBHU
OCOOCHHO TMOCJE JJIUTEIBHOTO TOJIOJHOTO MPOMEXYyTKa. Tak e y ATUX MaIleHTOB MOXET
pa3BuUBaTbC MeTabojuueckas SHIledaaonaTtus ¢ pPa3BUTHEM SIUIEHTHUYECKUX TMPUCTYIIOB,
peCIMpaTOPHOrO JUCTPECC CHUHApOMa M MeTaboiuueckro anuaos3a. VHorna HaOmromaercs
KapJIMOMUOTIATHS U apUTMHUSI.

[To3auss mbimiedHas Gopma BcTpedaeTcs Jalle U XapakTepu3yeTcss HHTEPMUTTUPYIOITIM
TEYEeHHEeM M BO3pacTOM Hauana 3a0olieBaHUs - Ha 2-3 JAecATUJICTHH >XU3HHU. 3abolieBaHUeE
MaHU(GECTUPYET NPUCTYNIaMU MBIIIEYHBIX OO0JIel, MBIIIEYHON C1aboCTH, MapOKCU3MaIbHON
MUOTJIOOMHYpHEH, Kak peakiuus Ha (PU3MUECKyl0 Harpy3Ky (HENepeHOCUMOCTh (U3MYECKUX
Harpy3ok). B penkux ciydasx 5TH NOPUCTYNbl HACTYMAIOT KaK peaklus Ha TOJIOJaHUE,
WHTEPKYPPEHTHBIE HH(EKIMH, SMOIMOHAIBHBIE CTPECChl, OXJaxAeHue. [IpUCTyIbl ocTpoii
JIEKOMITCHCAINH FIIA TUCHYHKIUS CEPICIHON MBIIIIIBI HAOIIOAF0TCS PENIKO.

[Toyeunast HETOCTATOUYHOCTH BCJIEACTBHE MHUOTJIOOMHYPHUH BBIsIBICHA Y 25% MarieHToB.
D10 3a0oneBaHUE SBISETCS CaMOW 4YacTOW MPUYMHON HACIEACTBEHHOW MHUOTIOOMHYPHH.
Tedenue 3a00neBaHUSI OTHOCUTENHHO JOOpOKauecTBeHHOE [23, 24, 106].

Hapywenus mumoxonopuanono2o [-oKucienus #CUpHuixX KUCIOM

B wmwutoxonapuansHoM wmatpukce anuia-KoA sdupsr KK Bxomar B [ -okucieHue,
KOTOPOE€ MEPEHOCHUT 3JEKTPOHBI st cuHTe3a AT® (mpixarenpHas Lenb MUTOXOHApuUi). B
pesynbrate [ -okucnenus JKK mocrmemoBarenbHO pacmieruisiioTess 10 anetui-KoA, koTopsiid

3aTeM TMpeBpalacTcs B KETOHOBBIE Teiia B TeueHW. [lepBas peakius JeruIpOoreHU3aIuu
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ocymectBisiercs: anui-KoA-peruaporenazamu. B oxkucinennun XK npunHumaror ydactue
KOPOTKOIIETIOUEYHAs, CpeJHElEeNnovYeyHas, MIMHHOLETOYEYHAasT U OYEHb JUIMHHOILIETIOYeYHAast
anun-KoA-neruaporenassl (B anrnuiickoi tpanckpunimu - SCAD, MCAD, LCAD u VLCAD,
cooTBeTcTBeHHO).  CyOcTpatHas crenuUIHOCTh BCEX MEPEUUCICHHBIX (PEPMEHTOB pa3InyHa
U TOJIbKO YAaCTUYHO MEePEKPHIBACTCS.

Heduyum ayun-KoA decudpozenasvl HCUpHbIX KUCTIOM ¢ KOPOMKOLUL Y2liepOoOHOU Yenbio.

AyTOCOMHO-PEIIECCUBHOE COCTOSIHME, CBsi3aHHOe ¢ MyTtauusmu TteHa ACADS,
koaupytomero auuia-KoA neruaporeHasy >KUPHBIX KHUCIOT C KOPOTKOH YIJIEpOIHOM Ienbio
(SCAD).

B wmHormx cnydasx oTmedaroT OeccuMITOMHOE TeueHue, nmodtomy SCAD Ttenepb
paccMaTpuBaeTcs Kak Omoxumudeckui (eHorturn, a He 3aboneBaHue. BOIBIIMHCTBO AeTei co
SCAD Obuid BBISIBICHBI TpPH TPOBEIACHHH CKPUHHHTAa HOBOPOXKIEHHBIX, U TOJABISIONICE
OOJBIIMHCTBO M3 HUX OCTAIOTCS OECCUMIITOMHBIMU Ha MIPOTSKEHUU HECKOJIBKUX JIET.

Panbiie BeIgensum TSOKETYIO M JIeTKyto ¢opmy Oomnesnn [17, 53]. BmnocnenctBum ObU10
00Hapy»XeHO, YTO HAJIWYNE B TOMO3HTOTHOM COCTOSSHHHM WM B KOMIAYHI-T€TEPO3HTOTHOM
COCTOSTHUM HECKOIBKHX PACIpPOCTPAHEHHBIX MOIUMOP(U3MOB TMPHUBOJUT K CHUKECHHUIO
akTuBHOCTH (epmenta SCAD u BBISBICHHIO OHOXMMHYECKUX W3MEHEHHMH B CIEKTpe
AIWIKAPHUTHHOB, HO HE UMEET KaKUX-I100 (PU3MOJOTHIEeCKUX OCIeACTBUM [75, 76].

Jepuyum xopomkoyenoueunoti 3-euopoxcuayui- KoA oecuopocenazvr deghuyum (SCHAD)

AyTOCOMHO-peIieCCUBHOE 3a00JieBaHUE, CBsA3aHHOE C MyTtanusmMu reHa HADH,
KOJMPYIOIIEM KOPOTKOLIETIOUeUHYI0 3-Tuapokcuanuia- KoA neruaporeHasy >KUPHBIX KHUCIOT
(SCHAD).

3a0osieBaHue B OOJBUIMHCTBE CIydyaeB MaHU(ECTUPYET Ha IMEPBOM TOAY >KU3HH, HO
BO3MOXKEH M OoJiee MO3JHUI BO3pacT Hayajla CUMNTOMOB. OMUCAaHO OKOJO JECSITH CIIy4aeB
nepuruta SCHAD B nuteparype. OCHOBHBIE  KIMHHYECKHE TPOSIBICHUS  ITOTO
MeTabONMMUYECKOTO 3a00JIeBaHUSA OTJIMYAIOTCA OT JPYTUX HACHEICTBEHHBIX HedeKTOB [-
OKHCJICHHS  JKUPHBIX  KHCIOT, TIOCKOJbKY TIpH HEM THUIOINIMKEMHS  CBsi3aHa C
TUIICPUHCYTUHU3MOM. Takke y TAalMeHTOB OTMEYAaeTCs MHUOTJIOOMHYpHUS (B ITOAPOCTKOBOM
BO3pacTe), THIOKETOTHYECKass THUIIOTTUKeMUuYecKkas »dHiedanonatus, TrunepTpopudeckas/
TUIATAlMOHHAS KapJUOMHOMNATHS, MbIIIEYHAss THUIOTOHMS, CTEaTo3 IEeYeHHU, TMeUeHOYHAs
HeJI0CTaTOYHOCTh. ONMCaHbl HECKOJIBKO cllydaeB BHe3anmHo cMeptu. Ctpecc, ToJIoJaHue MOTYT
MPOBOIUPOBATH CUMIITOMBI.

[To3nHee ycTaHOBIEHHE AMAarHO3a MOXET MPUBECTH K (HOPMHUPOBAHHIO SIUJIETICHH H

YMCTBEHHOM OTCTaJOCTH U3-3a IOBTOPSIOIIEHCSA TMIIONIMKeMUH [77].
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SCHAD cnenyer knaccupuIUpoBaTh KaK CHHAPOM BPOXKICHHOTO THIIEPUHCYIMHHU3MA,
NOCKOJNIbBKY Yy  TAaIMeHTOB ¢  JOKa3aHHbIMU MyTarusmMu HADH MoxxeT  Habmomatbes
PELUANBUPYIOIIAs TUIIOTIIMKEMUS ¢ TUIIEPUHCYJIMHU3MOM, YyBCTBUTEIbHBIM K JUAa30KCcUy [77-
79].

JlpyruMy 4acThIMH CHUMITOMAaMH SIBJISETCS 33/I€pXKKa PEUYEBOr0 Pa3BUTHSI, MbILICUHAs
runoronus. Hepenko oTmeuaroTcs SNUIENTUYECKME IMPUCTYINbI, MHUOINATUA, 3aJEpiKKa
¢u3nuecKoro pasBUTHS, HAPYIICHUS BCKapMJIMBaHUA. Pexe BcTpeuaroTcst aucMopduyHbie
YepThl, KapauoMuonarus [75].

Heduyum ayun-CoA-0ecudpozenasvl cpeOHeyenoyeuHblX HCUPHbIX KUCTOM

AyTOCOMHO-peIiecCCUBHOE 3a0oJieBaHHe, CBsizaHHOEe ¢ MyTamusimu reHa ACADM,
koaupytomiero auuia-CoA-aeruporenasy cpeHenenoyeqnbix KupHbix kuciaotr (MCAD).
3abosieBaHre B OOJBIIMHCTBE CIy4aeB MaHH(ECTHPYET B BO3pacTe OT 3-X A0 24-X MecsleB.
Hepenko (ot 10 mo 40% cny4yaeB) 3a0ofieBaHME HAYMHAETCA B MEPHOJE HOBOPOKICHHOCTH.
[TpucTynbl POTEKAIOT TAXKEJIO U MOT'YT 3aKaHYMBAThCs JieTalabHO. B 5% ciyuaeB cMepTh aereit
IPOUCXOAUT B mepBble AHM KU3HU. Okono 20% mnauueHTOB YMHUpPAKOT A0 YCTaHOBJICHUS
quarHoza [11, 17]. B OonbLIMHCTBE CIy4aeB OCHOBHBIMM TPOSIBICHUSIMHU  SIBIISIOTCS
TUIIOKETOTUYECKAs] TUIIOTJIMKEMHUs, KOTOpas MOXKET COYEeTaTbCcsd C JIAKTaT-allufo30M U
runepaMMoHremMuen. KinHuueckne mNposBICHMS BKIOYAOT cuHApoMm yrHereHus [IHC,
COHJIMBOCTb U PBOTY Ha (poHE MH(EKIIMOHHBIX 3a00JIeBaHUM, FOJI0IAaHUS WU IIPU ONEPaTUBHBIX
BMEUIATENbCTBAX. Y HEKOTOPBIX MAIlMEHTOB OTMEYaeTcss MEeTaOOJIMYECKUH KpH3, HECMOTpS Ha
U30BITOYHOE HAKOIUIEHHE KETOHOBBIX TNl M HOPMAIbHYIO KOHLEHTPALMIO TJIHOKO3bl B KPOBH.
W3penkxa nanueHTsl JEMOHCTPUPYIOT BO BpPEMsI IPUCTYyNA ‘‘TIapaJloKCajabHO BBIPAKEHHBIN
kero3. B mepuon kpusza oTMeyaeTcs COHJIMBOCTb, PBOTA, JbIXaTelbHas HEJAOCTAaTOYHOCTH,
CyJIOpOTH, TelaToMeraiausi, a Takke ObICTpOE€ pa3BUTHE CEpAEYHOW HEJOCTaTOYHOCTH.
[ToBpexxieHHE TOJOBHOTO MO3ra, KOTOPOE€ MOXKET BO3HHUKHYTH BO BpeMs MeTabO0JIM4ecKoro
KpH3a, YBEJIMYUBACT PUCK OTAAJICHHBIX HEBPOJOIMUYECKMX HapylleHuil. MoxkeT HalnromaThes
cnenuduyeckas noauMopdHas KeayJouKoBasi TaXUKapAus B BUJIE XapaKTEpHBIX U3MEHEHUH Ha
OKI' B Buge torsades de pointes (bp. — «CKpy4YEHHBIE IIHYPKHY»), WU KEITYIOUYKOBAs
TaxukKapaus tuna «aupyst». HampaBnenune xommiekcoB QRS  MeHseTcss IMKIMYECKU:
HECKOJIbKO KOMIIJIEKCOB HAampaBlI€HO BHM3, 3aT€M B TOM € OTBeIeHUUM —BBepx. llpum
O0BEKTUBHOM OOCIIEOBAHUU OIpeAesseTCs] yBeIMYeHUE MeYeHHu, cuHApoM murtonusza (Peiie-
MOOOHBIN CUHAPOM). MeXNPUCTYIHBIN epruoa MpoTekaeT OaaronpusatHo, y 80% manueHToB
OTMEUAETCsl HOPMaJIbHOE HEPBHO-IICUXUYECKOE PpA3BUTHE C IOJHBIM OTCYTCTBHEM JAPYTUX
npu3HaKkoB natojioruu [ 15, 17, 48, 49].

Jepuyum ayun-KoA decudpocenasvl JdcupHulx KUCIOM C 04eHb OUHHOU YenepoOHOU Yenbio
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AyTocoMHO-pelieccuBHOe 3a0ojieBaHue, cBsizaHHOe ¢ MyTtanusmMu reHa ACADVL,
koaupytomero auui-KoA neruaporeHasy XUpPHBIX KHCIOT C OYEHb JJIMHHOW YIVIEPOIHOU
uensto (VLCAD).

Ilo cpokam mosiBIEHUS MEPBBIX IPU3HAKOB BBIACIAIOT TpU (GOpMbI 3a00JEBaHMS:

HEOHATAJIbHYIO, JETCKYI W mo3aHIow. [Ipu HeoHaranbHOM M neTckod (opmax pasiuyaror
CJIETYIOIINE HECKOJIbKO KIIMHUYecKuX (heHoturos [8, 13, 36, 37].
Haubonee pacrnpoctpaneHHON GopMoii 3a00fieBaHUs SIBISICTCS TsDKeNash MiaJeHueckas gopma
(cepedHas u nojauopraHHasi GopmMsl) ¢ paHHel MaHUdecTalel U BEICOKOM cMepTHOCTBIO. [Ipu
9THX (opMax OTMEYaeTCsl IMOYTH HysleBas (epMEeHTaTHBHAs AaKTUBHOCTb, a KJIMHUYECKU
npeBajlupyeT IOpaxeHue cepAna B Bujae (rumepTpoduyecKk WIM — JAWIATallMOHHOM
KapAMOMUONATHUH, HAPYIIEHUS CEPIEYHOI0 PUTMA) U BBICOKOM JIETAJIbHOCTHIO HA MEPBOM IOy
)Ku3HU [123]; a TakKe MBIIMICEYHOW CJIa0OCThI0 W THIOTOHHMEH Ha (OHE THIIEpaMMOHHUECMHH,
HEKETOTHUYECKOW/  TMIIOKeTOTHYECKOM  TUNOITIMKEeMMM W JakraT-aumjo3oMm.  Octpas
HEBPOJIOTHYECKAsi CUMITOMATUKAa NpeJCTaBieHa JieTaprueil n komod. CHHIpPOM BHE3aIIHOU
CMEpTH MJAJIEHLla B HEOHATAJbHBIM MEpPUOJ WM HAa MEPBOM TOAY >KM3HU XapaKTepeH mIJis
naHHo# opmer [131].

Bosee nerkas ¢opma 3a0oneBaHMs ¢ TaKOW e paHHEW MaHH]ecTaleld MpoTeKaeT Kak
Peiie cunnpoMm. KnuHuka B BUAE OCTPBIX IPHUCTYNOB, CONPOBOKIAIOIIMXCS PBOTOM, BSUIBIM
COCaHHMEM/OTKa30M OT THUIIM, MBIIIEYHOM TUMOTOHHEH, Trunopediekcuel/ apediaexcue,
TaxXWIHO?, allHO?, JIETaprue, KOMOM, pa3BUBAaeTCAd Kak peaklys Ha TOJIOIAHUE UM BUPYCHBIE
UHQEKIMH, PAacCTPONCTBA >KEJYIOYHO-KHILIEYHOTO TpPaKTa, NMPHUBOJAIINE K HEKETOTHYECKOMN
runornukemMud. Ha  BpicoTe mpucTyna OTMEYaeTcss MeTa0OoJIMYeCKUil — J1aKTaT-aluios,
TUIEPYPUKEMHUS], TeraTOMeraius, MblllieyHas cnadocts. [IprcTyn MoXeT npuBecTH K BHE3aITHON
cMeptd. B psne ciydaeB THUNOTIMKEMHYECKHE MPHUCTYIBI COMPOBOXKIAIOTCS CyAOpOrami,
Juapeei, MUalrue, MUOroOMHYpUeH, MPOKCUMalIbHON MuonaTtued. DHiedaaonaTus MOXeT
HaOJII0aThCS JJa)ke B OTCYTCTBHE T'€HEPAIM30BAHHBIX MeTaboiMdyeckux pacctpoiicT. Ilocne
MHOKECTBEHHBIX TPUCTYIIOB MOXXET pa3BUThCS YMCTBEHHas oTcrajocT. HecMoTps Ha
OTHOCHUTEIIbHYIO JIETKOCTh KYIHPOBAaHUS MPHUCTYNOB MPOTHO3 3a00JieBaHUS  OCTaeTcs
HEOIpeJeNIeHHbIM, TOTJa Kak TMpH HEOHATaJbHOW KapAMOMHOMNaTH4eckoi ¢opme OH
HeOIaronpusTeH.

[To3guss popma (okomo 15% cimydaeB) maHudectupyer OOBIYHO Ha BTOPOM-TPETHEM
JECATUIIETUH J)KU3HU HETIEPEHOCUMOCTBIO (PU3MUECKUX HArpy30K, MUAITUEH, MUOTIIOONHYpHUEH 1
nogpéMoM K®DK B orBer Ha ¢usmueckoe mnepeyromieHHEe U TrojoJl. MOKeT pa3BUTHCA

Iporpeccupyronias NpokcuMaibHas Muonatus [38].
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Jepuyum  mumoxonopuanvroeo mpupyuxkyuonanvroeo oeaka (TFP)/medocmamounocmo
onunnoyenoweunou 3-OH ayun KoA oOezudpoeenaszvi  oicupnvix  kuciom (LCHAD) /
HedocmamoyHocmsy OauHHoyenoveurnou 3-kemo-KoA muonazvr (LCKAT).

MuroxoHapuanbHbeii  TpudyHknuonanbHbii  Oenok  (TFP) - mymnsTudepmeHTHBII
KOMIUIEKC, cocrosimmii u3 3 OenkoB. Haubosee uacTto BCTpeuaeTcsi HEIOCTaTOUYHOCTD
nnuaHonenoueyHot 3-OH amun KoA nerupporenassr xupHbix kuciaor (LCHAD), kpaiine
PEAKO HEAOCTATOUHOCTD JUTMHHOLIenoueyHou 3-keTo-KoA tuonassl (LCKAT) [125].

Myrtarnuu B 2 reHax MPUBOIAIT K AaHHOMY 3a0oseBanuio - HADHA, HADHB. 3Ty reHbl

kogupyioT o u B cyosenununbsl TFP. Myrtanum B 3THX Te€Hax MOTYT MNPUBOAUTH K
reHepain3oBanHoil HepoctatouHocTd TFP, BbI3bIBas ero HECTaOUIILHOCTD, a TAK)KE€ MyTallud B
reie HADHA sBnsitoTCS NpUYMHON M30nMpoBaHHON HenoctarouHoctd LCHAD, a myranuu B
HADHB rene — nzonupoBanHoi HenoctarouHocTd LCKAT.
Knunnueckuit  ¢eHorun wusonupoBaHHoi HemoctarouHocTH LCHAD — uckimoyuTensHO
reTepOreHeH, HalOMUHAs 10 CBOUM IposBiieHUsIM HexocratouHocTh VLCAD. Takxke
KJIIMHUYECKHEe  (EHOTUIBI  YCIOBHO  MOJAPA3NETSAIOTCS HA  TOKEIYI  HEOHATAIbHYIO
kapaunoMuonarudeckyro ¢opmy (1), dbopmy, mpeuMymIecCTBEHHO NpPOTEKAIOIIyl0 Kak Peiie
CHHIpOM (2) B coYeTaHMM C TOpaKEHHEM Ie4eHHu, Jerkyro ¢opmy (3) ¢ mno3aHen
MaHU(eCcTaIMel 1 MPEeuMyIECTBEHHBIM MMOPAKEHUEM CKEIETHBIX MBI TedueHne 3a001eBaHus
octpoe (1) u uHTepMUTHpYIOIIEee WK porpeareHTHoe (2 u 3).

Knuanueckue mposiBieHus: 00JIe3HN B HEOHATAIHLHOM TEPHOJIe HauboJiee TSKEIbIe, Kak
NpaBUJIO MPUBOJAIIME K JIETAIbHOMY MCXOJy: KapAUOMHOIATHS, CTE€AaTO3 TeNaTOLUTOB,
MBIIIIEYHAs TUTIOTOHUS, HEBPOIIATHS U CETICHC-TI0I00HOE COCTOSIHHE.

B pannem nerckom Bo3pacTe: XapakTepHa ocTpas MaHudectamus (pBora, oOmas
MBIIIEYHAs TUTIOTOHUS, TOHHUKO-KJIOHHYECKHE CYJIOPOTH, BSIIOCTh, COHJIMBOCTD, JIbIXaTEIIbHBIC
paccTpoiicTBa, KOMATO3HBIE COCTOSHHUS). Y MHOTHUX JeTell HaOmoJaeTcs CcoueTaHue
TUNEePTPOYUUECKON KapAUOMHUOINATHH, TeMaTOMEraanuy, MBIIICYHON THIOTOHHH M CJIa0OCTH.
[Ipu ayckynpTanuu cepiama BBICIYIIUBAOTCS TIAyXWE TOHBI, PUTM TajoOla, TMPHU HUCCIEAOBAHUN
oOpamiaeT BHUMaHHUE KapIWOMETaIHs, THUNEPTPOodHsl JIEBOTO IKEIyJ0YKa, HApYIICHUE
cuctronnueckoi ¢yHkmuu. OmnucaHa Takke TNepukapauanbHas »¢dy3us. XapakTepHa
HEKETOTHYECKast/ TUTIOKETOTUYECKasi TUTIOTIIMKEMUS KaK Peakius Ha rojlo/IlaHue.

HaubGonee yacto Bctpevaercs popma 3aboneBaHus ¢ BO3pACTOM Hadvajia B IEpBbIe 2 roaa
*u3HM (2 mHS — 2 Toja). Y OONBIIMHCTBA MAIMEHTOB 3a0oJjieBaHne MaHU(pecTupyeT Kak Peiie
cuHapoMm. KiuHuka B BHJIE OCTPhIX U, Kak NPaBUIO, MHOXKECTBEHHBIX MPUCTYIIOB,
COTMPOBOKIAIOIINXCS PBOTOM, BSUIBIM COCAHHEM/OTKAa30M OT IHIIU, MBIIMIEYHONW THUIIOTOHUEH,

remaToMeranuei, runopediekcueii/apedekcueit, TaxuiHod, JeTaprueid, KOMOMW, pa3BHBACTCS
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KaK peaklus Ha ToJI0JlaHUe WINM BUPYCHble MH(EKLHH, pacCTPOHCTBA KEIYA0YHO-KUIIEYHOIO
TpakTa, INPUBOASIIME K HEKETOTHMYECKON runorinukemMuu. llpucrtyn MoxkeTr mpuBecTH K
BHE3AaIIHOM CMEpPTH. Y HEKOTOPHIX IAMEHTOB OTMEYAETCs IPOrPEIUEHTHOE TEUEHUE
3a00J€BaHNs B BHJE IMPOrPECCUPYIOIIEN KapIMOMUONATUH, MBIIIEYHON TUIOTOHUU U
renaroMeraguy. Y Bcex MAlMEeHTOB BBIABIIACTCS JAKTAT-allln03 U BbICOKas akTUBHOCTh KDK.

B crapmiem Bo3pacTe y ManuMeHTOB MOTYT MOSBUTHCS NMPHUCTYIBI MBIIICYHBIX OONEH M
MHUOTJIOOMHYpHH. Y HEKOTOpBIX MAIlMeHTOB C TMO3AHEH MaHHUdecTanueil pa3BHBAaeTCs
KJIMHU4YecKas ¢opma 3aboseBaHus, cxoaHas ¢ MbimedHod (opmoit CPT 2 HemocraTodHOCTH.
Ora ¢opma MaHHdecTUpYeT OOBIYHO Ha BTOPOM-TPEThEM JAECATHICTHM JKU3HU (HO MOXET
MaHH(ECTUPOBaTh W pPaHBIIE) HENEPEHOCHMOCThIO (PH3MUYECKUX HArpy3oK, MHAaJTHeH,
Muoriaoounypueit u nogbéMom KOK B oTBeT Ha (hm3mueckoe nepeyromieHue u rooa. OmHako,
JUIsL  OTHX IAUUEHTOB XapakTEpPHO COYETaHME JTOM KIMHUYECKOW CHMIITOMAaTHKH C
nepugepruyeckoil HeBporaTiel u 1uchyHKINEH eYeHH.

[lopaxenue mneuyeHu sBisgercs oOaHOM u3 Haubosee xapakTepHbix depT LCHAD
HEJ0CTAaTOYHOCTH U MPEACTABIEHO rernaroMeraiueii, CHHIPOMOM LIMTOJIN3a, B PEIKUX CIIydasiX —
OCTPOM XOJIECTATUYECKOM IKEJITYXOM M NEYEHOYHOM HEJOCTaTOYHOCTBKD C MAaCCHBHBIM
TOTabHBIM Hekpo3oM miedeHu [13, 41]. ¥V >keHImMH 4yacTo BO BpeMsl OEPEeMEHHOCTH MOKET
HaOroatees sxupoBas nuctpodus nedenu unu HELLP - cunnpom [16, 80].

Knununueckass xapruna negexra TFP oueHb cxojHa ¢ TakOBOH NpU HEJOCTATOYHOCTU
LCHAD, HO sBusieTcssi Oojiee TSIKEIOW MU COMPOBOXKIACTCS PAHHUM JIETAIBHBIM HCXOJOM.
Hauano 3a0oneBaHus - B HEOHATaJIbHOM MEPHOJIE: MPOTPECCUpPYIOIIas MbIIIEYHAs TUIIOTOHMS,
JIETaprusi, KOpMJIEHUE 3aTPYAHEHO, IPOrPECCUPYIOLIas cepleyHasl HEA0CTaTOYHOCTh, CUHAPOM
BHE3AIHOM cMepTH MilaJieHIa (B Bo3pacTe A0 2-X MecsueB). OdeHb Tshkenas reHepain3oBaHHas
HEOHAaTajJbHasl THUIOTOHUS, KIMHUYECKH HEOTIIMYUMash OT BpOXKICHHOW MHOIATHH, Oblia
MaHU(ECTUPYIOIUM CHMIITOMOM Y 5 MalueHToB. B oaHOM ciydae oTMmevanach MO3IHSA
maHupecTanys 3a0oneBaHus (B 2,5 T) ¢ OTHOCUTENBFHO MATKUM HHTEPMUTTHPYIOLIUM TEUSHHUEM.
YHUKaNbHBIA KIMHUYECKUH (EHOTHIT ONHMCaH Yy JIByX HAIlMEeHTOB ¢ MaHu(ecTanueil B BuIe
MPOrPeCCUpPYIONIe XPOHUUECKOH MOJIMHEBPONATUH U MUOIIATUU B OTCYTCTBHUE MATOJIOTMUECKUX
WU3MEHEHUH CO CTOPOHBI IEUYEHU U CEPACUHON MBIIIIIBI.

I'nymapoeas ayudypus 2-eo muna (Muodcecmeentuiil depuyum ayun-KoA oecuopoeenas)

AyTOCOMHO-pELIECCUBHOE 3a00JI€BaHNUE, TI'€HETUYECKH TIETEpOreHHOE, CBSA3aHHOE C
myTtarusmMu reHoB ETF-B, ETF-A, ETF-DH, kotopble KOTUpyloT albda- u 6eTa-cyOobeTnHUIIBI
¢dnaBonporenHa, sBisomerocs nepeHocunkoMm snektpoHoB (ETF), u ETF-xodepment Q-
okcunopenykTassl. Hapymenus QyHkiuii 11006010 U3 3THX ABYX (DIaBONPOTEHMHOB MPUBOJIUT K

HApYIICHHUIO OKHUCICHUA ) XUPHBIX KUCIIOT.
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Breigenstor Heckonbko kimHHYECKHX GhopMm ['A2: 1) Tspkenyro HeoHaTaabHYIO (GopMy C
BPOXKACHHBIMU aHOMAJUSIMU; 2) TSOHKEIYI0 HEOHATANBHYIO (opMy 0e3 BPOXKIESHHBIX aHOMAJUMH;
3) msrkyro ¢GopMy WIHM STHIMAIOHOBYIO/aIUIMHOBYIO auuayputo. Kpome Toro, pasmuuaror
pubOQIIaBUH-PE3UCTEHTHYIO U prOO(dIaBUH-UYyBCTBUTEIbHYIO (hopMmbI [13, 14].

[Ipu T1spxenol HeoHaTadbHOW (opMe ¢ BPOKICHHBIMU AHOMAJHUSIMHU, Kak IPaBUIIO,
peOEHOK PpOXKIAaeTCs HENOHOLIECHHBIM. Y JE€Ted ¢ MepBbIX JHEM MKU3HU PpPa3BUBACTCS
JIbIXaTeNbHble HApyIICHUsS (TaxUITHOD, allHO’), MBIIICYHAs TUIOTOHHUS, BSUIOCTh, COHJIUBOCTH
BIUIOTH JIO0 JIETapTUd, pPBOTA, YBEIMUYEHUE IEUEHU M CEJe3E€HKU, HEOOBIYHBIH 3arax MOYH
(«IOTHBIX HOTY), Tshkenass aHemus. YepTol nuna ausmMopduyeckre, HaTOMHHAIOIINE TaKOBBIE
npu cugapome llenbBerepa: BBICOKHN 1100, THIEPTEIOPU3M, TMIOIUIA3Us JIMLA IO CpeAHEH
JVHWYW, IUCIUIACTUYHBIE HU3KO TTOCAKEHHBIE YIIHBIE PAKOBUHBL. XapaKTEPHBI BPOXKICHHBIC
MOPOKU PA3BUTUA: MbIIICUHbIE JePEeKThl TMepeaHeil OpIOIIHONW CTEHKH, TUIOCTaIus,
HCKPHUBJICHHE IOJIOBOTO 4jieHa, "cToma-kadanka". CMepTh B HEOHATAIbHBIN NEpro (B MEPBYIO
HEJICITI0 KU3HN) Ha (DOHE JISTApTrUu ¥ KOMEI.

HeonatanpHast ¢opma 0e3 BpOXICHHBIX AaHOMAJIMH, TaKkKe, KaK H IPEAbIIyIas,
oTiaMyaeTcs paHHed MaHudecTanuei, TSXKENbIM T€YEHHEM M Hepenko BeaeT K rubenu. Jletn
OTCTAalOT B TICUXOMOTOPHOM U (pr3MYecKOM pa3BUTHUU. XapaKTepHO pa3BuTHe Pelie-mogo6HOrO
CHHIpOMa M KapauoMuomnatuu. TeueHue 3aboseBaHUs MNPHUCTyNooOpa3Hoe. B HekoTophIx
cirydasix 00JIe3Hb MPH OTCYTCTBHHU SIBHBIX KIIMHUYECKUX TPOSBICHUI MOXET SIBUTHCS TPHYUHON
BHE3AITHOM JI€TCKOM CMEpPTH B paHHEM Bo3pacTte [6].

ITo3nusaAs ¢opma ornuyaercss Oojee JerkuM TedeHueM. OCHOBHBIMU KIMHUYECKUMHU
NPU3HAKAMU SBJISIFOTCS: TOIIHOTA, PBOTA, YBETMUYEHUE TIEUCHH, KENTyXa, MbIILIEUHas clIaboCThb U
TUIOTOHMS. YMCTBEHHOE pa3BUTHE He cTpafaeT. [Ipu mo3nHeilt ¢popme 3a00aeBaHUS TPUCTYIIBI
THIIOKETOTUYECKON THUTIOTJIMKEMHUH TIPOTEKAIOT HETSDKENO, OOBIYHO HE COMPOBOXKIAIOTCS
METa0O0JIMYECKUM allU030M U THIIEPAMMOHHUEMHUEH.

Y yactTh manMeHTOB HaONIOAAaeTCsl YNy4yIIEHHWE COCTOSHHMS IpU  Ha3HAuYeHUH
puboduraBuHa (bromornueckast aktuBHas go0aBka) [143]. buoxumuaeckue mapkepsr 'A2 moryT
COBITAJaTh C N3MEHEHHSIMH, BBISIBIIIEMBIMU TIPU JIeeKTe TpaHcropTepa pudodiaBiuHa, KOTOPHIE
XapakTepU3yIOTCSd  3HAUUTENBHBIMU  KIMHUYECKUMH  YIYYIICHUSMU I[P  Ha3HAYCHUU
TEpaneBTHUECKUX 103 pubodiaaBuHa (Omonoruyeckas akTuBHas JoOaBka). Kpartkue
KIIMHUYECKHE OMUCAHMsI STUX 3a00JIeBaHUN TPUBEICHBI HIXKE.

BropuuHble HapylleHMsi MHUTOXOHAPHAJBLHOIO [-OKHMCIEHHS JKMPHBIX KHCJI0T/

cxoanblie ¢ 'A2 npyrue HacjieacTBeHHbIE 3200/1eBaAaHUSA
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H3BecTHBI paa HaACICACTBCHHBIX 3&60J’IeBaHHfI, IIpu KOTOPBIX Ha6J'IIO,Z[aeTC5I HU3MCHCHHUC

AMUJIKApHUTUHOB, CXOAHBIC C HAPYIICHUAMU B-OKI/ICHCHI/IH JKUPHBIX KHUCJIOT.
Hepuuut nepenHocuuxa pudodiaBuHa

Cunapom bpayna-Buanerro-Ban Jlaspa (BVVL) (MIM211530) - penkoe HEBPOJOTHYECKOE
3a0o0JeBaHne, KOTOPOE MPOSBISIETCS. HEHPOCEHCOPHON TYroyXOCThI0, OyIb0apHBIM MapaTnyoM
U JpIXaTeJIbHBIMU HapylleHusMU. Bo3pacT Havana BapbUpyeT OT MJIAJEHUYECTBA JJO B3pPOCIIOTO
[124]. Knuanyeckue mnpu3Haku u cumntomMbl BVVL cxomasl ¢ Oonesnpto @Darmo-JIoHzae
(MIM211500), koTopoe IepBOHAYAJIBHO paccMaTpUBajach Kak OTACNIbHAs ¢Gopma, HO TeNephb
U3BECTHO, YTO 3TO ajuienbHbld BapuaHT BVVL [124]. K nanueiM 3a00jeBaHUSM HPHUBOISAT
myTtanuu B rene SLC52A3, xoTopblii koaupyer nepeHocunk pubodumaBuna (RFVT3), wmm B
reie SLC52A2, koqupyromeM JIpyrod MepeHoCUYrK prubodiaBuHa TIa3MaTHIEeCKONH MeMOpaHbI
(RFVT2). Knuauueckue mnposiBieHus y mnauueHtoB ¢ gepumutom RFVT2 u RFVT3
MPAKTUYECKH HEOTIWYUMBI. Y MHOTHX MAIMEHTOB C ATOW MATOJOTUEH BBISIBISAIOT U3MEHEHHBIN

npoduiIh alMJIKAPHUTUHOB B KPOBH, cX0HbIN ¢ ['A2 [125].

Jns tepanum cunapoma bpayna-Buanerro-Ban Jlaspa u  Oonesnn  dauwmo-Jlonna
BbICOKOA((heKkTHBeH pubodaaBuH (Ouosornyeckass akTUBHAs J100aBKa) B BBICOKHX [103aX, YTO
TpeOyeT MpoBeAeHUS HcciaenoBaHuM g JuddepeHuanbHO  IUarHOCTUKU — JTAaHHBIX

HapymeHnui ¢ 'A2 [125].
JMedpunutr FAD-cunTassl (FADS)

Hepunutr FAD-cunrassl (FADS) 6bi1 Bnepsble omnucan B 2016 rogy B 7 HEpPOJACTBEHHBIX
CeMbSIX, C HEBPOJIOTHYECKUMH MPOSBICHUAMH U OMOXUMHUYECKUM MpOoQHIIeM, YKa3bIBalOIIUM Ha
['A2 [126]. IIpu nedeHust 3TOM MATONOTHH TaKXKe MPUMEHSIOT pubo¢IaBuH (OuoIornyecKas

aKTHBHAas J00aBKa).
Je(puuuT MUTOXOHAPHAJIBLHOIO NepeHocunka FAD

B 2016 romy Obul ommcaH AedUIUT MHUTOXOHIpPUANBHOrO mnepeHocunka FAD y 14-netneit
JIEBOYKH C HEMEepPeHOCUMOCThIO (usnueckux Harpy3ok [127]. JlabopaTopHble HccenoBaHUs
BBISIBWIIM TIpOouib, moxokuil Ha ['A2. bein BeIsiBiAeHB! MyTaluu B reHe SLC25A32, KOTOpbIT
KOAMpPYET OeJOK U3 CeMEHCTBA TPaHCIPOTEPOB ( MUTOXOHJApHATIbHOrO nepeHocurka FAD). B
2017 romy ObT omucaH BTOPOM MALMEHT C JaHHBIM HapylIeHHEeM, HO Oojee TsDKeIoi
KJIMHUYECKOW KapTUHOM (aTakcusi, Ju3apTpus, MHOKJIOHYC, MbIIIeYHas cnaboctb U
HEMEePEeHOCUMOCTbIO (PU3NYECKUX HAarpy3ok). COCTOsSHHUE NalMeHTa YIy4IIHIOoCh I10Cie IpueMa

puboduraBuHa (Ononorndeckas akTuBHas qo6aska) [128].
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Hudbdepennmanbuas quaranoctuka FAOD npoBoauTCs ¢ IIMPOKOM KpyroM 3a00JieBaHUI
HACJICICTBEHHOW W 3K30T€HHOW MPHPOJBI: MHUTOXOHIPUATHHBIMUA OOJE3HSIMHU, CBSI3aHHBIMU C
nedexkraMu JBIXaTeTbHOMN enu MUTOXOHJIPHH, HacIeACTBEHHBIMU dbopmamu
rUNepTpoPUUYECKUX KapAUOMHUOINATUH, HAPYIICHUAMH OOMEHa YIJIEBOJOB, MHOMATHSIMU,
OpPraHUYECKUMHU alUAYPHUSIMHU U HAPYIICHUSIMH LIUKJIa MOUEBUHBI.

Cnenyer mnpoBoauth auddepeHIHATBHYI0  JIUAarHOCTUKY C  THIIOKCHYECKUMU
MOPXCHUSIMM ~ HEPBHOW  CHUCTEMBI, BHYTPUYTPOOHBIMH  HH(DEKIMSIMH, a TaKkKe C

KapJIMOMHUONATUAMHM, TeaTUTAMH Pa3IMYHOT0 poucxoxaenus [4, 9, 10, 11].

2. InarHocTuka 3a00J1eBaHUA WJIN COCTOSIHUSA (TPyNIbI 3a00/1eBaHUI WK
COCTOSIHMII), MEITMINHCKHE MOKA3AHUSA W MPOTHBONOKA3AHNS K NIPUMEHEHHUIO

METOAOB JTHATHOCTUKH
Juarnos YCTaHABIMBACTCs Ha OCHOBAaHMM COBOKYIIHOCTHM KIMHHYCCKHX JAaHHBIX,

pe3yibTaToB Ja00paTOPHOro HccieaoBanus [5, 7).

2.1 ’Kaj100LI 1 aHAMHE3

[Ipu cOope anamHe3a u kayiod cienyeT oOpaTUTh BHUMAaHUE Ha CIIEIYIONIUE KAIOObl U
AHAMHECTUYECKHE COOBITHS:

— OrtsromeHHbI ceMelHbI aHaMHe3 (CXOIHbIE CUMITOMBI Y POJAHBIX OpaTbeB U
cecTep npobdanaa, OJIM3KOPOICTBEHHBIN OpaK);

— Ciry4an BHE3aIHON JE€TCKOM CMEPTH;

— HELLP - cunzapom wuiM >kKHpoBas ITUCTpO(Hs MEUEHH y KCHIIMHBI BO BpEMs
OEpEeMEHHOCTH;

— PBora (B m000M BO3pacTe);

— Cynoporu (B 11060M Bo3pacte);

— H3meHenue nBeta Mouu (KpacHOBaTO-Oypas Moua) (B TF0OOM BO3pacTe);

— Dnu3oapl HapyIIEeHUs CO3HAHUS (B TI000OM BO3pacTe);

— Dnu3074bl HAPYIIEHUN CEPACUYHOTO pUTMa (B JIFOOOM BO3pacCTe);

— HenepeHOCHUMOCTb IIUTENBHBIX TOJIOAHBIX IPOMEKYTKOB;

— Henepenocumocts  ¢u3mveckoil Harpy3ku (B3pocible M JIETH CTapIIero
BO3pacTa);

— Mpreunsie 6011 (B3pOCIIBIE U IETH CTAPIIIETO BO3PACTa);
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— bbIcTpas yroMiseMocCThb (B3pOCibIe U AETU CTApILEro BO3pacra);
— DOnu3oabl THIIOKETOTUYECKOM THIIOTIIMKEMUHN B aHAMHE3E.

2Kano0Onl 1 aHaMHE3 TaK)Ke OIMCAHBI B pasaciic «KKIMHUYECKasd KapTHUHa.

2.2 duzukajbHoe 00cae10BaAHHe

[Tpu ocMoTpe HE0OX0UMO 0OPAaTUThL BHUMAHUE HA OCHOBHBIC KIIMHUYECKUE TTPOSBICHUS
FAOD:
- COHIUBOCTB, BSUIOCTH;
— Onu30/1p1 HAPYIICHUS CO3HAHUS;
- Cynoporu;
- MpiieyHasi TAIOTOHUS;
- MeliieuHas ¢j1adoCTh;
- Bonu B MBIIIIIIax mpy NaJlbNaIUu;
— YBenuueHue pasmMepoB MeUeHH;
— Hapymenue cepneunoro putma;
— [Ipu3Haku cepeqYHON HETOCTATOYHOCTH.
[TonpoOHO nmaHHBIE (U3MKATBLHOTO OOCIIEOBAHMS OMHCAHBI B pa3felie «KIMHUYEeCcKas

KapTHUHAY.

2.3 JIaGopaTopHbIe THATHOCTHYECCKHE HCCAST0BAHUSA

OcHoBHBIE 7a0OpaTOpHBIE METOJBI TOATBEpXKIeHUs nuarHoza FAOD BkiIro4arOT
omnpeneyeHue anuiIKapHUTHHOB MeTonoM TMC, aHanu3 OpraHMYecKUX KHUCIOT MOYU U
MOJIEKYJIIPHO-TEHETUUECKUE HMCCIICIOBAaHUSI T€HOB, OTBETCTBEHHBIX 3a [3-OKHCIICHHE >XUPHBIX
KHCJIOT, MeTa0oNM3M U TPAHCIOPT KapHUTHHA. JlaHHBIE WHCCIeOBaHUS TIPOBOIATCS B
CHEIMAIM3UPOBAHHBIX TEHETHUECKUX JTa00PaTOPHSIX.

PexomengoBano liccrnenoBanue ypoBHsI CBOOOJHOTO KapHUTHHA U AlIUIKAPHUTUHOB B KPOBHU
BCEM IMAIMEHTaM C KIIMHUYECKUMHU CUMITTOMaMu, XapaktepasiMu i1t FAOD [1,105,144].

YpoBeHb yoeauTeJbHOCTH 10Ka3aTeIbCTB C (YpOBEeHb I0CTOBEPHOCTH PEKOMEHIAUH — 5).
KommenTapumu: /[nis xasxcooi uz ¢opm FAOD xapaxkmepen c6oui cnekmp ayuikapHumuHos,
npunodicenue 3.  Huszxuil yposenv c600600H020 KAPHUMUHA MAKIHCE MONCEM HADII00ambcs npu
paoe 3abonesanuil uz epynnot FAOD. Cnedyem ommemums, umo, eciu ypo8eHb C80000HO20
KApHUMUHA HU3KUL, NOGblUEHUEe CReYUDUUECKUX ayUIKapHUMUHO8 6yoem He BblpAdNCEeHHbIM U
9MO Modicem npusecmu K J0ICHOOMPpUYamenvHbim pezyiomamam anaiusa. llpu eviaenenuu

npouis  ayuikapHumuHos,  xapakmeproeo  oaa  IA2  Heobxodumo  nposooums
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ougppepenyuanvryo ouacHocmuxy c¢ oegexmamu memaboruzma pubograsuna (cm. Pazden
Knunuueckas kapmuna 3ab0ne6anus unyu cocmosHus).

Ilpasuna 3a6opa kposu na unvmp npusedena 6 npunodxceruu 1'4.

o PexoMeH10BaHO BCEeM MalMEHTaM C KIMHUYECKHMMH CHUMITOMAaMHU XapaKTEPHBIMU JIJIS
FAOD omnpenenenue copepKaHMsi OpPraHMYECKMX KHUCJIOT B MOY€ METOAOM Ta30BOM
xpomaTtorpauu Macc-CIEeKTPOMETpPUM [UIsl HCKIIIOUEHHUs Jpyrux 3a0olieBaHUN U3 Kiacca
HaCJIeJCTBEHHBIX OoJie3HEH oOMeHa BemecTB U nuarHoctuku ['A2 [6,13].

YpoBeHb yoeauTeabHOCTH A0Ka3aTeabcTB C (YPOBeHb 10CTOBEPHOCTH PeKOMEHIAluH — 5).
Kommenrapuu: B mouve y nayuenmos c¢ FAOD mocym nosvluamscs KoHyeHmpayuu
OUKapOOHOBLIX KUCIOM, AKMama, 21ymaposol KUCIOmbl N0 CPABHEHUN C peghepeHCHuIMU
3HaueHuAMU. B Oonvuwuncmee ciyuaes smu usmeneHus Hecneyuguunsl, 3a uckiroyeHuem 1'A2
(npunoowcernue 1'4).

o PexomeHq0BaHO BceM TMalMEHTaM TPU BBIIBICHHUM OHOXMMHUYECKUX H3MEHEHHIA,
cBUAETENbCTBYIOIMX B nonb3dy FAOD wuccienoBaHue COOTBETCTBYIOIIMX T'€HOB  JUIS
MOJITBEP>K/ICHUS AMArHO3a U MIPOBEICHUS MEIUKO-T€HETUYECKOT0 KOHCYJIbTUPOBAHUS ceMbU [9].
YpoBeHb yoenuTeJbHOCTH 10Ka3aTeabcTB C (YPOBEHBb 10CTOBEPHOCTH peKOMeHIauuu — 4).
KommenTapuii: Hogvle gapuanmuvl Heuzsecmunoz2o 3HaueHus, mpeoyrom @yHKYUOHATbHBIX
uccneodosanull, Hanpumep, Ha KyJibmype KOMCHbIX @uopobaacmos, umobsbl YCMaHO8UMD,
ABNAIOMCA TU OHU NPUYUHOU 3a00N1€8AHUSL.

. PexomengoBaHO BceM TaIlMEHTaM C KIMHUYECKUMHM W/ WM OHMOXUMHUYECKUMHU
npusHakaMu FAOD o0mwmii (KIMHUYEeCKUI) aHalu3 KpOBHU pa3BEpHYTHIM (reMorioOuH,
KOJIMYECTBO DJPUTPOIUTOB, IIBETOBOM MOKa3aTeNlb, KOJIWYECTBO JICHKOIIMTOB, TPOMOOIIMTOB,
neiikonuTapHas QGopMyla M CKOPOCTh OCEIaHUs JPUTPOILUTOB) Ui OIEHKH OCHOBHBIX
apaMeTpoB KPOBETBOPEHUS U HAIMYMSI BOCHIAIMTEIBHBIX MporeccoB [1, 2, 5].

YpoBeHb yoeauTeJbHOCTH 10Ka3aTeIbLCTB C (YPOBEHb I0CTOBEPHOCTH PEKOMEHIAUH — 5).
. PexoMeH10BaHO BCeM mMalMeHTaM C KIMHUYECKUMU W/WIH  OMOXUMUYECKUMU
npu3HakaMu FAOD mpoBeneHne aHanm3a KpOBHM OMOXMMHYECKOTO OOIIETEparneBTHUYECKOTO
(conmepkaHue TIIOKO3BI, 00IIero Oenka, 6enKoBbIX (pakuuii, anbOymMuH, C-peakTUBHOTO Oernka,
WCCJIEIOBaHNE YPOBHs 001iero OmwnnpyomHa B KpoBH, MccremoBanue ypoBHS CBOOOIHOTO H
CBS3aHHOTO OMIMpyOMHA B KPOBH, XOJIECTEPHHA, TPUIIIMIIEPUAOB, JHUIONPOTEUIOB HHU3KOH U
BBICOKOH TUIOTHOCTH (MCCIICIOBAaHKE YPOBHS JIUIIOMPOTECHHOB B KPOBH), MIEIOYHON (ocdarassl,
KpeaTMHWHA, MOYEBHHBI, MOUYEBOW KHCIOTHI, aMMOHUS, anaHuHamMuHOTpaHcdepasnl (AJIT),
acrapTaTaMHHOTpaHC(epasbl (ACT), raMMariiroTaMuITpaHcepasbl ITT),
kpeatuHochokunazpl  (KDK), HcciaemoBanwe  ypoBHS/aKTHBHOCTH  H30(EPMEHTOB

KpeaTUHKUHA3bl B KPOBH, JakTaraeruaporenasa (JIJI'), kampius obiiero u MOHU3UPOBAHHOTO,
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HaATpUsd, Kanus, HeopraHumdeckoro Qocdopa, xenesa, ¢peppuTuHa, MarHus, Xjaopa, MOJOYHOM
KHCJIOTBI), UHCYJIMHA, [T0Ka3aTeIeil KUCIOTHO-OCHOBHOIO paBHoBecus (lccinemnoBaHue ypoBHs
OydepHbIXx BemecTB B KpoBH, McciemoBanue ypoBHS BOAOPOAHBIX HOHOB (pH) kpoBwm),
WCCJIEIOBAHUE YPOBHS MOJIOYHOM KHCIOTHI B KPOBHU (JIJaKTaTa) C LEJIbI0 OLEHKU COCTOSIHHS
MEYEHHU, TIoYeK, OaraHca BaXHEHIINX HYTPUEHTOB MPH JUETOTEpanuu, KaiablreBo-pochopHoro
oOMeHa a Takke I OIICHKU pUCKa MeTaboandeckor aexkomrmencanuu [12, 132].

YpoBeHsb yoenuTeabHOCTH A0Ka3aTebCTB C (YpOBeHb 10CTOBEPHOCTH PEKOMEHAAIUH — S).
KommenTapuu: y nayuenmos ¢ FAOD u naubonee 3HAYUMO 8 nepuoo MemadoauyecKot
O0eKoMNneHcayuu nogbllaemcs ypo8eHb —MpPAaHcamunas, Kpeamunghocpokunasvl, Haba0o0aemcs
eUno2IuUKeMusi U Memaboauyeckull ayuoos. Ilepeuenb 0CHOBHBIX 1AOOPAMOPHLIX UCCIE008AHUL,
Komopbvie MO2ym NOMOYb 6 OKA3AHUU MEeOUYUHCKOU NOMOWU NPU COCMOAHUU OCMPOL

Memabonuieckou dekomneHcayuu, npusedensl 8 npunoxcenuu I 18.

o Pexomennyercss omnpeneneHue 1a0OpaTOpHBIX IoOKa3aTeNled (KMCIOTHO-IIETI0YHOTIO
cocrosHus kpoBu (MccnenoBanue ypoBHs OydepHbIX BelecTB B KpoBH, MccienoBanue ypoBHs
BOJIOPOJHBIX MOHOB (pH) KpoBH), HcceaoBaHNEe YPOBHS MOJIOYHOM KUCIIOTHI B KPOBU (JIaKTaTa),
[JII0K03a, JIEKTPOJUTHI (Kajauil, HATpUM, KalblLMi MOHU3WPOBAHHBIN, XJOp) B HEPUOA U NPU
MOJO3PEHNH Ha METa0OJMUYECKU KpHU3 MalUEeHTaM C KIMHUYECKUMM W/MIU OMOXMMUYECKUMU
npusHakaMu FAOD ¢ 1enbro OLEHKH COCTOSHUSL U CBOEBPEMEHHOM KOpPpEKIMH Tepanuu [12,
132].

YpoBeHb yoeauTeJbHOCTH 10Ka3aTeIbCTB C (YpOBEHDb 10CTOBEPHOCTH peKoMeHaanuu — 4).
. PexomenaoBaHo BceM MalMeHTaM C KIMHUYECKMMHM W/WIM  OMOXMMHYECKUMU
npusHakaMu FAOD o0muii (KIMHUYECKUid) aHaIW3 MOYH, OINpe/AeseHHUEe KETOHOBBIX Tel s
OIIEHKH COCTOSIHUSI MOYEBBIBOIAIIMX NyTel U novek [1, 2, 5].

YpoBeHsb yoenuTeabHOCTH A0Ka3aTeabCTB C (YpOBeHb 10CTOBEPHOCTH PEKOMEHIAIUH — S).
KomMeHTapuu: 6 cgia3u ¢ 6blCOKUM PUCKOM pa3eumus UHMEPKYPPEHMHbIX UH@eKyul y
nayuenmos ¢ FAOD pexomenoyemcs nposederue 0anH020 UCCIe008AHUS He pexce 5 pa3 8 200
o Pexomenayercst BceM MalMeHTaM C MATOJIOTMEH CEplIeYHO-COCYAUCTONM CHCTEMBbI
ucCleIoBaHusl ypOBHS N-TepMHHAJIBHOTO (parMeHTa HATpUHYpEeTHYECKOro MpOIenTuia
mo3roBoro  (NT-proBNP) B KpoBHM 11 CBOEBPEMEHHOW JMArHOCTHKH  CEpACYHOMN
HEIOCTATOYHOCTH, g hepeHIHaTBEHOI JAArHOCTUKHA c OJBILLIKOM, BBI3BAHHOMU
pECIUPATOPHBIMU HapYIIEHUSIMH, Ul PEIIEHHs BOIIPOCOB O CTapTe/KOPPEKLUU KapAUOTPOITHON
teparmuu [11, 133].

YpoBeHsb yoenuTeabHOCTH A0Ka3aTeabcTB C (YpOBeHb 10CTOBEPHOCTH peKOMeHAanun — 4).
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24 HNHCTpYMeHTAJIbHbIE TMATHOCTHYECKHE HCCIETOBAHNSA

o PexomeHg0BaHO BCeM TMalMEHTaM C KIMHUYECKUMU W/WIK OUOXMMHUYECKUMU
npuzHakamu FAOD nposegenne OKI' u OxoKI' 1151 OLEHKH COCTOSHMS cepAla, P HAIUYUU
HapyIIEHUU PUTMA U TIPOBOJUMOCTH MPOBEICHUE X0JITepoBCKOoro MonutopupoBanus DKI [11,
97,109, 129].

YpoBeHb yoeaquTeJbHOCTH 10Ka3aTeJIbeTB C (YPOBEeHBb I0CTOBEPHOCTH peKoMeHaanuu — 4).
KommenTapuu: pecynsipnoe nposedenue IOKI, Oxo-KI, Heobxooumo nayuenmam OaHHOU
namonozauel, MaxK KAk C pAHHe20 B603paAcma Yy HUX OMMEeUAomcs CepoeyHo-cocyoucmuole
HAapyuweHusl.

B coomsemcmeuu ¢ Ilpuxazom Munzopasa Poccuu 13 okmsabpsa 2017 2 Ne 804u om «O6
ymeeparcoeHuu HOMEHKIamypbl MEOUYUHCKUX yemyen: MOHUmMOPUpOBaHUe
aneKkmpoxapouocpaguieckux 0anHvix, Xoameposckoe MOHUMOPUPOBAHUE CEPOeYHO20 PUMMA,
pacuu@poska, onucanue u UHMepnpemayiusi IAeKmpoKapouoecpapuiecKux OaHHbIx,

Pecucmpayus snekmpoxapouocpammboi.

e PexoMeH/I0BAaHO BCEM TalMEeHTaM C KIWHUYECKUMH W/HWIW  OHOXMMHYECKUMU
npusHakamMu FAOD ynbeTpasBykoBoro uccrnenoanus (Y3UW) opraHoB OproiHOM MOI0CTH
U TIOYEK JIJISi MCKJIOUEHUS/TIOITBEPKACHUS MATOJOTUM TIeueHu | modek [9, 12, 13, 15,
145].
YpoBeHb yoenuTeJbHOCTH 10Ka3aTebcTB C (YPOBEHb 10CTOBEPHOCTH PEKOMEHIaluu — 5).
. PexomennoBano BCEM IMAalMEHTaM C KIMHUYECKUMU W/UIU OHMOXUMHUYECKUMHU
npuszHakamMu FAOD npoBeneHne UCCIEeI0BaHUsI COCTOSIHUS TJIA3HOTO JTHA C IIEJIbIO BBISIBICHUS
MMUTMEHTHOM JAereHepanuu ceryatku [1, 2, 5].

YpoBeHb yoeauTeJbHOCTH 10Ka3aTebCTB C (YpOBeHb I0CTOBEPHOCTH PEKOMEHIAUH — 5).

2.5 UHuble TMarHocTHYECKHE HCCJIeT0BAHUSA

KoHcynbTanuu cnenuaaicToB MOTYT OKa3bIBaThCs MAllMEHTaM Ha Pa3HBIX ATalax OKa3aHMs
MEAUIIMHCKOW TTOMOIIH, B TOM YHCIIe B IEPUO TUATHOCTHKH 3a00JIEBaHUS.

° PexomMeHnaywTesl Mpu TMOCTAHOBKE JAMAarHo3a TNAalMeHTaM C KIWHUYECKUMH W/WIN
onoxuMuuecknumu mnpuzHakaMu FAOD mpumeHATh MyJIbTHIUCIMIUIMHAPHBIA TMOJXOJ B BHIY
TOTO, YTO 3a00JIEBaHHSI XapaKTEPU3YIOTCS MOPaKEHUEM MHOTHUX OPraHOB M CHCTEM, TpeOyeT
KOMIUIEKCHOW Tepamuu, 4YTO JUKTYeT HEOOXOAMMOCTh COBMECTHOTO BEIEHHUS MalMeHTa
crienuanucTaMu pasHbix nmpodueit [12, 13, 15, 145].

YpoBennb yoeaureabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — S)
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KomMeHTapumu: noxazanvl nepsuyHvle KOHCYIbMAyuu U NOBMOPHblE KOHCYIbMAYUU 6paia-
eeHemuxKa, epava-ogpmanvmonoza, 8paya-xHegpooza, 8paua-ouemoinoea, epaua-
2acmposHmepoio2a, 6paia-aHO0KpUHOI02a, 6PaAiaA-Kapouoaio2a, epaia-oemcko20 Kapouonoad,
épaua-Hegponoza, epaua-neouampa/spada-mepanesma/spava odwel Npakmuku (cemeriHozo
epaua), a makace spavell opyeux cneyuairvrocmei nayuenmam ¢ FAOD, umerowum napywenus

@yHKYULL COOMBEMCMBYIOUWUX OP2AHO8 U CUCTNEM.

3. JleyeHnue, BKJIKOYAS MeIUKAMEHTO3HYI0 M HEMEIUKAMEHTO3HYIO Tepanumn,
AHEeTOoTEepPanuIo, 00e300/J1UBaHNe, MeAUINHCKUE TTOKA3AHUS U

NMPOTHBOINIOKA3aHUA K IPUMCHCHUIO METOA0B JICUCHUA

3.1 O01mMe peKOMEeHIAIMHY 10 JueToTepaniuu nanueuTosB ¢ FAOD

Crparerus nedenus nauneHToB ¢ FAOD HOCUT KOMIUIEKCHBIM XapakTep, B €r0 OCHOBE
JIEKUT KOPPEKLUs METa0OIMUECKUX HApYLIEHUH MOCPEICTBOM JAMEThI, KOTOPas 3aKJII0YaeTcs B
CHI)KEHUU NOTPEOJIEHUS! MUILEBbIX XUPOB B KAa4ECTBE PE3EPBHOM COCTABISIOLIEH TKaHEBOU
OMOPHEPreTUKN, MUHUMHU3AlUU KaTaboJu3Ma KUPHBIX KUCJIOT U YMEHBIIEHUU UX 3HAYUMOCTH
JUIs. BOCIIOJIHEHHUSI SHEPro3aTpar KIETKU ¢ obecrieueHneM HOpMallbHbIX MPOLECCOB aHA00IMU3Ma,
pocTa M HYTPUTHUBHOTO cTaTyca. [JaBHas 3ajadya JAMETOTEpamuM — 3TO MNPOQHIAKTHUKA
TOJIOJIaHUs, MPENyNpeXJCHUE TUIOTIMKEMUU W MHUHUMAIbHO JIOMMYCTUMOE CHMXKEHUE
MOCTYIUIEHUS C MUILEH NaTOreHEeTUYECKU 3HAUMMBbIX KUPHBIX KHCIOT U UX UCTOYHUKOB.

IlocTtynuieHne JOCTaTOUYHOM PHEPIHH 34 CUET YIJTIEBOAOB SABJIAETCS KIFOUEBHIM MOMEHTOM
B auerorepanun FAOD. Ilpouecc anaGonn3ma NOJaBisSe€T OKUCIEHUE JKUPHBIX KHUCIOT U
CHI)KA€T YPOBEHb LUPKYIUPYIONINX allMJIKAPHUTHHOB. PacueT KalopuiHOCTH MUTaHUS JOJKEH
oOecrieunBaTh a/IeKBaTHOE MOCTYIJIEHUE YHEPTUH, IPENATCTBYS KaTaboIu3My, U B TO K€ BpPEeMs
HE MPHUBOAMTH K IMEPEeKapMIIMBAaHUIO M K Marojoruueckoil mpubaBke Beca. Ilo pesymbraram
IPOBEIEHHBIX HccienoBaHui y manneHToB ¢ FAOD Obuin oTMeueHb! cleayromue 0co0eHHOCTH
MeTtabonusma [81]:

- OoJiee HU3KHE SHEPro3aTPaThI;

- IPEUMYIIECTBEHHOE OKHUCIIEHUE YIIIEBOAOB JUIS ITOJIY4E€HHUS SHEPTUH;

- HU3Kas MBIIIEYHast Macca Teja U OoJbIIas )KHUpOBas Macca Tela.

° Pexomennyercsi u3zberatb IMTENBHOTO TOJIOAAaHUS BceM manueHtam ¢ FAOD pns
NPEOTBPALICHNUS Pa3BUTHA MeTaboIMuecKuX Kpu3os [11-14, 145].

YpoBeHb yoequTeJbHOCTH 10Ka3aTeIbCTB C (YpOBeHb I0CTOBEPHOCTH PEKOMEHIAUH — 5).
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KommenTapuii: ¢ npunosicenuu I'5 cymmuposanvl pekomenoayuu no npoooicumenrbHoCmu
nepuoodos 2onodanusi 6 coomeemcmeuu ¢ ospacmom. — OOHAKO YKA3aHHbIE 3HAYEHUS
NpUMEHUMbl K  300pO6bIM  OemsaM U CMAOUIbHBIM — COCMOAHUAM, K020 6 YCI0GUSX
HOPMOKANOPULUHO20 ~NUMAaHus OHe8Hble 3aNacbl 2IUKO2eHd UCHONb3YIOMCS 6 Nepuoo
NPOOONIAHCUMENLHO20 HOYHO20 20]100aHUsl Ol NPOOYKyuu 2nokosvl. Heobxooumo yuumwvieams
UHOUBUOYANIbHBIE 0COOEHHOCMU peDeHKa, OJisi HEKOMOPbIX NAYUeHMO08 MpeOVIOmcs MeHbulue
UHMEPBANbL MEAHCOY NPUEMAMU RUWU OJIsL COXPAHEHUsL CMAOUTbHO20 COCMOSHUAL.

Hauunas ¢ 8—12 mecayes, ¢ yenvto npedomspawjeHuss KAmaooausma 8 HOUHOU Nepuoo, MONCHO
oasamv nepeo CHoM KyKypy3Hwlu Kpaxman (1 e/ ke /Oemvb (pazeedenue kpaxmana 6 0emcKoul
cmecu unu 6 6oode 1:2), npu pesucmpayuu 2UNO2IUKEMUU 6 HOUHbIE YACbL BO3MONCHO
OJononHumenvHoe 68edeHue Kpaxmaia 6 mou e 003e) 07 obecneueHus NOCMYNJIeHUs
A0eK8amHOU SHepeUuU 6 meyeHue HOYU, OAHHAS MAKMUKA O0ObIYHO UCHONb3YEemCs MONbKO Y
NayueHmos ¢ mANcenIblM meyeHuem 3a0071e6aHus, CKIOHHbIX K unoziukemuu. B npunoscenuu I'6
npugedeHvl cCpeOHeCymouHble HOPMbL PUUOLOSULEeCKUX NompebHocmell 8 dHepauu 0Jist Oemell.

o PexomengoBaHo HaszHaueHHWe [ueToTepanuu BceM mnamueHtam ¢ FAOD (kpome
MCADD, SCADD, cucteMHO! HEIOCTaTOYHOCTH KAPHUTHHA) IOCJIE YCTAHOBIICHUS] TOYHOTO
JMarHo3a C IeJIbI0 CHIDKCHHUS PUCKOB BO3HUKHOBEHUS METa0OJWYecKOoW aexommeHncanuu [11-
14].

YpoBeHb yoenuTebHOCTH 10Kka3aTeIbeTB C (YPOBEHB 10CTOBEPHOCTH peKoMeHIaluu — 4).
KommenTapuu: 6 3asucumocmu om @opmsl 3a0071€6aHUsS PEKOMEHOVIOMCS pPA3HbIE CXeMbl
nevenus. B npunoswcenuu I'7 npusedenvl 0cHO8HblE peKOMEHOAYUU NO COOMHOUEHUIO HCUPOS U

Veneo008 6 oueme.

3.1.1 Jleyenue nanuenToB ¢ FAOD B nepuoj HHTEPKYPPEHTHBIX HHAEKIUIH

VY mnarnmentoB ¢ FAOD smu3011b1 MeTabOIMYECKON TEKOMIIEHCAIIMH MOTYT HaOJI01aThCst
MIPU UHTEPKYPPEHTHBIX 3a00I€BaHUAX, TACTPOIHTEPHUTE.
. PexoMeHnayercsi moep>KMBaTh BBICOKOE IMOTPEOJEHHE YTIIEBOJIOB BO BpEMs JIFOOOTO
MeTabonuyeckoro crpecca BceM mnamueHtaM ¢ FAOD jans mpenoTBpallieHUs pa3BUTHS
MeTabommnueckoro kpusa [110].
YpoBensb yoeaureabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — S)
Kommenrtapuu: nanumku c 20-25% pacmeopom Oexcmposvl unu KyKypY3HO20 Kpaxmaid
(KyKYpY3Hblll Kpaxman - nayueHmam cmapuie 8 mecayes HcusHu 6 pazosou 0oze 1 e/ke) ciedyem
HAYUHAMb NPU NEPEbIX NPUSHAKAX 3a00]1e6aHUs, 4 3ameM PABHOMEPHO PACNpedeismb 8 medeHue
cymok. [[nsa mex nayueHmos, y KOMOPbIX YCMAHOBIEH 30HO NPOBOOUMCS HENpepbi6HOe

IHmMepajlbHoe numaHue uiu I’lOBI’)’lOprlﬁ boI0C NUMAMenbHo20 pacmeopa, yace ucnojib3yemozco
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HOUbI0, MOJICem Oblmb NPEONoNCEeH 8 meyeHue 6ce20 OHs. B ciyuasx kiunuyecko2o yxyoueHus ¢
OmMKAa30M Om eobl, PEOMOU, HeobdX00UMa 20CNUMAIU3AYUs Ol NPOBeOeHUs UHQOYZUOHHOU

mepanuu ([Ipunoscenue I' 9).

3.1.2 Pexomenganuu mo JedyeHuo nanueHtos ¢ FAOD B nepuoa Meragoinyeckoi

ACKOMIICHCAIIM N

V¥ Bcex maumeHToB ¢ FAOD, He3aBUCHMMO OT HalM4Msl WIM OTCYTCTBUSl KIMHHUYECKUX
CHUMIITOMOB, KaTa0OJMYECKUE COCTOSIHHS TpPeOYIOT MPUMEHEHHUS pEeXUMa HEOTIONKHON
CHUTYAIHH.

CocTossHHEe MeTabOJIMYECKOro Kpu3a SBISETCA IOKAa3aHWEM JUIsl TOCHMUTAIU3aluud U
NPOBE/ICHUS] HHTEHCHBHOM, B TOM YKCJIe WHPY3HMOHHON Teparuu, KOTopasi JODKHA HAYMHATHCS
He3aMeUTMTENbHO. TaKTHKa JieYeHus JeTeld B TEepPHOJ] KpH3a BKIOYACT JOIMOJHUTEIHHOE
BBEJICHUE JEKCTPO3BI** ISl JHEPreTHYeCKOW IMOMNCPKKH W YMCHBIICHUS HWHTCHCUBHOCTH
IpOIIECCOB KaTaboJM3Ma, KOPPEKIIMI0 META0OINYECKOTO alu/103a, THIEPAMMOHUEMHH U BOJTHO-
AJIEKTPOJMTHBIX HAPYIICHUH, KOPPEKIUIO IUCTOTEPATTHH.

YcTpaHeHue — TUNOTTIUKEMHHM W DHEPreTUYECKOM  HEJOCTaTOYHOCTH  HMMeEET
MEPBOCTENIEHHOE 3HAYEHUE JUIsl COXPaHEHUS )KU3HU U 3/10poBbs nanueHToB ¢ FAOD.

o PexoMenayercss BHYTpUBEHHOE BBEJECHHE pacTBOpa JEKCTPO3BI™* 1M0J KOHTpOJIEM ee
ypoBHs B KpoBH nanuentaM ¢ FAOD npu passutuu merabonuyeckoro kpusa [5, 12,52, 130,
150].

YpoBeHb yoenuTeJbHOCTH 10ka3aTeIbeTB C (YPOBEHb 10CTOBEPHOCTH peKoMeHIauu — 4).

Kommenrapun: Buympugennoe 6sedenue pacmeopa Oekcmpo3wvl®** u3 pacuema:
HOB0poCcOeHHble u Oemu 00 3-x iem 10-12 me/ke/mun, om 3 0o 10 nem 8-10 me/ke/mun, cmapuie
10 nem 5-8 me/ke/mun. Ilpu crudicenue enokosvl Hudxce 2,5 MMOIb/1 8 Kposu HeoOX00UMO
sHympueentnoe cmpyuinoe 8gederue 10%-25% oexcmposvi™* u3z pacuema 2-3 ma/ke, danee
nepexoosm Ha 6HympuseeHHoe KaneivHoe ggedenue 10% Oexcmposvl** co cxopocmvio 7 - 9
Me/Ke/MUH 00 HOPMAIU3AYUU YPOBHsL 2NI0K03bl 8 Kposu.) Hasnauenue oexcmposvl** ne moavko
B0CNONIHsEM MKAHEBOU dHepeemuyecKutl oepuyum, HO U NOOAGAAEN JIUNOAU3 U CHUdNCAEm
APOOYKYUIO MOKCUUHBIX 0EPUBAM OB HCUPHBIX KUCTIOM.

Heomnooicnyto enympusennyio mepanuio ciedyem HAYUHAMb KAK MOMICHO paHbuie npu
bonee madxdCeNblX COCMOSHUAX, C B6bICOKOU MeMNnepamypoll, NoSMopsaowencs peomou uiu
MAACENLIM 2ACTPOIHMEPUMOM.

Pacmeopur ona enympusennvix ungysuii, codepacawue 10% oexcmposy™* (unu 6onee)

cedyem UCnoab308amb 0adce NPU HOPMAILHOM YPOGHe 2110K03bl 6 Kposu. Ilayuenmor ¢ FAOD
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NOJIHOCMbBIO 3A6UCSI OM 2TIOKO3bL OJI1 CB0UX DHEPeeMmUYecKux nompeOHocmell u ee 3anac
Modxcem Ovicmpo ucmowamscsa. Eciu 'y nayuenma pazeusaemcs 3HAYUMENbHASL 2UNEPRIUKEMUSL
(Hanpumep, ypo8eHs 20K03bl 8 Kposu Ooavute 250 me/0n) ¢ enoko3ypueri U UMeromcs NPU3HAaKu
Memabonuueckol 0eKOMNeHcayu, mo ciedyem paccMompems 603MONCHOCb HAYALA UHGDY3UU
#uncynuna (UHCYIUH pacmBOpUMbLL (Heslo8edecKUll 2eHHO-UHMCeHepHbLI) **) emecmo cHudcenus
ckopocmu  uH@ysuu oexcmposwvl™*, cnocoocmsys anabonruveckomy cocmosanuro. Hauanvuas
0o3a ona un@ysuu uncyruna cocmaeisem 0,01 ME/xe/mun. Yposenv umncynuna cinedyem
MUmposams, 4Umoowl NOOOEPAHCUBAMb YPOBEHb 2H0K03bL 8 Kposu medxcoy 100 u 150 me/on [153].
Cnedyem ommemums, umo uH@y3us 0Oonee KOHYESHMPUPOBAHHOZO  PACMBOPA
dexcmposvl** (15-25%) npu bonee HU3KOU CKOpocmu UH@Y3UU ROCPEOCMBOM YEHMPATbHO2O0
Kamemepa Modicem nompebdosamvcsi npu HedoCmamoyHou cepoeunol ynxyuu. Kpome moeo,
cnedyem coba00ams 0CMOPOICHOCb NPU NPEKPAUEHUU HYMPUBEHHOU UHDY3ULU - HEOOXOOUMO
MEONEHHO CHUIICAMb CKOPOCMb, YMOoObl U30encams COCMOSHUSA PeAKMUBHOU UNO2TIUKEMUU.
o Pexomenayercst KOppeKIMs MeTa0OJIMUYECKOro anuao3a (mpu ypoBHE OWKapOOHATOB
CBIBOPOTKH KpoBH <16 MOkB/1) mauuentam ¢ FAOD npu pazButuu MeTaboIndeckoro kpusa |5,
12, 52].
YpoBenb yoeauteJabHOCTH dokazamenscme C (yposenv 0ocmosepnocmu pexomenoayuu — 4).
Kommenmapuu: coenacno KiuHu4ecKUM peKomMeHoayusm no UHMeHCUsHoU mepanuu oegpuyum
OUKapOOHAMO8 Kynupyemcs. nymem GHYMPUBEHHO20 68e0CHUsL WEeTOYHbIX PACMBEOPOs. HATPUS
ruapokapOoHar™**. Hampus euopoxapbonam** npumensemcs 6 euoe 8,4% u 4,2% pacmeopa
ons yooocmea nepepacuema Ha mmoab NaHCO. Ezco 0o3zuposka (Mmonv) onpeoensemcsi no
gopmyne: (-BE) X macca mena (ke) X 0,3. Takowce nayuenmam modxcem OblMb HAZHAYEHO
wenounoe numoe — pacmeop coovl u3 paciema 1/2-1 uaunas noxcxka na 200 ma 600bl, wenounvle
MUHepanvHvle 800bl.
B 3asucumocmu om mssicecmu cocmosinus kadxcovle 6-12 yacoe Konmpoaupogams nokazamenu
KUCTIOMHO-0CHOBHO20 COCMOAHUS KPOBU, YPOBHSA HAMPUs U Kaaus 8 Kposu nayuenmam ¢ FAOD
npu passumuu memabdonuveckoeo kpuza [5,12,13,14].
. PexoMenyercst KOppPEKIUs BOAHO-3JIEKTPOIMTHBIX HApyIleHHH nanueHtam ¢ FAOD
IpU pa3BUTHHU MeTabonnyeckoro kpusa [5,12, 145].
YpoBeHb yoeaquTeJbHOCTH 10Ka3aTeILCTB C (YpOBEeHb I0CTOBEPHOCTH PEKOMEHIAUH — 5).
KOMMEHTapHH: 1pu COXPaHAIOWeUcs 2uno2uopamayuu npoeoouUmcs. nymem 6HympueeHHo20
6sedenuss Hampus xaopuoa** 0,9%). Oonaxo HeoOX00uMo umemsv 6 GUOY, UMO 2NAGHLIM
Meponpusmuem 6 KOMNWIeKCe UHMEHCUBHOU Mmepanuu sAe1Aemcs 668edeHue pacmeopos

()ekcmp03bz U WeN04YHbIX pacmeopos.
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PexoMeH10BaHO: Ha3HaueHWe HaTpusi OceH30ata (OMOJOTHYECKH AaKTHUBHAs J00aBKa) IpHU
ypoBHE amMMmuaka B KpoBu Bbime 200 Mkmonw/n mamuentam ¢ FAOD  npu pasButuu
MeTabommueckoro kpusa [152, 154].

YpoBeHnsb yoeauTeabHOCTH J0Ka3aTebcTB C (YPOBeHb 10CTOBEPHOCTH PEKOMEHAAIUM — S).
KommenTapuu: Hampus oOenzoam (6uonoeuuecku axmueHasi 000a6Ka) HA3ZHAYAEMCs U3
pacyema om 250 me\ke \8& cymxu. (maxcumanvHo 0o 500me/ke/cym, eciu macca mena
npesviwiaem 20 ke 0o 5,52/m2/cym)

Konmponv yposns ammuaka onondxicen nposooumuvcs kadicovie 6-12 uacos. Ocywecmensom
0053amenbHbIIL KOHMPOJIb YPOGHS HAMPUS U Kalusl 8 Kposu He pedxce Ipasa 6 2 uaca.

Coenacrno MedHcOYHAPOOHbIM PEKOMEHOAUUAM NO JNe4eHUI0 UNepamMMOHUeMUU NOKA3aHo
BHYMPUBEHHOE 868€0eHUe NPEeNnapamos, CEA3bl8aOWUX AMMUAK, 0OHAKO 8 Hacmosaujee 8pems Ha
meppumopuu  Poccutickoti ~ @edepayuu  OaHHble  JleKAPCMBEHHble  CPeocmed  He
3apecucmpuposansl. [loomomy 6ce npenapamsi, ceA3blGANOWUE AMMUAK,  AGNAIOMCA
npenapamamu off-label unu ne 3apecucmpuposanvl u mpebyrom ogopmieHus 6pavedHOl
KOMUCCUU U CO2NACUSL pOOUMeNell/3aKOHHbIX npedcmasumenell u nayuenma c 15 nem. Ilpuem
OaHHbBIX NPEnapamos npu UNepamMmoHUeMuy HeooXo0UM No HCUSHEHHLIM NOKA3AHUAM

. PexomMenayercsi KOppeKiys IUETUYECKHX MeponpusTuii Bcem narueHtam ¢ FAOD B
Mepuo METabOINIECKOT0 KpU3a C IeNIbI0 KOMITEHCAIUH TaHHOTO cocTosHus [1, 105].

YpoBeHb yoenuTebHOCTH 10Ka3aTebcTB C (YPOBEHb 10CTOBEPHOCTH PeKOMeHIaluu — 5).
KommenTtapuu: I[lpu VLCAD, LCHAD ouemuueckue oepanuuenus npu Kpusze. HOIHOCHbIO
UCKTIOYUMb nompeo.ieHue HCupos Ha nepuod ocmpozoa kpusa (Ha 24-48 uacos), danee 6600ums
MUHUMATBHOE KOIUYECTBO CPEOHEYENOUSUHBIX JICUPOE NPU COXPAHEHUU 6bLCOKOU KALOPUUHOCTIUL
(ne menee 100—115 kkan/ke) payuona 6 OCHOBHOM 3a cuem y2n1e80008; u3zbe2amsv 20J100aHUS,
K020a NpeKkpawjaromcs UH@y3uu.

o Pexomenayercsi WCIONB30BaTh MPHEMIIEMBI SHTEPaIbHBIA CHOCOO KOPMIICHUS IS
naruenta ¢ FAOD s npenoTBpaiiieHus pa3BUTHA KaTaboindeckux coctosHui [ 1, 105].
YpoBeHb yoenuTeJbHOCTH 10Ka3aTebCTB C (YpOBeHb I0CTOBEPHOCTH PEKOMEHIAUH — 5).
KomMmenTapuu: camocmosamenvro uepes pom, uepe3 30H0 Ul 2aCMPOCHOMY.

Kopmnenue uepes nazocacmpanvuvili 30HO 8 pamMKax OO0N20CPOYHOU Mepanuu, 6 UYeiom,
HeXCenNamenbHo, HO pPEeKOMEHOYemcs 6 YCI08UAX 3a00Ne6anus HA HAYATbHOM dmane
Memaboniuveckoeo HapyweHus. B noseceonesnoii npaxmuxe HazHauenue Oexcmposzvl™* unu
KVKYPY3HO20 Kpaxmaia wuepe3 pom He mpeOyemcs, a NpUMeHSAemcs MOAbKO Npu yepose
B03HUKHOBEHUS UL 80 BPEMS MEMAOOIUYECKO20 KPU3d.

. B cnygae HeoOxomumocTu BBemeHus onuHeppuHa** Bcem mamumentam ¢ FAOD

PEKOMEHI0BAHO €ro BBeneHue BMecte ¢ /0% pacmeopom dexcmposzwr** [97, 151].
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YpoBeHns yoeauTeabHOCTH A0Ka3aTeabcTB C (YpOBeHb 10CTOBEPHOCTH PeKOMEHIaluu — 5).
Kommentapum: Dnuneppun™* moorcem cmumynuposams aunonus, nodsmomy npu HA3HAYEHUU
amum oemsm ciedyem 000a8ams 0ekcmposy **

Meostcoynapoonvie Kiunuueckue peKomMeHoayuu no Jj1e4eHuro papadomanst moJibKo
ona omoenvhvix popm FAOD — Oeghekmax cpeoneuenoueunoit 0ecuopoeHazvl HCUPHbLIX
KUCTIOM U OTUHHOUENOYEeYHOU 0e2udpo2enasvl Heupuvlx kucaiom. /Ana opyzux ¢popm FAOD
PeKomenoayuu no oOuemomepanuu Moym paziuvamvca 6 pasnvlx cmpanax. Huorce
NpUBOOAMCA OCHOBHBIE PEKOMEHOAUUU, KOMOpPble N0 MHEHUI) padoyell Zpynnovl AGAAIOMCA

Hauboee noIHbIMU.

3.2 PexoMeHJanuM 0 Tepanuu oraeabHbix popm FAOD

B 3aBucumocTH OT TEpBUYHOTO METAOOMMYECKOTO Je(eKTa MOAXOAbl K TEpamud MOTYT

CYLICCTBCHHO PAa3JINYAaThCA WM UMETb MUHOPHBIC pa3JInvuuA.

3.2.1 PexoMeHIALNH 110 JJEYECHUI0 CHCTEMHOI HEIOCTATOYHOCTH KAPDHUTHHA

o He pexomengoBaHo Ha3HAUYEHUE CIEIMATBHON AUETOTEPANIUU MALIUEHTAM C CUCTEMHOMN
HEJOCTaTOYHOCTBIO KAapHUTHHA, IIOCKOJIBKY BEAYIIMM NaTOIE€HETHYECKUM MEXaHU3MOM
pa3BUTHs 3a00JIeBaHUS SBIsACTC NeDUITUT KapHUTHHA [82].

YpoBeHns yoeauTeabHOCTH A0Ka3aTeabeTB C (YpOBeHb 10CTOBEPHOCTH PeKOMEHAAIUM — S).
KomMeHTapuu: gocnonmnenue KapHUmuHa s67151emcs OCHOBHbIM MemOOOM JleYeHUss OaHHOU
namonoeuu. Taxoce nayuenmam ciedyem uzbezamsv nepepvléos 8 npueme nuwu (cm. obujue
pexomendayuu a1 FAOD u Ilpunosicenue 1'4).

. PexomenoBaHo HazHaueHue #ineBokapHUTHHa B Jo3e 50400 mr/kr/cyTku, Bcem
NalUeHTaM ¢ HOATBEPKICHHONW NEPBUYHOM HEJOCTATOYHOCTHIO KAPHUTHHA C ENIbI0 CHIDKEHUE
pHUCKa BO3HUKHOBEHHS TUITOTJIMKEMHUYECKUX AMU3040B [54, 82, 155].

YpoBeHb yoenuTebHOCTH 10Ka3aTebcTB C (YPOBEHB 10CTOBEPHOCTH PEeKOMEHIaluu — 5).
KommenTtapuu: #/legokaprumun nasuavaiom 6 0oze 50—400 me / ke / cymku, pazoenieHHou Ha
mpu npuema. Tounas 0o3a #1e60KAPHUMUHA  O0NINHCHA ObIMb  CKOPPEKMUPOBAHA 8
3asucumocmu om ypoeHs KapHumuHa 6 niazme. Konyenmpayuro kKapHumuna ciedyem usmepsimo
KaK MuHumym uepes 4 u nocie nocinedHezo npuema npenapama. Konyemmpayus c6o600noco
KAPHUMUHA ) NAYUEHMO8 C NEPEUUHbIM O0eUYUMOM KAPHUMUHA COXPAHAEMCI HUMCE HOPMbL
Oasxce npu ezo npumenenuu [14]. He cywecmeyem ycmaHno81eHHO20 «MeEPANesmMuiecKo2o
VPOBH3L, KOMOpo2o ciedyem 00CMUSHYMb U Ad0eK8AMHOL CHUMAemcs KOHYeHmpayus c60600H020
kapuumuna > 20 mxM. Yposenv xapuumuna 6 niasme 6bicmpo nadaem nocie npekpaujeHus:

mepanuu #HQGOKapHumuHOM u zamem npoucxodum ucmoujerHue eco zanaca 6 NnKAaAHAX. Omo
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00vsCHAem, NOYeMy NAYUeHmbl ¢ NePEUYHBIM 0ePUYUMOM KAPHUMUHA, KOMOPble NPONYCKAOM
npuem npenapama, 0Cmaromcs 0ecCUMNMOMHBIMU HECKOIbKO Mecayes, 4mo MOXicem npusecmu
K MOMY, YMO OHU NPEKPauarom npuem #1e60KapHumuHa. Imu nayueHmol N008epearomcs PUcKy
BHE3ANHOU CMepPMU U3-3d OCMAHOBKU cepOedHoll desmenbHocmu. Ouenb 8aiCHO NPOOOIICANb
mepanuio  exiceOHesHo, UYmoobbl U30exHCamov MANCENbIX HAPYUIEHUL CO CMOPOHbL  Ccepoyd.
Jnumenvnas mepanus #J/1e6OKapHUMUHOM NOIHOCMbIO KYRUpYem KIUHUYeCKUe NpOosasieHUs
3aboneeanus ¢ Hopmanuzayuel pazmepos cepoya u IKI' 6 meuenue mecaya ¢ 60ccmanosnienuem
MbIUWEYHO20 MOHYCA, XOMs MKAaHesble (68 MbIUEYHOU MKAHU) KOHYEHMpAayuu KapHUmuHa
ocmaromes ouenv HUskumu (<10 % om N) 6 meuenue OnumenbHo20 8pemeHu.

Ilpuem #JlegokapHumunom 6 6bICOKUX 003AX MOJCEMm 6bl3bl6AMb YCULEHUe MOMOPUKU
HCENYOOUHO-KUUEUHO20 MPAKmMa, ouapero, U 6bipabomKy MpUMemuidMund, 4mo AeIsAemcs
NPUYUHOU «PBIOHO20 3anaxa» om Mouu u mend. YmeHvuieHue 003bl KAPHUMUHA MOJHCEm
YMeHbuwums 9mu nodounvie d¢hgexmol. Eciu Henpusmmuwlll 3anax cOXpamsiemcsi, 603MONCHO
HA3HAYeHUue Kypca nepopanvhoco npuema #wmemponuoazona™* ¢ doze 10 me / ke / cymku 6

meuenue 7—10 oneu [82, 83, 155, 156].

3.2.2 PekOMEHIAIMH 110 JIeYEeHHIO Je(UINTA KADHUTHH-ANJIKAPHUTHH TPAHCJI0KA3bI

KnuHnueckue pekoMeHaluy, OCHOBaHHbIE HA JOCTATOYHOM YPOBHE JI0Ka3aTeNbHOCTH U
yOeaUTeNbHOCTH, AJIS JIGYEHUS U MOHUTOPHMHIA 3TOTO KOHKPETHOro 3a00JieBaHHs B MHUpE HE
pa3paboTanbl. Bpu OIMyOIMKOBAaHBI TOJNBKO PEKOMEHAIMN, OCHOBAHHBIC HAa OMBITE SKCIIEPTOB
0 KIMHUYECKOMY U OMOXMMHYECKOMY MOHHTOpWHTY mamueHToB ¢ FAOD. Her emunoro
MHEHHS OTHOCHUTEJIBHO MCIOJIb30BAHHUS JIEBOKAPHUTHHA IpU 3TOM popme Oone3nu. Hekoropsie
aBTOPBI HE PEKOMEHIYIOT 3TOr0, MOCKOJIbKY HAKOIUIEHUE JTUHHOLIETIOYEUHbBIX allMIKApHUTHHOB
MOYET OBITh TOKCHYHBIM JUIs cepiedHoro putMa [84]. Tem He MeHee, ApYTHe aBTOPHI CYUTAIOT
1enecoo0pa3HpIM  MPUMEHSATh €r0 MPH AMH307aX MeTabOIMYecKOH JIeKOMITEHCANUH, IS
BOCCTAHOBJIEHMSI MUTOXOHAPUAIBHOIO IyJia Ko3H3uMa A [66, 85-89].

° Pexomenayercsi mamueHtaM ¢ ycTtaHoBieHHbIM guarHo3om CACT coOmoaeHue
HU3KOXKUPOBOM JMeThl (MOTpebiieHre XKUPOB JODKHO cocTaBiATh 30% Wi MeHee OT oOuieit
kanopuiiHoctu, 20% wu3 Hux - MCT c¢ Hu3kum coaepxkanuem Cl10 u 10% LCT
(JUTHHHOIIETIOYEYHBIC TPUTIIUIICPHIBI) JIJISl IPEIOTBPAIICHHS Pa3BUTHS METa0OIMUECKOTO KpH3a
[66, 87-89].

YpoBeHb yoenuTeabHOCTH 10Ka3aTebcTB C (YPOBEHB 10CTOBEPHOCTH PeKOMEHIAauu — 5).
KommenTapuu: pexomenoosano MCT ¢ nuskum codepaicanuem CI10 6 cesazu ¢ mem, 4umo sHcupol

C10 mpebyrom ons oxkucaenus akmusnou pabomot CACT [90].
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. Pexomennyetcst nmanueHTam ¢ ycranoBiaeHHbIM quarHo3oM CACT u3berath JTUTEIBHBIX
MepEPHIBOB B MPUEME THUILH JIJIs1 MPEIOTBPALLICHUS TUITOTJIMKEMUYECKUX COCTOsIHUM [66, 87-89].
YpoBeHns yoeauTeabHOCTH A0Ka3aTeabcTB C (YpOBeHb 10CTOBEPHOCTH PeKOMEHIaluH — 5).
KommenTapum: wHe cywecmeyem eounoco MHeHUsI O 0e30NACHbIX UHMEP8ANax Mexicoy
KOPMICHUAMU, 68 OAHHBIX KIUHUYECKUX DPEeKOMEHOAYUAX Hamu Obliu 8blOpamsbl me, KOMopvle
onybnukoganwvl 6 pabome 2pynnwvl IKCNEPmMoOs8 U3 e@ponelickux cmpan. MaxkcumanvHo
oonycmumulil 6e30nacHvlll UHMeps8al OJisk PA3ZHLIX 803PACMHbBIX epynn npugedeH 6 llpunodcenue
16 [66].

o Pexomennyloress nmanueHtam ¢ yctaHoBieHHbIM jauarHosoM CACT  pobGaBku
HE3aMEHHUMBIX JKUPHBIX KUCIIOT, C IeNbI0 IPEAOTBPalIeHUs UX AeduuunTa - TuHoNeBoi (3—4%) u
nunosnienoBor (0,5-1%) - B cootHomenun ot 5:1 mo 10:1, uX UCTOYHUKOM MOTYT SIBJISIFOTCS
MacJIo TPEIKOro opexa, JIbHAHOE, coeBoe [66, 87-89].

YpoBeHnb yoenuTeabHOCTH A0Ka3aTeabcTB C (YPOBeHb 10CTOBEPHOCTH PEKOMEHAAIUM — 5)
KommenTapuu: Codeporcanue kuciom 6 pasnvix maciax npugedero 6 llpunosxcenue I'l3 [66].

o Pexomennyercsi manueHtam ¢ ycraHoBieHHbIM auarHozom CACT B mepuon
WHTEKYPPCHTHBIX MH()EKIMI W JPYIHX COCTOSHUH, MPU KOTOPBIX aKTUBHPYIOTCS MEXaHU3MBI
KaTtabonu3Ma, MpUMEHEHHE MEePOPATBLHO PACTBOPOB JEKCTPO3BI™ * MM MOIMMEPOB JEKCTPO3BI B
BUJIE THINEBON H00aBKHU (MaIbTOACKCTPUH (IEKCTPUHMAIBTO3a)) U MOBBIIIEHHOE MOTpediieHne
yri1eBo10B [89].

YpoBenb yoenuTebHOCTH 10Ka3aTeabeTB C (YPOBEHB 10CTOBEPHOCTH PEeKOMEHIaIUM — 5).
KommenTapuu: oemanvubie pekomenoayuu cm. 6 pazdene 3.1.2 Pexomenoayuu no neueHuro
nayuenmos ¢ FAOD. B nepuod memabonuueckou OeKoMNeHcayuu  CHUNCEHUe YPOBHS
ONIUHHOYENOYEeYHbIX ~AYUTKAPHUMUHO8 CUUMAENCl  BAJCHLIM MapKepoMm 3¢hgexmuenocmu

JIeYEHUA.

3.2.3 PexoMeHAAIMH 10 PAMOHY NMUTAHUS NPU jAedunuTe KAPHUTHH NaJbMUTONI-CoA

Tpauchepasnl I, 11

Knunuueckue pexomenoayuu, ocHoéanHvle Ha 0OCMAMOYHOM YPOGHE 0OKA3AMENbHOCHU
u ybeoumenvnocmu, 0asa nevenus u monumopunea oepuyuma CPT2 u CPTI 6 mupe e
paspabomatul. beiniu onybnukosanvl monvko pekomeHoayuu, 0CHO8AHHbIE HA ONbIMe IKCNEPMO8
1O KIUHUYECKOMY U OUOXUMUYECKOMY MOHUmMOopuHey nayuenmos ¢ FAOD.
° PexomMenayercsi manpieHTaMm ¢ ycrtaHoBiaeHHbIM nuarHo3zoM CPT 2 m CPT 1 u3berathb

JJIUTCIIBHBIX ICPCPBIBOB B MTPHUEMC IMUIIHA JIA TPCAOTBPALLCHNA TMITOTTTMKCMHUYCCKUX COCTOSTHUM

[66].
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YpoBeHns yoeauTeabHOCTH A0Ka3aTeabcTB C (YpOBeHb 10CTOBEPHOCTH PeKOMEHIaluu — 5).
KomMeHnTapuu: yacmoe xopmienue kadicovle 3-4 uaca pekomeHoyemcs, 0coOOeHHO 05 0emell,
VUUMbBLEAs UX 02PAHUYEHHbIe 3anachl 2auKozena. /lobasnenue KyKypy3HO20 KpAXmMana Ha HOYb U
8 HOUHble KOpMIEHUs onpeoeisiemcs YpoHeMm 2luKeMuu U obecneyusaenm HOCMOSIHHBIU
UCTMOYHUK V2TIe80008 C MeOIeHHbIM 8blC8000NCOEHUEM O/ NPEOOMBPAULeHUs. SUNOSTUKeMUL 80
epems cua. /lemu 6onee cmapuie2o 803pacma He O0NNCHbL UMEMb HOUHbIE NePepblebl 8 npueme
nuwu 6onee 12 uacos, a 6 nepuod UHGEKYUOHHO20 3aD0Ne6aHUs. Nepepbiebl 8 npueme Nuuu
00/10ICHbl ObIMb euje MeHbue. B3pocivie nayuenmvi 00ndiCHbL OblMb NPOUHDOPMUPOBAHBL O
PUCKAX, C8A3ZAHHBIX C 20100AHUEM, U OHU, U UX JleYauuli 8pay OO0JICHbL 3HAMb O PUCKAX 80 8PeMS
xupypeuueckux onepayuti u amecmesuu. Crnedyem peKoMeHO08aMb GHYMPUBEHHOE B8€0eHUe
dexcmpo3svl™**, eciu Heobxo0umo eonodams 6onee 12 uacos uz-3a OOAE3HU UIU MEOUYUHCKUX
npoyedyp. MaxcumanrbHo oonycmumbslii 6e30NACHbIl UHMEPBAL Ol PA3HBIX 803PACHHBIX 2PYNN
npuseoen 6 Ilpunoocenue I'S

o Pexomenayerest 1ueTa ¢ BHICOKHM cofepxkaHueM yrieBoaoB (70% kamopuil) ¢ HUBKUM
conepkanueM xupa (<20% kanopuii) manreHTaM ¢ YCTaHOBIEHHBIM aAuarHo3oM aedurut CPT
2 u CPT 1 pnga npenoTBpallleHUs] TUNOTIMKEMHYECKMX COCTOSHUM M MeTaboIMuecKoi
nexomrmeHncaruu [91].

YpoBeHb yoeauTebHOCTH 10Ka3aTeabCcTB C (YPOBEHB 10CTOBEPHOCTH PeKOMEHIaluu — 5).
. Pexomenayercst B mepuoJ MHTEPKYPPEHTHBIX MH(MEKUMH U APYrUX COCTOSHUM, NPHU
KOTOPBIX aKTHBHPYIOTCS MEXaHM3MbI KaTabolIM3Ma, MallMeHTaM C YCTAHOBJIEHHBIM JHAarHO30M
nepuuut CPT 2 u CPT 1 c nenbio NpeaoTBpallleHUs MeTa0OIMYECKOW JeKOMIIEHCAllUU
ynoTpeOIsTh NPUMEPHO TPETh 0T o01ero konndyecTsa kanopuil B Buge MCT [91].

YpoBeHns yoeauTeabHOCTH A0Ka3aTeabcTB C (YPOBeHb 10CTOBEPHOCTH PeKOMEHAauu — 5).
KommenTapun: scupnsie xuciomor C6-C10 ne mpedyrom KapHUmMuHo8020 YeaHOKA 01 6X00d 8
mumoxonopuro, nosmomy MCT modxcem npumeHAmMbCa 6 Kauecmee OCHOBHO20 UCMOYHUKA
9Hep2Ul.

. C uenpio NPOPUIAKTHKH SMU30/10B MHUOTIOOMHYPUH TMAIMEHTaM C YCTaHOBJIEHHBIM
muarHozom CPT 1, CPT2 pexomenayercsi uz0eratb (U3MYECKUX HArpy3ok BO BpeMs
MHTEPKYPPEHTHBIX UHGEKINHN U PHU JITUTENbHBIX IepepbiBax B pueMe nuiu [91, 92].
YpoBeHb yoenuTebHOCTH 10Ka3aTeabcTB C (YPOBEHB 10CTOBEPHOCTH PeKOMeHIaluu — 5).
. B3pocneim manmentam ¢ ycraHoBilieHHbIM auarHozom CPT 1, CPT2 B mnepuon
METa0OJIMYECKOT0  KpH3a,  COMPOBOXKAAEMOro  PadJAOMHOIM30M M MHOITIOOMHYpHUEH
peKOMeHAYyeTCsl NMPUMEHEHHE CTAaHAapPTHOTO MPOTOKOJA JICYCHUSI STOTO OCIOKHEHHS, YTOOBI
MIPEAOTBPATUTh OCTPYIO MOYEUHYIO HEOCTATOYHOCTH [13, 92, 93].

YpoBeHb yoeanuTeJIbHOCTH 10Ka3aTebCTB C (YPOBeHb 10CTOBEPHOCTH PEKOMEHIAUM — S).
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KommenTapuu: npu npucmyne muocnoounypuu  npogoosm eHympusennoe ggederue  0,9%
pacmeopa Hampust Xa1opuda™* u nampus euopokapbonama ** (nampus xaropuda™* 110 mmons /
7, Hampus cuopoxapoonama** 40 mmonv / 1) 6 5% pacmeope dexcmposwvl™*, Kk Komopomy
ooobasnarom 10 e #mannumona™** na aump (uz 10% unu 15% pacmeopa). Pacmeop cnedyem
8600UMb MOJOOOMY B3DOCIIOMY HeNOBeKY 8ecom 75 ke u3 pacuema 12 n/cym, umobvl nonyuums
ouypes 8 n/cym u noddepaxcusamv pH eviue 6,5. Imom mepanesmuueckuti pexrcum no360Jsaem
KOHMPOIUPOBAMb CUNEPKATUEMUIO U AYUOO3 U, CAe008AMENbHO, MOdlcem Npedomsepamums
ocmpyio noweunyro HedocmamoyHocmo. Eciu nayuenmol me peazupyiom Ha pecudpamayuio,
Modcem nompebosamucsi cemoouanus. I'emoouanusz Koppexmupyem memaboiuyecKutl ayuoos u
HapyuwleHus 91eKmpoIumos u cnocoocmeyem yodaieHuro MUOHEKPOMUUECKUX MOKCUHO8 U3
naasmol. JJuanuz nokazam npu no4e4Hol HedOCmamo4HOCmu, eciu y NayueHma auypus u Ouypes
He B80CCMAaHO8NeH nocie pecuopamayuu. Ecme ocnosanusi nonazame, umo ynpescoaioujee
HAuano 2emMoOudanus3d ModCem Viyyuums Uucxoovl nymem YOQIeHUs HeQpPOmMoOKCUHO8 U
NPeooOmepaueHUss YepOAHCAIOUWUX HCUSHU OCLIONCHEHUN, MAKUX KAK SUnepKaluemus u 2iyOoKutl
Memabonuyeckutl ayudos. Jlewenue ocmpoi noueyHol HedoCmamo4HoCmu ciedyem nposoouns
8 COOMEemcmeuu ¢ KIUHUYECKUMU DPEeKOMEHOAYUIMU, PA3padOmaHHbiM Npo@ecCUoOHaIbHbIMU

coobwecmseamu no He@ponocuu.

3.2.4 Pexomenaanuu no panuony nuragus npu gepunmure SCAD

Tak kak OonpmuHCTBO MareHToB ¢ SCADD He uMeloT CUMIITOMOB, JIeYeHHE HE TpeOyeTcs, He
CyIIECTBYEeT OOMICHPHUHATHIX PEKOMEHJAIMK 10  JUETOTepaud WM  [PUMEHEHHUIO

JIeBOKapHUTHHA U pubodaaBrHa (Onosoruyeckas akTUBHast J0OaBKa).

3.2.5 PexomMenaanuu no pauuony nuranus npu gepuuure MCAD

Bo MHOTHX CTpaHax MPOBOAMUTCS HEOHATAIbHBIN CKPUHUHT Ha HegocTatouHOCTh MCAD,
MOATOMY TMAIIMEHTOB BBISABISIOT JI0 Hayaja KIMHUYECKUX CHMIITOMOB. PekoMeHIanuu mo
JUETOTEPAIINK PA3JIUYaAIOTCS B 3aBUCUMOCTH OT BO3pACTa U CTaTyca NOATBEPKIACHHUS TUarHo3a.

. Pexomenayercs nanyeHTam ¢ yCTaHOBJIEHHBIM AUArHO30M Ha HenoctatoyHocth MCAD
npueM JieBokapHUTHHA B 03¢ 60-100 Mr Ha KT B CyTKH JUIS KOPPEKIIMU BTOPUYHOTO Aedunnra
C IIENbI0 YCHJICHUSI BBIBEJICHUS TOKCHYIHBIX MeTaboauToB [ 130, 149].

YpoBeHb yoeauTeJIbHOCTH 10Ka3aTeJbCTB C (YPOBEHb J0CTOBEPHOCTH PeKOMEHAAIMHN — S).

Kommentapuu: IIpodeccuonansHoe  cooOmecTtBo  HE  BBIpabOTao  €IUHBIX
pexkomeHnanuii 1o npumeHeHuto JleBokapuutnHa npu MCAD. Hekoropbsle aBTOpbI
pexkoMeHaytoT 100 mMr / KT/ 1eHb JIEBOKAPHUTHHA, YTOOBI KOMIIEHCUPOBATH BTOPUYHBIN JEUIIAT

KapHHUTHHA U YJIYUYIIUTH BBIBEACHUEC TOKCUYHBIX MCTa6OJ'II/ITOB, APYyruc€ CYUTArOT, 4YTO B 3TOM HET
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HeoOxoaumoctu [94]. B uccrienoBaHUsSX NePeHOCUMOCTH (GU3NYECKUX HArPY30K Y MAIUEHTOB C
nepunurom MCAD Obuio mokaszano, mocie npuema Jleokapuutuna 100 mr / xr / geHs
MEPEHOCUMOCTh (pr3MYeckoil Harpy3ku Bospactaer [95]. XoTd y ManueHToB ¢ JIe(UIIUTOM
MCAD He ObLI0O OTMEYEHO Cephe3HBIX MOOOYHBIX 3 deKkToB mnpu mnpueme JIeBokapHUTHHA,
HEKOTOpPBIE MAIIMEHTHI )KaJIOBAJIMCh HA TOLIHOTY, AUApero, 00Jb B )KMBOTE U PHIOHBIN 3amax Mpu
npueme B go3e 100 mr / xr / nmenb [96]. YuuteiBas 3Ty uHDOpMANHIO, HEKOTOPHIC Bpadd
PEKOMEHAYIOT HCHOJb30BaTh HHU3KWE J103bl JIEBOKapHUTHHA, €CIM YPOBEHb CBOOOJHOTO

KapHUTHHA B KPOBHU HUKC HOPMEI.

3.2.5.1 Pexomennanuu no auerorepanud HOBOpPoKIeHHLIX ¢ MCAD, BLISIBJEHHBIX

IIPH HCOHATAJIBHOM CKPHUHUHI'€

o Pexomenayroresi co6io1aTh HHTEPBAIBI MEXAY KOPMIIEHUSIMH He Oojiee 3-4 yacoB Aiis
JIOHOIIEHHBIX JI€Te C BBIABICHHBIMM H3MEHEHUSMU B aHaJM3€ KPOBU IPU IPOBEIECHUU
HEOHATAJbHOTO CKPUHHMHTA, XapakTtepHbiMH misi nepunura MCAD, nmoka amarHos He Oyner
MOJTBEPK/ICH WIIM UCKIIIOYEH Ha OCHOBAHUU JIOMOJHUTENBHBIX TECTOB [98].
YpoBens yoeauTeabHOCTH A0Ka3aTeabeTB C (YpOBeHb 10CTOBEPHOCTH PEKOMEHAAIUM — 5).
Kommentapuu: Cuumaemcs, umo Hogopodcoenuvle npu Oepuyume MCAD
noogep2aromcsi HauboIbwemMy PUCKY DA3BUMUL 2UNO2TUKEMUU 6 meyeHue nepevix 72 4acos
JHCUBHU, OCOOEHHO npu 2pyoOHoOM 6ckapmausanuu. Heobxooumo cobarwdams peynsapHvie
KOpMJIeHUsl, He 0ONYCMUMbL NPONYCKU HOYHBIX KOPMIeHU!
o PexoMenayercss coOmroaTh «0€30MacHbIe» HMHTEPBAIbl MEXAYy KOPMIIEHHUEM s
HOBOPOJKICHHBIX C YCTaHOBJIEHHbIM auarHozoMm MCAD nns mpenoTBpamieHuss — 3MHM3010B
MeTtabonnueckoi nexommencanuu (IIpunoxenune '6) [98].
YpoBeHb yoenuTeJbHOCTH 10Ka3aTeIbCTB C (YpoBeHb 10CTOBEPHOCTH PEKOMEHIAUH — 5).
Kommenrapun: bezonachvie unmepsansvi Mexcoy KOpMAEHUAMU ObLIU OnpedeneHbl  Ha
OCHOBAHUU ONbIMA CMPAH, NPOBOOAWUX CKpunune Ha depuyum MCAD.
. Pexomenayercsi HOBOPOXKJIEHHBIM C YCTAHOBJIEHHBIM JIMarHO30M HEIOCTATOYHOCTh
MCAD npu rpyaHOM BCKapMIUBAaHWUU JOMOJHUTh TNHTAHWE aTalNTHPOBAHHOW MOJOYHON
CMECBhI0 B TEUYEHHE IEPBbIX TPeX MOJHBIX AHeW (72 waca) Juisl JTOCTHKEHHUS HEO0OXOIUMOi
noTpeOHOCTH B Kajopusix [98].
YpoBeHb yoenuTebHOCTH 10Ka3aTeabCcTB C (YPOBEHb 10CTOBEPHOCTH PeKOMEHIaluu — 5).
KommenrTapuu: [letu ¢ MCAD, eckapmausaemvie 2pyOHbIM MOJIOKOM, NOOBEP2AIOMCS
0co0bOMY pPUCKY, HNOCKOJIbKY COOepi#Canue SHepeuu 6 2pyoOHOM MOJNOKe 8 medeHue Nepeblx
HEeCKONIbKUX OHell HU3Koe, U e20 00vbémbl Hebovuue. ITlosmomy pexomendyemcsi OONOJHUMb

numarnue a0anmupo8aHHbIMU MOAOUHBIMU cMmecamu 60 ma / ke / Oenv. JKenamenvHo pasHomepHo

38



paszoenums 00vem cmecu medxncoy 6 u 8 KOpMIeHUAMU U 0ABamMb NOCAe KOPMAeHUs 2pyobio. Ecau
pebenox He yceausaem 0OCHMAMOYHBIL 00beMm cmecu U 2pYOH020 MOJIOKA, Cledyem HA3HAYUMb
KOpMJIeHUe Yepe3 HA302ACMPATbHbIIL 30HO WU HA3HAYUMbL eHympugeHuylo un@ysuio 10%

dekcmpo30u™* 0 docmudiceHuss He0OX0OUMOU NOMPEOHOCMU 8 KATIOPUSIX.

3.2.5.2 Pexomengamuu no nuerorepanuu nanueHTos ¢ MCAD

o Pexomenayercst BceM IMalME€HTaM C YCTaHOBJIEHHBIM JMAarHO30M HEIOCTATOYHOCTh
MCAD coOntogatb HHTEpBaJbl MEXAY KOPMIIGHUSMM Ul MPEIOTBPALICHUS pa3BUTHSA
runornukemudeckux cocrosiuuid (I[punoxenue I'S) [98, 94].
YpoBeHns yoeauTeabHOCTH A0Ka3aTeabeTB C (YpOBeHb 10CTOBEPHOCTH PEKOMEHAAIUM — 5).
Kommenrtapuu: Peoicum numanus y oemeti cmapuie2o 803pacma u 83pociivblX NAyueHmos
00./191ceH ObIMb Pe2YIAPHBLIM U BKAI0YAMb MPU OCHOBHLIX Npuema nuwu (3aempax, 006eo, YiHcuH),
a makace 2-3 nepexyca (2-oti 3a6mpax, nOJOHUK U NPUEM 8bICOKOY2NIe800H020 NPOOYKMA nepeo
CHOM (Xx1e00-0yn0ouHble uzoenus, 2aiemvl, KpynsaHoe O11000) ¢ HANUMKOM (Kuceib, KOMHOM,
yail). Uumepean 20100aHUs 8 HOYHbBLE YACHL He 00JICeH npesvluiams 12 yacos.
o Pexomenayercsi MiafeHIlaM TEpBOTO ToJa JKU3HH C YCTAaHOBIEHHBIM JIMAarHO30M
HepoctaToyHocTh MCAD KopMiieHHE MaTEpUHCKHMM MOJIOKOM HIIM MOJIOYHBIMHU CMecsiMU 0e3
orpannuenHuss LCF u 6e3 no6aBok MCT. Pexomennyercs coOnroAaTb HHTEPBAJIbl MEXIY
KOPMJICHUSIMH JUTSI TIPEIOTBPAIICHHS Pa3BUTHS THIIOTIMKeMHUYecKuX coctostHui ([Ipunoxenue
I'5) [98].
YpoBeHb yoenuTeJbHOCTH 10Ka3aTebeTB C (YPOBEHb 10CTOBEPHOCTH PEKOMEHIaluu — 5).
Kommenrtapuu: Heborvuue xonuvecmea MCT npucymcmeyiom 6 00blUHbIX OeMCKUX
cMecsX, HO UX KOAuUYecmea MUHUMATbHO U He Modcem Oblmb OnAcHbiM. B evlcokoll
konyenmpayuu MCT Oobasnsiom 6 Hekomopvle CheyualbHvle MONOUHble CMecU U UX He
pexomeHoyrom demsam ¢ OanHou ¢opmotl bore3nu. Heobxooumo omxazamovcs om cneyuanbusix
ouemuueckux npooykmos, cooepxcawux 6 bonvuux xoruvecmeax MCT.
Kupwi 6 payuone y nayuenmog ¢ Heoocmamournocmovto MCAD ne oepanuuusaromes [98].
Cpeoneyenoueunvie dHcupbl 6CMpeyaomes 8 HeKOMopvlx NPoOyKmax, Hanpumep 8 Cliu80YHOM
macne, KOpo8beM MOIOKe 8 HeDONLUUUX KOIUYEC8AX, U OHU MO2Ym ObiMb GKII0UEHbl 8 PAYUOH
0e3 ocobvix oepanuuenull. Kokoc sensemcs eOuHCmMBeHHbIM UCKTIOYeHUeM, 20e 5% JHCUupHbIX
kuciom umerom oauny yenu C8 unu CI10. Pexomenoyrom uzbecamov ynompebieHus 4ucmozo
KOKOCA U KOKOCOB020 MACIA, NOCKONbKY HEU38eCMmHO GIuUsHUe uUx 00IbUl020 KOAUYecmeda Hda
cocmosiHue 300po6bsl nayuenmog ¢ Hedocmamournocmovio MCAD. MCT o0obasnsiomes K

HEKOMOPbIM CHEYUATIbHBIM CMeCiaM O/ Oemell U dHepeemuuecKum 000asKkam -U ux He ciedyem

39



BKIIOYAMb 8 pPAYUOH NUMAHUA nayuenmos. BaojicHo nposepumv meKkywuu cocmag 6cex
npodykmos na npeomem npucymcmeust MCT.

) PexoMeH10BaHO y B3pOCIBIX ManueHToB npu aedpunure MCAD uzberaTh JUIMTEIBHOTO
TOJIOJIAaHUS JIJIsl TMPEAOTBPAIICHUSI TUITOTIMKEMUYECKIX COCTOSIHHM U METa0OTUYEeCKHX KPH30B
[94, 98].

YpoBeHns yoeauTeabHOCTH A0Ka3aTeabcTB C (YPOBeHb 10CTOBEPHOCTH PEKOMEHAAIUH — S).
. PexoMeHI0BaHO MpU HAJIMYUU Yy MalnueHTa ¢ HeaoctatoyHocThio MCAD mpuzHakoB
PEKYPPEHTHOIO 3a00JIeBaHUsl, BBIIAUBAHUE PACTBOPAMHM, COAEPXKAIIUMHU TOJIUMEP IEKCTPO3bI,
YTOOBI IPEIOTBPATUTH META0OINYECKYIO IeKoMIIeHcaluio [94, 98].

YpoBeHb yoenuTebHOCTH 10Ka3aTeabeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIauH — 5).
KommenTapum: Pexomenoyrom makoce 6 nepuod 001e3HU UCKIIOYAMb HCUPLI, XOMA
ybeoumenvHbiX 0oKazamenbcme Heobxooumocmu 6 smom  0aa Heoocmamounocmu MCAD ne
noaydenvl. Ilo mepe ynyuuienuss cocmosuus peOeHKa HOPMANbHA Ouema Modicem Oblmb
60300H06NI€HA, HO cledyem 0aéamb OONOJHUMENbHbIE «IHEPSeMUUECKUe» HANUMKU, OCOOEHHO
HOubIO, 00 MexX Nop, NOKA pebeHOK NOIHOCMbIO He 8bl300pogeenm U He nepetioem Ha 0ObIUHbIL
pedcuM nUManusl.

. PexoMengoBaHo Tpu HaIMYMK y marnueHTa ¢ HemoctatouHocTthio MCAD B mepuon
MeTabONMMUYECKO JEeKOMIEHCAlud B Ccly4yae CIOXKHOCTEH TMpuemMa pacTBOPOB Hepe3 poT
NPOBE/ICHUE BHYTPHUBEHHON WH(Y3HMOHHON Tepanuu pacTBOPAMH, COACPIKAIIUM JEKCTpo3y™**
[94, 98].

YpoBeHb yoenuTeabHOCTH 10Ka3aTeabeTB C (YPOBEHB 10CTOBEPHOCTH PEeKOMEHIaluM — 5).
Kommentapumn: Crnedyem navuname unghy3suoHHy10 mepanuro pacmeopamu 0ekcmposol** npu
O0OHOM U3 CNe0YIWUX NOKA3AHUL: MHO2OKpAMHAs peoma, unoz2iukemuss, Huskuti PO,
obe380dicUBaHUe, HAPYWEHUs CO3HAHUs, Memaboruveckul ayuoos. Iloopobno onucano 6
pazoene 3.1.2 Pexomenoayuu no nevenuio nayuenmos ¢ FAOD 6 nepuod memabonuyeckotl

OeKoMneHcayuu

. He pexomengoBano mamueHtaMm ¢ HegoctatouyHocthio MCAD B mepuof
METaOOIMYECKON JIEKOMIICHCAIIMM BBEJCHUE JKUPOB C IIEIBI0 MPEIOTBPAMCHUS YCYTyOICHUS
TsDKecTu cocTtosHus [98, 99].

YpoBeHb yoenuTebHOCTH 10Ka3aTeabcTB C (YPOBEHb 10CTOBEPHOCTH PEeKOMEHIaluM — 5).

. PexoMenayercsi BceM B3pOCHBIM — MAallMEHTaM €  YCTAHOBJIEHHBIM  JUArHO30M
HepoctaTouHocTh MCAD wm3berath JUETHl ¢ BBICOKMM COJCpPXKaHHEM >KHUPOB, YHOTpeOlieHue

AJIKOTOJIsI, UTO BBI3BIBAET META0OJNUYECKYIO IeKOoMITeHcatuio [94, 99].
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YpoBeHnsb yoeauTeabHOCTH A0Ka3aTeabcTB C (YpOBeHb 10CTOBEPHOCTH PEKOMEHAAIUM — S).
o Pexomenayercss u30eraTb MNPUMEHEHHUS  AlETUICATUIMIOBON  KUCIOTHI**  BceM
NanueHTaM C YCTaHOBJIEHHbIM auarHosoM MCAD c¢ 1enplo OpeJoTBpalleHUs] Pa3BUTHS
MeTaboMuecKoro Kpu3a u cuaapoma Peiie [94, 100].

YpoBeHb yoequTeJbHOCTH 10Ka3aTeJbCTB C (YpOBeHDb I0CTOBEPHOCTH PEKOMEHIAUH — 5).
KommenTapuu: Ayemuncanuyunosas kucioma™** ysenuuusaem mMumoxoHOpuaibHoe OKUCieHue
HCUPHBIX KUCIOM, YMO CNOCOOCMBYyem ux HaKOnIeHUuro, a maxdce uHeubupyem nepoKcUucomMHoe
oKucienue.Imo npugooum K yXyouleHuro coOCmosanus nayueHmos, NOCKOIbKY OKUCIEHUE HCUPO8
8 NEPOKCUCOMAX ABNAEMCA  ANbMEPHAMUBHLIM MemAaOOIUYecKUM Nymem, HNO36018I0ujemM

yacmu4Ho Komnencupogams duoxumudeckuii oepexm npu FAOD.

3.2.6 Pexomenaanmuu no panuony nuranus npu gepunure LCHAD u TFP

Hedpuyum LCHAD - oona uz camvix mscenvix ¢popm FAOD, npu xomopou naubonee yacmo
pazsusaromcs memaboauueckue Kpuzvl. Cobnooenue ouemvl peKoMeHO08AHO 6CceM NAYUeHMAM
8 paHHem O0emcKoM 803pacme GHe 3d8UCUMOCMU OM HAIUYUS UL OMCYMCMEUS KIUHUYECKUX
cumnmomos [101].

. PexomennoBano y mnamuentoB npu naepunure LCHAD u TFP npunepxuBaTbes
MaKkCUMaJbHO HHU3KOro mnorpedienne LCFA, xak mpu HaJlu4uyd CHUMIITOMOB, TaK W NPH HUX
OTCYTCTBHH, JUIsl MPOPHIAKTUKY BOSHUKHOBEHMS ITOJIMHEHpoIaTuu [66].

YpoBenb yoenuTebHOCTH 10Ka3aTeabeTB C (YPOBEHB 10CTOBEPHOCTH PEeKOMEHIalUM — 5).
Kommentapuun: HosopoodicoenHvim noxazaw npuem  CHeYudaibHoOU CcMecu ¢ HUSKUM
cooepacanuem LCT u evicokum cooeporcanuem MCT (MCT-cooepocawasn cmecs) ([Ipunodcenue
I' 10). MCT-cooepacawas cneyuanrvhass cmecb obecneuusaem 6ce NOMPEOHOCMU 8
numamenvuulx ewjecmeax. OOHako 6 3mom clyuae HeoOX00uUM OONOIHUMENbHbIN Npuem
He3aMeHUMbBIX ONUHHOYENOYEYHBIX HCUPHBIX KUCTOM.

o PexomMenayercsi Ha3HAUYCHUE NUETOTEPANTUH TPU BBISBICHUH XapaKTEPHBIX W3MEHEHHHA
0 pe3yiabTaTaM HEOHATAaJbHOIO CKPUHUHTA W/WIK OHOXMMHUYECKON JMarHOCTUKH, He
JOXKUIAsICh TIOATBEPKICHUS JMAarHO3a MOJIEKYIISIPHO-T€HETHYECKUM METOJIOM [66].

YpoBeHb yoeauTeJbHOCTH 10Ka3aTeIbCTB C (YpOBEeHb I0CTOBEPHOCTH PEKOMEHIAIUM — 5).
KommenTapun: [lockoneky y MmaadeHyes modxxcem HAOA00AMbCA AKMUBHBIU  JTUNOTU3,
KOHYEeHmMpayusi HeKOMopuiX AyuIKaApHUMUHO8 MOICEM NPesblluaAmb HOPMATbHbLE 3HAYEHUS, YIMO
ABNAEMCA NPULUHOU JTOHCHONOTIOHCUMENLHBIX Pe3yIbmamos anaiusza. B ciyuae eciu ouaznos ne
0yoem noomeepicoeH, ouemomepanusi Modxcem Oblmb OMMEHEHA.

. PexoMenayercss 1npu BBEIECHUM TBEPAOW NUIIM B  pPAlMOH NALUEHTOB C

HenocrarouHocThio LCHAD u MTP noanepxuBath coaepikaHue 0OIUX KUPOB B pariioHe 25—
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30% ot ob6miero nmotpedienus kanopuh, rae 20-25% npuxoaurcs Ha MCT u 5-10% - va LCT
(ITpunoxxenue I'11) [66].

YpoBeHb yoeauTeIbHOCTH A0Ka3aTedbCTB C (YPOBEHDb I0CTOBEPHOCTH PeKOMEHIAIUH — 5).
KommenTapuu: Onucan nonosxcumenvusiii. 3¢pghekm nosviuienus nompebienus Oeika 6
OMHOWEHUY dHepeemuiecKko2o banranca U MemadonuuecKkoeo KOHmpons y Oemeu ¢
neoocmamoyuynocmvio LCHAD unu TFP [134].

IIpu oeghexmax oxucieHuss ONUHHOYENOUEUHBIX HCUPHBIX KUCIOM CAedyem 02PAHUYUMb
nompebieHue ONTUHHOYENOYEUHBIX JCUPOB (8bIUUCAEMOE KAK NPOYEHMHAsL 00l CYMMAPHOU
oHepeuu, noayyaemou u3 ocupos). Coeracno pexomenoayuim D-A-CH (obvedunenue
Hympuyuonucmos I epmanuu/Aecmpuu/Illgetiyapuu), 6 payuone 300p08020 MIAOEHYA OO
acupos 0oadcHa cocmaesismo 40-45% om obwell kanoputinocmu, a 8 payuouwe pebeHKa
wxonvHoeo eospacma - 30-35%. Ilpu oecpanuuenuu ONUHHOYENOUEUHBIX JICUPHLIX KUCIOM 8
payuoxe HeobXooumvl 000ABKU HE3AMEHUMbBIX IHCUPHBIX KUCIOM O/ NOKPbIMUSA CYMOYHOU
nompebrocmu 8 dcupax (Ilpunoscenue I' 8). /[ns noddepacanus onmumaibHO20 COOMHOULEHUS
omez2a-3 u ome2a-6 HCUPHBIX KUCTIOM NPeOnoYmumenbHvl MAacio 2peyKo2o opexd, coesoe Macio

unu macio pocmkos nuenuyst [102].

3.2.7 PexomMenaanuu no panuony nuranus npu nepunure VLCAD

B HacTosiiiee BpeMsl He CyIIecTBYeT HayyHO-00OCHOBAHHBIX PEKOMEHIAIUI 110 BEICHUIO
NAlMEHTOB C HapYIICHUSIMM OKHUCJIEHHS JJIMHHOLEMOYEYHBIX IKUPHBIX KHUCIOT [62].
['eTeporeHHOCTh KIMHUYECKUX (DEHOTHUIIOB SIBJISETCS XOPOILIO YCTAaHOBIEHHBIM (akToM [5], 4To
C BBEJIEHUEM B MPAKTUKY CKpPUHUHIAa HOBOPOXAEHHBIX TaKKe IOAPAa3yMEBAET Cllydau
O6eccumMnToMHOro TeueHuss Oone3nu [6]. IloMmumo 3TOro, MoJjekyisipHas TI'€TepPOreHHOCTh
3aTpyJHSET MPOTHO3UPOBAHUE CTEMEHU TSHKECTH 3a00JeBaHUsl MM MCXO0Jla Ha MOMEHT
MIPOBEJICHUSI CKPUHUHTAa HOBOPOXKJIEHHBIX. BbIsicCHEHME Bompoca O TOM, HEOOXOAUMO JIU MPHU
JeTKOM (eHOTHIIE CHIDKEHHE B pAIlOHE JOJIM JJIUHHOIETIOYEYHBIX JKUPOB, MU JOCTaTOYHO
IPOCTO OTPAHUYMTHCSA PEryIsApHbBIM KopmieHueM u jobGaBkamu MCT, ocobeHHO mpu

MOBBILIEHHON OTPEOHOCTH B KaJIOpUSX, TpeOyeT OoJiee MPOAOIKUTEIHLHOTO Habmo1eHus [66].

B 3aBucuMOCTH OT COCTOSIHUS pe6eHI<a SHTCPAJIbHOC IMUTAHUC OCYILICCTBIIACTCA YCpPC3 POT, a

TAK¥KEC 4CPEC3 30HA UJIU IraCTPOCTOMY, paCdCT MMPOBOAUTCA CTPOTO HHAUBUIYAJIBHO.

° PexoMeHayeTcsi MpoAoKaTh KOPMIIGHHE TPYIHBIM MOJIOKOM HJIM aJalnTHPOBAHHOU
NETCKOH CMECBIO c Jno0aBJICHUEM CHEIUATU3UPOBAHHON HHM3KOXHUPOBOM CMECH C

orpannuenuemM LCT u3 pacuera 50/50 nmanuentam ¢ 6eccumntoMubiM BapuantoM VLCAD, ecnu
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pe3ynbTaThl CTAaHAAPTHBIX JabopaTopHbIX aHanu30B, Takux kak KOK, AJIT, ACT u rimoko3a B
KPOBHU HaxOJATCs B IpeJienax HOPMBI [66].
YpoBeHb yoenuTebHOCTH 10Ka3aTeqbcTB C (YPOBEHD 10CTOBEPHOCTH PEeKOMEHIaluM — 5).
. PexoMen10BaHO MIiajeHIIaM U 0osiee B3pOCIBIM AETAM C OECCUMIITOMHBIM BapuaHTOM
VLCAD cHuxeHue cojepkanus xupoB B pamuone 10 30—40% ot oOmiel KaJopuifHOCTH U3
Hux 10-15% nsueprun 3a cuer MCT ¢ nenbio npeaoTBpallieHus pa3BUTUS METa00INYECKOTO
Kpu3a [66].
YpoBeHb yoenuTebHOCTH 10Ka3aTebcTB C (YPOBEHB 10CTOBEPHOCTH PEKOMEHaluu — 5).
KommenTapuu: Hexomopvie nHogopodcoenuvie ¢ beccumnmomuvim Oepuyumom VLCAD, y
KOMOpbIX Npoguiu ayuiKapHUmuHO8 NOJHOCMbIO NPUWIU 68 HOPMY NOCle Nepeoll Heoelu
JHCUZHU, He NOTYYATU OUemy ¢ HUSKUM COOEPAHCAHUEM HCUPO8 U MOOUDPUYUPOBAHHBIMU HCUPAMU
8 nepevle Mecsayvl dHcusnu, u y Hux 0o cux nop ne nposasunuce VLCAD-accoyuuposannvie
KIUHUYECKUEe CUMNMOMbL. Yuumoeigas monekyaapuyro cemepoceHnocms npu VLCADD, ouens
MpPYOHO  YCMAHOBUMb  YemKYI0  KOppenayuio  2eHOMun-geHomun u  CnpocHO3Upo8ams
KIuHu4yeckoe meuenue Oonesnu. Oonaxo mymayus p.V243A, kax munmumym, o0OHA KONUS
KOMOpOU OOHAPYHCUBAEMCL Y MHO2UX OECCUMNMOMHBIX NAYUEHMOS, GbIAGIAEMbIX NpU
CKpUHUH2E HOBOPOICOEHHBIX, KAK NPABUNIO, ACCOYUUPOBAHA C MAKUM @eHomunom. YV
nayueHmos ¢ SMou Mymayuetl Mojicem pa3eueamsbcs 2UNOIUKEMUST NPU MANCENbIX HAPYULEHUSIX
300p06bs UNU MUONAMUSA NPU CUTBHOU DUUYECKOU HA2PY3Ke, HO 803MONCHO U OeCCUMNMOMHOe
meuenue.
Mna nayuenmos, y KOmopwulX pa3zeuearomcsi MmobKo C6A3aHHble ¢ (Qu3U4ecKou Hazpy3Kol
Muonamuyeckue cumnmomvl 8 boee nozonem gospacme, obozawerue payuora MCT (ocobenno
nepeo @QuU3UUECKOl HASPY3KOL) MOdCem ucspams 6ddiCHYI0 polb, d HeoOX00uMoCms 8
oepanuyenuu LCT moocem omcymcemeosams.
o PexomMenayercst pyu HUIMYMK CUMIITOMOB y NanueHToB ¢ aepumurom VLCAD nuera c
noHWXeHHbIM cojepkaHueM LCFA u mnepeBon mnamnueHta Ha MOIU(MUIMPOBAHHBIE JKHUPHI
(mo6aBxku MCT) niist mpeaoTBpallieHrs MBITIIEYHON 00 U pabaomuonuza [61, 66].
YpoBeHb yoenuTebHOCTH 10Ka3aTeabCcTB C (YPOBEHB 10CTOBEPHOCTH PeKOMEHIaluu — 5).
KomMeHTapuu: npu Haiuuuu cumnmomos cooepicarue oouux sxcupos 25-30% om obwetl
kanoputinocmu, uz nHux 20-25% 3a cuem MCT u 5-10% 3a cuem LCT (Ilpunoosicenue I'12) [61].
Ilockonvky Kaunuueckue cUMRMOMbL NPU 00N20CPOYHOM HAONIOOEHUU Y NAYUEHMO8 C
oepuyumom VLCAD npedcmasnenvt npeumyuecmeeHHo 3Mu300Uteckol MululedHol 00160 U
PAbOOMUONUZOM, UMO YKA3bI6AEM HA HEOOCMAMOK MbIUEYHOU dHepeUull, payuorn HeobXooumo
obocawamv MCT, komopsie 0onxcHbl cocmagnams 20% om obweti kanoputinocmu (Tabauya 3).

HauueHmaM Cc Mblueynol cirabocmvio U 00abIO npu qbus’uqecmtx Hazpys3Kkax nomocaem
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nosvtuterue nompednenus MCT (unu yeneeo0o8) nenocpedcmeeHHo neped Oonee UHMeHCUBHOLL

Qusuuecxoti naepyskoi (nanp., 8 dozuposke 0,25-0,5 e MCT/xe).

3.2.8 PexoMeHaaLMM IO JeYeHHUI0 nanueHToB ¢ ['A2

o PexomeHnayercs manueHTaMm ¢ yCTaHOBJICHHBIM AuarHo3oM ['A2 coOmiofieHure TUeThl ¢
HU3KHUM cojiep)aHueM XUpoB (20-25% sHepruu), HU3KUM COJEpKaHUEM OeKa JJIsi CHUKCHHS
U30BITOYHOTO IOTPEOICHUS H30JICHITNHA, JICHIMHA, Tu3uHa, TpunTodana u BamuHa [103, 111].
YpoBens yoeauTeabHOCTH A0Ka3aTeabcTB C (YPOBeHb 10CTOBEPHOCTH PEKOMEHAAIUM — 5).
. He pexoMenayeTcsi manyeHTamM ¢ yCTaHOBJIEHHBIM quarHo3oMm ['A2 naznauenne MCT
[104].

YpoBeHb yoequTeJIbHOCTH 10Ka3aTeJbCTB C (YPOBEHb 10CTOBEPHOCTH PEKOMEHIauM — S).
o Pexomenayercsi BO Bpemsl KpPH30B NAallieHTaM C YCTAHOBJICHHBIM auarHozom ['A2
MapeHTEPATIbHOEBBEACHUE JEKCTPO3bI™™* Jis KymUpPOBaHUS TUIOTJIMKEMHUU U TOAABICHUS
aunonu3uca, OeH3zoaTa HaTpus ( OMOJIOTMYECKH aKTHBHAs N00aBKa) - IS JUIS KYIMUPOBaHUS
runepammonuemuu [111].

YpoBeHb yoenuTebHOCTH 10Ka3aTebcTB C (YPOBEHb 10CTOBEPHOCTH PeKOMEHIaluu — 5).
KommenTapuu: oemanvnoe onucanue npusedeno 6 3.1.2 Pexomendayuu no neuenuro

nayuenmos ¢ FAOD 6 nepuod memabonuueckoti dexomnencayuu

3.3 PexoMeHIAIMM 10 NPUMEHEHHUIO OTAEJbHBIX JIEKAPCTBEHHBIX NIPENAPATOB

KpOMe IMPUMCHCHUA JUCTOTCPAIINHU IIPU HAPYIICHUAX OKUCIICHUA JKUPHBIX KHUCIIOT TAKXKE
H€06XOI[I/IMO INPpUMCHCHUC psda JICKAPCTBCHHBIX NpCIapatToB W  BHUTAMHHOB, YTOOBI
KOMIICHCHUPOBATH )Ie(l)I/IIII/IT HC3aMCHHUMBIX JKHUPHBIX KHUCJIOT B OpraHu3ME, KapHUTHHa H

KUPOPACTBOPHUMBIX BUTAMHUHOB.

3.3.1 PexoMeHaanyy N0 NPHMEHEHUI0 OTIECJIbHBLIX JEKAPCTBEHHLIX MNPEnaparTos,

coacpKAINMUX JJCBOKAPDHUTHUH

. Pexomennyerest n3berath Ha3HaueHUs JIeBOKapHUTHHA B MEpPHOJ Kpu3a MpH aedexTax
OKHCJIEHUS JUIMHHOIIETIOYEYHBIX >KUPHBIX KUCJIOT, OCOOEHHO B BHJI€ BHYTPUBEHHBIX HH(Y3HIi
JUTSL TIPETOTBPAIICHHS PAa3BUTHS pabOMHOJIN3a, HEBPOJIOTHUYECKUX HAPYIICHUH U apuT™MuH [63,
142, 132].

YpoBeHb yoenuTebHOCTH 10Ka3aTeabeTB C (YPOBEHD 10CTOBEPHOCTH PEeKOMEHIaluM — 5).
KommenTapumu: JlesoakapHumun s615emcsi OCHOBHOU mepanuel NayueHmos npu nepeuyHou

HeooCmamo4yHocmu KapHumuHa. Taxorce npu HU3KUX 3HAYEeHUsl KAPHUMUHA 6 KPOBU MOaIHceEN
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ucnonvzoeamscs npu opyeux ¢opmax FAOD c yenvro ycunenus ceazvléanus Memadoaumos
HCUPHBIX KUCTIOM U 8bl8edeHUsl ux ¢ Moyou. OOHAKo ucnonvsoanue iesokapuumuna npu FAOD
ABNAEMCA CNOPHLIM, M.K. OOKA3AMENbCMEAd €20 IPGeKmusHocmu npu 8MopudHoM oeduyume
kapuumuna omcymcemsyrom. Ilpu Hedocmamounocmu MTP u LCHAD oobasku c¢
Jlesoxkapnumunom mozym UHOYYUPOBaAMb O0anbHeuuyo NPOOYKYUIO 3-
CUOPOKCUAYUTKAPHUMUHOS, ~ CHOCOOHBIX — B8bI3bl8AMb  HeoOpamumvle  HespoOnamuiecKue
cumnmomsl u apummuro. Hccnedosanus na mviuiax ¢ moodenvio depuyuma VLCAD maxoice
NOKA3GNU, YMO HEeX8amKkd KApPHUMUHA Bbl3blédem e20 SHOO02eHHblU OUOCUHmMEe3), KOmOopbili,
00HAKO, NOOABNAEMCs NPU IK302eHHOM 66edenuu Jlesokapnumuna. Y mHozux nayuenmos c
Ooehekmamu  OKUCNEHUS JCUPHLIX KUCIOM, He Noaydaowux 006aeok Jlesokapnumuna,
KOHYeHmpayuu c60000H020 KAPHUMUHA 6 NIA3Me MAaKice 6apbupyiom Om HUSKUX 00
HOPMAbHBIX, YMO NO380.J11em 2080pUMb U 00 IHOO2EHHOM OUOCUHME3e KAPHUMUHA ) 4el08eKda.
Taxum obpazom, 0obasku, cooepxcawue Jlesokaprumuh, OOANCHbL HAZHAYAMBCA  C
OCMOPOACHOCMbIO, 0COOeHHO, Ko20a peub udem o Hedocmamounocmu TFP u LCHAD.
Cywecmgyem KOHCEHCYCHOE MHEHUe, CO2NIACHO KOMOpOMY clledyem OmKa3amuvcs, 8 4acmHOCmu,
om GHYMPUBEHHO20 66e0eHuUs JleoKapHUMuUHA NpU OCMPLIX MemAaOOIUYeCKUX HAaAPYUEeHUsX,
NOCKONbKY 6 MAKUX Cumyayusx nogvlulaemcss npooyKyus NOMEHYUAIbHO MOKCUYHBIX

AYUIKaprumuHos, umo npueodwlo K 8He3anHou cuepmu nayuermoe.

3.3.2 PexoMeHaaMM O NPHMMEHEHUI0 He3aMEeHHMBIX JKHPHbIX KHCJI0T

[Manmentsl ¢ FAOD, Haxonsuuecs Ha HHU3KOXKUPOBOM JHETE MOABEPKEHBI BBICOKOMY
pHCKY JeguuMTa KXUPOPACTBOPUMBIX BUTAaMHHOB. BaxkHo n30erarh neduuura He3aMEHHMBIX
KHUPHBIX KHCIOT, M Oonblias dYacTh NOTPEOJIEHUS JUIMHHOLIETIOYEUHBIX JKUPOB JIOJDKHA
MoCTynaTrh U3 Maces, OoraTbIXx HE3aMEHUMBIMU >KMPHBIMH KUCJIOTaMH. (s ynoBiIeTBOpEeHUS
NOTpeOHOCTEl B HE3aMEHMMBIX JKHPHBIX KHCIOTaX MOXKET NoTpeOoBaThCcsl J00aBIeHHE
CIIELMAJIbHBIX MACeNl, TAKUX KaK opexoBoe uiH JibHsHoe Macio (IIpunoxenue I' 13) [105].

. Pexomennyercss mnamueHtam ¢ HenocrarouHocteio MTP m LCHAD, HasHauath
OMOJIOTHYECKYI0 aKTHBHYIO J00aBKy B BHJE JIOKo3arekcaeHoBod kucioTsl (DHA), urparomeit
BaXHYIO poJib B (popMHpoBaHUM (QYHKIUN HEPBHOW U UMMYHHOM CHCTEM, a TaK)Ke 3pUTEIHLHOTO
aHajam3aropa, B 703upoBke 60 -65 mr/meHs aeTsam ¢ BecoM Tena <20 kr u B go3upoBke 130mr B
JI€Hb — JIeTSM ¢ BecoM Tena >20 Kr Juis nojaepKaHusi GyHKIMM HEpBHOM U MMMYHHOM CHCTEMBI
[105, 137, 157].

YpoBeHb yOeauTeIbHOCTH 10Ka3aTedbCTB B (YpoBeHb 10CTOBepHOCTH peKOMeHaanuu — 3).
Kommenrapuu:  Jlunoneéas  xucioma U G-ITUHONEHOBAsA — KUCIOMA — ABIAIOMCA

npe()mecmeeHHuKaMu 07151 DHO02EHH020 cunmesa bonee ONUHHBIX HCUPHBLX KUCI0OmM, MAaKux Kak
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atikozanenmaerosas kucioma (EPA) u doxoszazexcaenosas kucioma (DHA), komopuvie umerom
pewaroujee 3navenue 0 QOPMUPOBAHUsL PYHKYUU HEPEBHOU, UMMYHHOU CUCMEM U 3PUMENbHO20
ananusamopa [105]. Obecneuumv ORMUMANLHYIO KOHYEHMPAYUIO dMUX JHCUPHBIX KUCTIOM 6
niame mMoabKO C NOMOWbLIO NPUMEHEHUS NUUEBbIX MACel CILONCHO, NOIMOMY NAYUeHMAM
mpebyemcs 0obasneHue UxX 6 qucmom e6uoe Ol OOCMUNCEHUSI HOPMAILHO2O YPOBHSL.
Cuumaemcsa, umo 0obasku DHA mozym cmabunuzupogams, u 3amMoOpMO3UMb pa3GUmue
nuemenmuou oecenepayuu cemyamru npu  FAOD. CozcnacHo npoedeHHOMY UCCIe008aHUIO
[157], onmumanvras ouemomepanus, HA3HAYAEMAs HA OCHOBAHUU HU3KUX KOHYeHmpayui 3-
UOPOKCUAYUNKAPHUMUHA U 8bICOKUX KOHyeHmpayui DHA 6 niasme, noseonsna coxpaHsams
@ynxyuto cemuamxu u ocmpomy 3penus y demeti ¢ Hedocmamoynocmoio LCHAD unu MTP.

o B mexnpuctynssiii nepuox s manueHtoB ¢ FAOD Haxonsmmxcsa Ha  AuMere C
OTPAaHWYCHUEM JUTMHHOICTIOUEYHBIX JKUPOB PEKOMEHJAO0BAHO J00aBISITH HATypaJIbHBIC
pacTuTenbHbIe Maciia (KOKOCOBOE Maciio, Macyio TPEIKOT0 Opexa) sk BOCIIOJIHEHUST HE0CTaTKa
JKUPHBIX KucioT [105].

YpoBeHns yoeauTeabHOCTH A0Ka3aTeabcTB C (YpoBeHb 10CTOBEPHOCTH PEKOMEHAAIUM — 5).
Kommentapun: Coomnowenue He3aMEHUMBIX JCUPHBIX KUCAIOM 6 PA3IUYHBIX MACIAX
npuseoeno 8 Ipunoocenuu 'l 3.

. PexomennoBaHo HazHaueHUE HE3aMEHHUMBIX >KUPHBIX KucaoT manuveHtam ¢ FAOD Ha
(oHE HU3KOKUPOBOM AUETOTEpANuy C LENIbI0 KOMIIEHCAllMU UX HegocTtaTouHoctH [11-14, 105].
YpoBeHb yoenuTebHOCTH 10Ka3aTe1beTB C (YPOBEHb 10CTOBEPHOCTH PEKOMEHIaluu — 5).
Kommenrtapuu: B npunooscenuu I' 8 npusedenvl 0cHOBHble peKOMeHOAYuu No HA3ZHAYEHUNO
HEe3AMEeHUMbLX HCUPHBIX KUCTIOM NpU Oueme ¢ HUSKUM COOEPAHCAHUEM HCUPOS.

3.3.3 PexoMeHaanMy Mo NPHMMEHEHUIO CpedHeleNnoUeUHbIX TPUIJIHILEPHI0B

. PexoMeH10BAHO B KaueCTBE OCHOBHBIX MHUIIEBBIX HMCTOYHUKOB CPETHEIEITOYCUHBIX
KUPHBIX KUCITOT UCTI0NB30BaTh 50% smynbcuto MCT B muTaHWU MTAIIMEHTOB C HEIOCTATOYHOCTH
TFP u LCHAD u VLCAD ansa npeaoTBpaiieHus pa3BUTHsI MBIIIEYHOW CUMITOMATUKH [112,
149].

YpoBeHb yoeauTeJbHOCTH 10Ka3aTeIbCTB C (YpOBeHb I0CTOBEPHOCTH PEKOMEHIAUH — 5).
KommenTapuu: Coodepocanue MCT 6 paznuunvix npooykmax ie4ebHo2co NUmaHus npueeoeHo 8
npunodcenuu  1'14. Onuzoouueckue MulleyHble CUMNMOMbL, HANPUMED, DPAOOOMUONU3,
namozenemu4ecKu CeA3bl8arom ¢ 0eQuUUUMOM dIHePIUll, U UX MOICHO NPeodoemb ¢ NOMOWbIO
yeneeooos unu MCT. B uacmuocmu, no umerwumcs OAHHbIM, CEA3AHHbLIL C Qu3uuecKoll
AKMUBHOCMbIO  pAOOOMUONU3  MONCHO NPeOOmMEpamums nymem npuema O00CMAaAmoyHO20

konuwecmea MCT nenocpedcmaenHo nepeo Hazpy3Kou
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. He pexomenayercsi HazHauenue nanueHtaM ¢ MCAD TpurivuepusioB co CpeaHei
mmHoi nenu (MCT) ¢ uenbio mpeqoTBpaIleHus] YXYALIEHUS! COCTOSHUS MalUeHTa. pa3BUTHUS
MeTrabonnueckoro kpusa [105].

YpoBeHb y0enuTeJbHOCTH 10Ka3aTeJbcTB C (YpOBeHb /I0CTOBEPHOCTH PEeKOMEHIAIHN —
S).

KommenTapuu: JKuphvie xuciomul co cpedHell OIUHOU yenu MO2ym HPOHUKAMb 8
MUMOXoHOpuu, He OYOY4UU CBA3AHHLIMU C KAPHUMUHOM, MUHYS 3MAan, HA KOMOPOM OObIYHO
peaynupyemcs okucienue sxcupHuvix kucrom. Ilosmomy npuem MCT moocem npusecmu k Oonee
Cepbe3HbIM  HAPYWEHUAM O00MeHa 6ewecmes, uem HNpu UCNONb308AHUU  ONUHHOYENOYEYHBIX

JACUPOS.

3.3.4 PexoMeHIAIMH IO IPUMEHEHUI0 BUTAMHUHOB

° Pexomenayercsa mnanueHtam ¢ FAOD Ha3HaueHwe BUTaMUHOB rpymnnsl B u
XKUPOPACTBOPUMBIX BUTaMUHOB A, D, E B BO3pacTHBIX JO3MPOBKAX C IIEIbIO MPEIOTBPAIICHUS
ux nedummra [5,12, 105].

YpoBeHb yoeauTeabHOCTH A0Ka3aTedbCTB C (YPOBEHb I0CTOBEPHOCTH PEKOMEHAAIUH — 5).
Kommenrapun: Bumamunbl Ha3Hauaiom 6 603pACmubIX NPOPUIAKMUYECKUX 003aX KYPCAMU NO
2-3 mecaua.

o Pexomenayercst BceM MalMeHTaM C OMOXMMHYECKHMMH HApPYIICHUSIMHU, XapaKTCPHBIMH
st A2 nazHaueHue (OMOJIOTMUeCKO akTUBHOM 100aBku) pudoduasuna [106, 111, 135, 136].
YpoBeHb yoeauTeIbHOCTH A0Ka3aTeabCTB C (YPOBEHb I0CTOBEPHOCTH PeKOMEHIAIUH — 5).
KommenTapuu: Cxoonuliti memabonuueckuti npoghuib moxcem HabM00amuvcs npu oegexme
mpancnopmepa pubograsuna, nosmomy HasHaveHue pubograsuna (buorocuueckas aKmueHasl
0obaska) per os 6 0ose 100-200 2/0envb no3gonsem NOIHOCMBIO KYNUPOBAMb KIUHUYECKUE U

buoxumuyeckue cumMnmomuvl 6onesHu.

3.4 CuMnToMaTrn4ecKoe JeuyeHme

. He pexoMeHayercsi TpUMEHSATH TIpemapaTbl BaJbIIPOCBOM KHCIOTHI** B ciydae
HEOOXOUMOCTH Ha3HAYCHUS MPOTHUBOSMUICITHUECKON Tepamuu ¢ IEeNbI0 MPeIoTBPAICHUSI
pa3BUTHS IEYEHOYHOM HepocTaTouHoCcTH [5,12, 145].

YpoBeHb yoeauTeJbHOCTH 10Ka3aTeILCTB C (YpOBEHb I0CTOBEPHOCTH PEKOMEHIAUH — 5).
KommenTapuu: V nayuenmos c oeghexmamu mumoxoHopuanrbHo2o [-OKUCTEHUs HCUPHBIX
KUCTIOM NpUMEHeHUe BAaIbnpoesoll KUCIomul™* moocem npusecmu K pazgumuio msicenol

NeYeHoYHOl HeOOCMamoOYHOCHIL.

3. 5 Xupypruueckoe jJeueHue

47



IIppy BO3HUKHOBEHUM [IOKa3aHUM JUIsI XUPYPIMUECKUX BMEIIATEIBCTB PEKOMEHIYETCS

KOJUIETHAJIbHOE PUHSTHE PEIICHUsI O TAKTUKE €ro npoBeaeHus |5, 12].

4. MeauuuHcKas peadMIuTALMSA H CAHATOPHO-KYPOPTHOE JIeYeHue,
MeJUIMHCKHE NOKA3AHUA M IPOTHUBONOKA3AHNS K IPMMEHEHHIO MEeTO10B
MeIMUIMHCKOI peaduIuTANMH, B TOM YHCJIe OCHOBAHHBIX HA MCII0JIb30BAHUM

NPUPOIHBIX JIe4YeOHBIX (PAKTOPOB

Iayuenmam c 6pauom-usuomepanedmom u 8pavom no Je4ebHoU u3KyIbmype
paspabamuvleaemcs NepCcoOHANUUPOBAHHBIN  KYPC Ppeabunumayuy, 6KIYaowuil Maccaic,
neyebHyro  uskyremypy,  Qusuomepanesmuyeckue — npoyeoypvl  (MASHUMOMEpPAnuo,
mepmomepanuro, YOapHO-8OIHOBYIO Mepanuio, Memoo OUOLO0SUYeCKOl O0OpPamHOU C653U U
opyaue npoyedypol).
Peabunumayuonnvie kypcor (maccaxc, JIPK, gusuonpoyedypsi, ncuxonoco—nedazocuieckast
NOMOWb) PEKOMEHOYEMC sl NPOBOOUNMD 8 YCI0BUSIX OHEBHO20 cmayuonapa ¢ wacmomot 3-4 paza
6200 [1, 2, 14].
o Pexomennyercsi narueHTam u YlieHaM ux cemeit MIPOBOJIUTH
KOHCYJIbTAIIMIO/KOHCYAbTAIIMM  MEAUIMHCKOTO  TICHXOJora C  IENbI0  TIOBBIIICHUS
MPUBEPKEHHOCTH K jieueHuto [1, 2, 14].

YpoBeHb  y0enuteabHOCTH  Joka3aTeJbcTB € (YpoBeHb  10CTOBEPHOCTH
peKoMeHaanuu — 5).
KommenTapuu: OcHosHoll yenvlo pabomel NALTUAMUBHBIX CIYHCO A6NAeMCs CO30aHUe 6Cex
HeoOX00UMbIX YCNI08UlL 07151 0becnedenus HaX0HCOeHUs NAYUEHMO8 8 OOMAUMHUX YCI08USAX, d He 8
CMeHax ne4eOHO20 YUpedCcOeHUs, 4mo NO360J5iem He MOJbKO VIYYUUMb KA4eCmEo HCUSHU
NAYyueHmos u ux cemei, HO U CYWeECMBEHHO CHU3UMb 20CYOapCmeeHHble 3ampamsl Ha

NOCMOAHHOE CMAYUOHAPHOe JedeHue maxkux nayuenmos [1, 2, 14].

5. IIpodunakTuka U AUCNIAHCEPHOE HAOII0IeHNe, MeMIIUHCKHE TIOKA3aHUs U

NPOTHBOINOKA3aHUSA K IPMMEHEHHUI0 MEeTO10B PO UIaAKTHKH

5.1 HpoduiakTuka

Meouko-2enemuueckoe KOHCYTbMUPOGAHUE
o PexoMeHayeTcsi MEIWKO-TEHETUYECKOE KOHCYJIBTUPOBAHHE TIIOCIIE YCTAHOBIICHHS

nuarHo3a manueHtam ¢ FAOD, ¢ uenbio pa3bsICHEHHI T€HETHYECKOTO pUCKAa, BO3MOXKHOCTH
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MPOBEJCHUS MPEHATAIbHON U MPEUMIUIAHTALMOHHON JUArHOCTUKH JJIs JII000H mocienyroniei
OCpEMEHHOCTH B CEMBSIX, OTATOIICHHBIX X0Ts OBl oiHUM citydaeM FAOD [1,2, 6].
YpoBeHb yoeauTeabHOCTH A0Ka3aTeabCTB C (YPOBEHb I0CTOBEPHOCTH PEeKOMEHAAIUN — 5).

KommenTapuii: Cembsam ¢ 60abHbiMU OembMU PEKOMEHOYEMCs MEeOUKO-2eHeMULecKoe
KOHCYIbMUPOBAHUE C Yellblo onpedeleHus 2eHemuyeckozo pucka. Kax u npu opyaux aymocommo-
PpeyeccusHvX 3a001e8aHuUsX, OISl KadcOol bepeMeHHOCMU PUCK POAHCOeHUs pebeHKa cocmasisem
25%. B cembvsx, 20e ecmb OONbHOU PEOEHOK, BO3MOJNCHO NpPOBeOeHUe NPEeHAMANbHOU U
NPEeUMNIAHMAYUOHHOL OUASHOCTNUKUL.

Ilpenamanvnas ouazHocmuka NpPoBOOUMCS MOJEKYIAPHO-2eHEMUYECKUMU MemoOdMU,
nymem uccrneoosanus J{HK, evidenennou u3z Ouonmama eopcur xopuona Ha 9-11 Hedene
bepemeHHOCMU U/UnU KIemoK aMHUOMUYECKOU HCUOKOCMU, NA00HOU Kposu Ha 20-22 nedene
bepemennocmu. Ilpu mackux ¢opmax FAOD xopowio omeeuarowux Ha mepanuio, peuieHue o
nposedeHul NPEeHAMAaIbHOU OUACHOCMUKU QOANCHO ObIMb NPUHAMO MOJLKO NOCTe NOOPOOHO20
00cydcoeHust ¢ cembell 6cex PUCKO8 U NPOSHO3a 3a0071e6aHUsl Y NOMOMCMEd, 803MONCHOCMELl

JleyeHusl npu panHel OUaA2HOCMUKe.

300poewlit 00pas sncuznu

[Moapoctku u B3pocnsie ¢ FAOD m0mKHBI OBITH OCBEIOMIIEHBI O PUCKaX, CBSI3aHHBIX C
Ype3MEepHBIM YMOTPEOJICHUEM alKOrois. AJIKOTollb HHTUOMPYET TIIOKOHEOTeHE3, MOATOMY
HAPYIIAOTCS KaK OKUCIICHHUE JKUPHBIX KHUCIIOT, TaK W TIFOKOHEOTCHE3, KOTOPhIE 00eCTICUnBaIOT
OpraHu3M MeETaOOJIMYECKON JHEepruei Bo BpeMs TrojojaHus. HeoOXoaumo peKoOMEeHIOBaTh
OrpaHHuYEHUE MOTPEOICHHS alTKOT OIS U BCET/Ia B COUETAHUU C €JI0M.

Jlereii ¢ yctanoBiIeHHBIM quarno3oM FAOD crienyer y4uTh «310pOBOMY 00pazy KU3HU
C TIOMOIIBIO JTUETHl M (pH3UYecKux ynpakHeHuH. HekoTopble poauTenn 00eCIOKOCHBI TEM, YTO
X peOEHOK He eCT J0cTaTouHO. Eciu peOeHOK He chefaeT peKOMEHI0BAaHHbBIN 00BeM, TIOPITHIO,
pu HEOOXOIMMOCTH MOKHO JIOKOPMHUTH WIIM OPTaHH30BaTh MEPEKyC MO3xkKe, YTOOBl 00ecrnenT
(bU3HONIOTHYECKYIO TOTPEOHOCTh B SHEPTHUU.

Jlromu ¢ nepummmrom MCAD He HYXHArOTCA B JOMOJHUTENBHBIX KAJIOPHUAX; CIEIYET
n30erarhb rmepeeianus U3-3a PUCKa OXKUPEHUS.

Kommenrapuu: /[loncocpounvie pesynvmamvl ucciedo8anuti NoKaA3aiu, umo 00U,
neyuswuecs om depuyuma MCAD, cxnonnwvl k upesmepromy yeeruvenuro geca [108]. [Hemu 6
npenyoepmamnom 803pacme Mo2ym umems U30bIMoOUHbIU 8ecC, 8CIeOCMEUE YACMO20 KOPMIEHUS
Kak dacms Jneuvenus. Iloxazamenu pocma u maccel mena  OOJIHCHbI  MUAMENLHO
KOHMPOAUPOBAMbCA NPU KAACOOM NOCEeUjeHUuU KIUHUKU. [Junamuueckoe HabarooeHue O00aHNCHO

BKIIOYAMb PEKOMEHOAyUU Nno KOHMPOIIO MACCbl mead, oOyueHue 300p08oMy 00pa3y HCU3HU,

49



sKaOUAOwWeMy 6 cebss OpobHOe pecylsapHoe numanue ¢ coonoeHuem HOpm QU3U0I02ULeCKOl

KAOPUUHOCMU U PEKOMEHOAYUl no Gu3uyecKkol akmusHOCmu.

Haobnwoenue ¢ nepuoo depemennocmu
. Pexomenayercsi KOHCynbTalus >KeHIIMH-HOCUTENbHULI FAOD nns  pasbsicHeHus
PUCKOB BO3HUKHOBEHMS aKylIEpCKUX ociiokHeHui [105, 138].
YpoBeHb yoeauteabHOCTH pekoMeHaauuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEeJIbCTB — 5)
KommenTapmii: JKenwunst, y komopwix ovin pebenok ¢ FAOD nooegepoicenvl pucky 60 epems

nocaedyiowux oepemennocmeti HELLP cundpomy. Ocobenno 5mo kacaemcsi cieoyouux

3abonesanuii: dechuyumot LCHAD, VLCAD, CPTI1, CPT2 u CACT.

5.2 IncnancepHoe HAQJII0OAeHNEe

o Pexomennyercst onpezieneHre KOHIEHTPAMK ALMJIKAPHUTUHOB B KPOBU Y HAIIMEHTOB C
FAOD c nenbro KOHTPOJISt YPOBHS CBOOOHOTO KaPHUTHHA U allWIKApHUTHHOB [19, 21].

YpoBenb yoeaureabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTENbCTB — 4)

KommenTapuu: Onpeoenenue ayuikapHumunog npoGOOUmMcs ¢ YACMOmou. Kaxcovie 1-2
Mecaya nayueHmam 00 2004, kaxcovle 3 - 6 mecayes y demeil maaoute 6 nem, kaxcovie 6 -12
Mecayes nayueHmam cmapwe 6 Jjlem, N0 NOKA3AHUAM 6 Nepuod U Npu 00003PeHUU Ha
memabonuvecku kpus. Heobxooumo ommemumv, umo YpoeeHb AUUIKAPHUMUHOE MON*CEm
nosvluiamuvcs npu HasHavenuu Jlesokapuumuna (Ipunoscenue I'16).

° PexomMeHnoBaHo  BceMm mnmamueHTam ¢ auarHozoM FAOD oOmmit (KIMHHYECKHil)
aHaJ M3 KPOBU Pa3BEPHYTHIN (reMOTrJI00MH, KOJIHYECTBO SPUTPOIIMTOB, IIBETOBOM IOKa3aTeb,
KOJIMYECTBO JICHKOIIMTOB, TPOMOOIIUTOB, JeWKouuTapHas (opMmyna U CKOPOCTh OCEHAHUS
SPUTPOLMTOB) JUIsI OLIEHKM OCHOBHBIX IapaMETPOB KPOBETBOPEHUS U HATMYUS
BOCHAJMTENBHBIX TIporieccoB [1, 2, 5, 28].

YpoBeHb yoeauTeJbHOCTH 10Ka3aTeILCTB C (YPOBEHDb I0CTOBEPHOCTH PEKOMEHIAUH — 5).
KoMMeHTapuu: 6 c843u ¢ 8bICOKUM PUCKOM PA3BUMUS UHMEPKYPPEHMHbIX UHGeKyull 0ouul
ananuz kposu nayuenmam ¢ FAOD npogooumcs ¢ wacmomoti: kadxcovie 6 mecsayes nayueHmam
00 6 1em, kadicovie 6-12 mecayes nayuenmam cmapuie 6 iem.

. Pexomenayercs Bcem mamueHtaM ¢ FAOD  npoBeneHwe  aHanu3a  KpPOBH
OMOXMMHYECKOTO OOIIETEPaIIeBTHYECKOTO (COAEPIKaHUE TITIOKO3BI, 00IIero 0enka, OSIKOBBIX
bpakumii, ansOymuH, C-peakTHBHOrOo Oenka, oOmero OunupyOmHa U ero (pakium,
X0JIECTEpUHA, TPUTIULEPUAOB, JIUIIOMPOTEUIOB HU3KOM U BBICOKOW IUIOTHOCTU (HMCCIIEOBAaHUE

YPOBHSI JIMIIONPOTENHOB B KPOBHU), LIeNOYHON (ocdaTaspl, KpeaTHHHHA, MOYEBUHBI, MOYEBOU
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KHCJIOTBI, aMMOHUs, anaHuHamuHoTpancdepasbl (AJIT), acnapraramunorpancdepassr (ACT),
ramMarmotamunTpancepazsl  (ITT),  kpeaturdocpokunazsr  (KDK), HMccnenoanue
YPOBHSI/aKTUBHOCTH HM30()€pPMEHTOB KpEaTMHKMHA3bl B KpOBH, jakraraeruaporenaza (JIAI),
KaJmplusi OOIIEr0o W MOHU3MPOBAHHOIO, HATpHs, Kalus, Heopranumdeckoro ocdopa, xenesa,
dbeppuTiHa, MarHus, XJIOpa, MOJOYHOM KHCJIOTHI), HWHCYJIMHA, IOKa3aTelel KHUCIOTHO-
ocHoBHoro pasHoBecusi (MccnenoBanue ypoBHs Oy(epHBIX BemiecTB B KpoBH, MccienoBanue
YPOBHS BOJOPOJHBIX HOHOB (pH) KpoBM), Hcciae0BaHUE YPOBHS MOJIOYHOM KHCIOTHI B KPOBU
(JlakTaTa) C LIETBIO0 OICHKU COCTOSHUS IEYeHH, MOoYeK, OanaHca BaXHEHIINX HYTPUEHTOB IMPU
TUEeTOTepanuu, KaimblueBo-pochopHoro oOMeHa U BBISBICHHS OTKIOHEHHMHM Ba)KHBIX
OMOXMMHMYECKHX MOKa3aTeNeH I JalibHemen koppekuuu |12, 132, 145].

YpoBens yoeauteabHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — S5)

KommenTapwuii: ananuz nposooumcs ue pedxce 1 paza 6 6 mecsiyeé u no nokazamusim npu
VXYOuleHUuU COCMOAHUSL U NPU MeMAabOIULeCKOM Kpu3e.

PexoMengoBano BceM mnamnueHraMm ¢ FAOD oOummuil (KIMHUYECKUI) aHaiau3 MOouH,
OTpeJieJICHUEe KETOHOBBIX TeJI ISl OIEHKH COCTOSIHUSI MOUYEBBIBOISIINX MyTeH u mouek [1, 2, 5,
34].

YpoBeHb yoenuTeJbHOCTH 10Ka3aTebCcTB C (YPOBEHb 10CTOBEPHOCTH PEKOMEHIaluM — 5).
KoMMeHTapuu: @ c8i3u ¢ 6blCOKUM PUCKOM pa38umus UHMEPKYPPEHMHbIX UH@eKyull y
nayuenmos ¢ FAOD pexomenoyemcs nposedenue 0aHH020 UCCIe008aHUS He pexce 5 pa3 6 200

Obviuno obwuti ananuz mouu nayuenmam ¢ FAOD nposooumcsa ¢ wacmomoii: kasxicovie 6
Mecayes nayuenmam 0o 6 nem, kasicovie 6-12 mecayes nayuenmam cmapuie 6 nem, yawe — no
NOKA3AHUAM NPU YXYOUleHUU COCMOAHUSL U NPU MeMAaOOIULeCKOM Kpu3e.

o Pexomennayercss ompeneneHue 1a0OpaTOpHBIX IMOKa3aTenel (KHCIOTHO-IIET0YHOTO
cocrosiHus kpoBHu (MccnenoBanue ypoBHs Oy(depHBIX BelleCcTB B KpoBH, McciaenoBanue ypoBHs
BOJIOPOJHBIX MOHOB (pH) KpoBH), Hicciea0BaHNEe YPOBHS MOJIOUYHOM KUCIIOTHI B KPOBH (JIaKTaTa),
TJIF0OK03a, MJIEKTPOIUTHI (Kajduii, HaTpUil, KalblMii HOHU3UPOBAHHBIN, XJIOP) B MEPUOA U TIPU
MOJIO3PEHUH HA META0OIMYECKH KpU3 MAIlMeHTaM C KIMHUYECKUMHU W/MIU OMOXUMUYECKUMHU
npusHakaMu FAOD c¢ 1enbio OLEHKH COCTOSHUSI U CBOEBPEMEHHOI KOppeKIuu Tepanuu [12,
132].

YpoBeHb yoeauTeJbHOCTH 10Ka3aTeILCTB C (YpOBEHDb I0CTOBEPHOCTH PEKOMEHIAUH — 5).
) Pexomenayercss BceM TMalMEHTaM C TATOJIOTHEH CEPACYHO-COCYIMCTON CHUCTEMBI
UCCIICIOBaHMsI YpPOBHS N-TepMHUHAIBHOTO (hparMeHTa HATPUHYPETUYECKOTO MPOTMENTHIAA
mo3roBoro (NT-proBNP) B kpoBu i1 CBOEBPEMEHHOW JHMarHOCTUKU  CEPACUHOU

HEJOCTaTOYHOCTH, nuddepeHnmanbHON IUArHOCTUKHU C OJIBIIIIKOM, BBI3BAaHHOU
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pecrupaTopHbIMU HapylWeHWsIMM, JUIsl  pEIIEHUs BOIPOCOB O  CTApTe/KOPPEKLUHU
KapauoTponHou tepanuu [11, 133].

YpoBeHsb yoeauTeabHOCTH A0Ka3aTeabCTB C (YpOBeHb 10CTOBEPHOCTH peKOMeHAanun — 4).

. Pexomenayercst mnpoBeneHue — XoaTepoBckoro MmonutopupoBaHus OKI, DOxo0-KI,
nanyentam ¢ FAOD npu mocraHoBke JauarHosa, jgajiee He pexe | paza B roj ¢ Ieiblo
JIMarHOCTUKY natojioruu co croponsl CCC [97, 109, 129, 133].

YpoBeHsb yoenuTeabHOCTH A0Ka3aTebCTB C (YPOBeHb 10CTOBEPHOCTH peKOMeHAanun — 4).

° Pexomennyerest nposeaenue snekrposniedantorpaduu (3317 nauuentam ¢ FAOD npu
HAJIMYUU HEBPOJOTUYECKONH CUMITOMATUKHU JIJISl BBISIBICHUS SMUJICTITUYECKON aKTUBHOCTHU U IS
KOHTPOJISI TMPOTHBOAMMICITUYECKOW TEpanmuu COTJIACHO KIMHUYECKUM PEKOMEHAIUAM I10
snustericuu [35, 158].

YpoBensb yoenurebHOCTH pekoMenaanui C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB

—4)
KommenTapuu: ¢ mom uucne 331" ¢ eudeomonumopuneom. Ilpu omcymcmeuu npucmynos-me
peace 1 paza 6 200, npu HaTUYUU FSNUTENMULECKUX NPUCIYNOE- NO NOKA3AHUSM.
° Pexomennyercsi mpoBeneHue yiubTpa3BykoBoro wuccienoanus (Y3U) opranos
OpromrHoM monoctu nanuenTaM ¢ FAOD nis BbIsSIBIEHUS MATOJIOTUU MeYeHH U modek [9, 12,13,
145].
YpoBenb yoeaureabHocTH pekoMenaauuii C (YypoBeHb J0CTOBEPHOCTH J0KA3aTENbCTB — 5)
KommenTapuu: Kpamnocms npu omcymemeuu usmenenuti-ne pexce 1 paza 6 200, npu Haauyuu
namono2uu neyeHu- o NOKA3AHUM.
° Pexomennyerest mpoBeneHue odTanbMockonuu manueHtaM ¢ FAOD ¢ mensio
CBOEBPEMEHHOT0 O0HapyXeHUs o TanbMoioruueckoi naronoruu [38, 149].
YpoBenb yoeauteabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)
Kommentapum: Kpamnocms npu omcymcemeuu usmeneHuii-ne pexce 1 paza 6 200, npu Haiuduu
namono2uu - N0 NOKA3AHUSAM.
. Pexomenayercs namuentam ¢ FAOD npoBeaeHne KOppeKIUK Je4e0HOro MUTaHUs U
CUMITTOMATHYECKON TEPAMH C IEJbI0 UCKITIOUEHUs OEITKOBO-DHEPTETUIECKON HEAO0CTATOYHOCTH
[11-14, 105].
YpoBensb yoenqureabHocTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — S)
KommenTapuu: Koppexyuio ouemomepanuu npogoosim 8payu-2eHemuKy Ui payu-ouemono2u
¢ yacmomoti 1 p/mec na 1 200y sxcusznu, danee 1 p/3 mec u no noxaszanusm oo 3 sem; 1 p 6 mec

nocue 3 jem.
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° PexoMeHaytoTest Juisi HaOMIOJEHUS TAMEHTOB C YCTAHOBJEHHBIM auarHozom FAOD
MPUMEHSTh MYJIbTHIUCIUIUIMHAPHBIA TIOIX0]] B BUAY TOTO, YTO 3a00JICBaHHS XapaKTePUIYIOTCS
MOPaXCHHEM MHOTUX OpPraHOB W CHCTEM, TpeOyeT KOMIUIEKCHON Tepamuu, 4YTO JTUKTYET
HEO0OXOMMOCTh COBMECTHOTO BEACHHS MAIMEHTa CIIeIUaIMCTaMU pa3HbIX npodwunei [12,13, 15,
28, 145].

YpoBennb yoeaureabHocTH pekoMenaauuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — S)
KomMmeHnTapuu: nokaszanvl nepeuunsie u nosmopHvle KOHCYIbMAYUU 8pada-ceHemurd, epaia-
ogpmanvmonoza, 6paua-Hespono2a, 6paia-2acmpodIHmMepono2d, 8paya-3HOOKPUHON02d, 8paAyd-
Kapouonoza, 8paia-o0emcko2o  Kapouonoza, epaua-Hegponoza,  pava-neduampa/spava-
mepaneema/spaua oowel Npakmuku (cemMeluno2o epaua), a makodce epavel  Opyeux
cneyuanvnocmet nayuenmam ¢ FAOD, umerowum mapywenus ynxyuii coomeemcmeayiouux
0p2aHo8 u cucmem

. Pexomenayercsi oOydeHuMe poauTenei (3aKOHHBIX MPEACTABUTENICH) /MAIlMCHTOB
IpaBUJiaM OpraHU3alMd TEepalud B MEXKIPHUCTYNHBIA TEpUoA U B MEPHOJ  YIPO3BI
MeTabonnueckoro kpusa nanueHtoB ¢ FAOD ¢ nenbio mpenoTBpalieH sl pa3BUTHS MTOBTOPHBIX
MeTabonnueckux kpu3oB [105].

YpoBenb yoeauteabHocTH pekoMeHaauuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)
Kommenrapum: V pooumeneii pebenka 6cez0a 0OondcnHa Obimb nAMAMKA C YKA3AHUEM

HEOMJIOHNCHbIX Meponpzmmud 6 nepuod Havdurarouiecocs Memaobonuyecko2o Kpusa (HpuﬂoofceHue

riy).

6. Opranuzanusi MeUIMHCKON MOMOIIH

Tlokaszanud U1 MIIAHOBOM T'OCIIMTAIN3AIINN:
HEOOXOUMOCTh TTPOBEJCHHS PA3TUYHBIX BUJOB SKCIIEPTH3 MM OOCIEIOBAHMS B MEIUIIMHCKOM
OpraHu3aIMy TP HEBO3MOXXHOCTH TPOBEJCHHS WX B aMOYIaTOPHBIX YCJIOBHSX, TPEOYIOIINX
JTUHAMHUYECKOro HabOmoneHuss (B TOM 4Yucie odopMiieHHe 3akitoueHus ¢eaeparTbHOro

KOHCWJINYMa).

[TokazaHus ISt SKCTPEHHON TOCIUTAN3AIINN

OCTpBI€ 3a00JIeBaHUS;

000CTpeHUsT XpPOHUYECKUX OOJIC3HEH;

OTpaBIICHUSI W TPaBMBI, COCTOSHUS, TpPEOYIOUIME WHTCHCHUBHOW TEpamuu W TMEpeBojia B

pPCaHUMAIMOHHBIC  OTACJICHUA WKW  OTACICHUA WHTECHCUBHOMU TCpannun a TaKXE
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KpyrjiioCyro4Horo MCAUIOHNHCKOI'O Ha6J'IIO,Z[eHI/II/I U IIPOBEACHHA  CIICHUAJIBHBIX BHIOB

o0ciie1oBaHmMs U JIEUECHUS.

[TokazaHus K BBIMMCKE MAIMEHTA U3 MEIUIIMHCKON OpraHu3aluu:

OTCYTCTBHE YI'PO3bI )KU3HU OOJILHOTO;

OTCYTCTBHE YIPO3bl Pa3BUTHUS OCIIOKHEHUH, TPEOYIOLINX HEOTI0KHOTO JICUCHHUS,
CTaOUIU3aIMsI COCTOSTHUS M OCHOBHBIX KIIMHUKO-IA00pATOPHBIX TOKa3aTeNel MaToI0rH4ecKoro
npoliecca o OCHOBHOMY 3a00JIEBaHUIO;

OTCYTCTBHE HEOOXOAUMOCTH B MIOCTOSSHHOM BpadyeOHOM M KPYTJIOCYTOYHOM METUITTHCKOM
HAOJI0/IEHUU TI0 OCHOBHOMY 3a00JI€BaHUIO;

HEO0XO0IMMOCTH TIepeBoa OOJIBHOTO B IPYTYIO OOJILHUILY WU YUPEKICHHE COLUAITBHOTO

obecrieueHus.

[Taruentam ¢ FAOD 1 pa3 B 6-12 mec. (B COOTBETCTBHH C TAKECTbIO COCTOSIHHSI) TOKA3aHO
KOMIUIEKCHOE 00cieIoBaHUE B MHOTOIIPO(UIBHBIX CTAlIHOHAPAX.

[TponOmKUTENPHOCTh TOCHUTAIN3ALMN 3aBUCUT OT CKOPOCTH KOPPEKIMH METad0JINYECKUX
HapylIeHUH, a TakXke OT CPOKOB TMIOSBJICHHUS TIOJOKUTEJIbHON JUHAMHUKH CO CTOPOHBI
LIEHTPaJIbHOW HEPBHOM CHUCTEMBI U JPYI'MX OPraHOB, CKOPOCTH BOCCTAHOBJICHHS IIOKa3aTeseu
TJIFOKO3bl KPOBU M KUCJIOTHO-ILIEJIIOYHOTO COCTOSIHUS, OTBET Ha JICYEHHE OTMEUYAETCS B TECUECHUE
5-7 nueit. [IpeObiBaHUE B CTAIMOHAPE B CPETHEM COCTABIISIET 21 I€Hb.

[Tocne BBINIMCKM W3 CTallMOHApa JeTH HYXKIAlTCS B HAOMIOACHUU IeauaTpa, HEBPOJIOra,
KapJuoJiora, racTposHTeposora, odraibMolora, AMeTosora, reeruka, nposeaeHuu DKI (mo
MOKAa3aHUsIM).

HabmroieHne manmueHToB Mo MeCTy JKUTENbCTBA (B aMOyIaTOPHO-MOJUKIMHUYECKUX YCIOBHUSX )

JOJIDKHO OCYHICCTBIIATHECA ITOCTOSAHHO.

7. JonosHuTebHast MHPopManusa (B TOM 4YucjIe (PAKTOPbI, BJUAIIINE HA

HUCX0/1 3200J1eBaHNS WM COCTOSTHHSA)

HpO}IOJ’DKI/ITeJ'II)HOCTI) JKU3HM BO MHOIOM 3aBHCUT OT TsDKecTH 3a0oileBaHus U
MPOBEJICHUS NTAaTOT€HETUYECKON U CUMIITOMAaTUYECKON Tepanuu. [IpudnHO# cMepTH yale BCero
SABJIAOTCA CEPACYHO-JICTOUHAA HCJOCTATOUYHOCTD.

B cnyuae mokazaHus K IMETOTEpANUM, CIEAYET HAYaTh JICUCHHE KaK MOXHO PAHbBIIE C IEIbIO

MpEIOTBPALICHUS TPOTPECCUPOBAHUS OCIOKHEHUH [ 1-4, 11-14].
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IIporuo3 cocTtosiHUsI U YpPOBHS ICUXUYECKOT'O Pa3BUTHUS MALMEHTOB 3aBUCUT OT TSDKECTH
3a00J€BaHus, CTENEHU MOPAXKEHUsI BHYTPEHHUX opraHoB (cepaue, neudenb) u LIHC, cpoxon
Hayana JiedeHus W O(PPEKTHBHOCTM MHTEHCHBHOM Tepamud TNpU  METadOIMYecKOn
JekoMIieHcauuu. PaHo MaHudectupyromas cucteMHas (opma 3abojeBaHHs OOBIYHO HMEET
Oosee TsKENOe TeYeHNEe U MeHee 0JIaronpusATHBIN IPOTHO3.

Hebnaronpusitaeie nabopaTopHbIe NIPU3HAKH, CBU/ICTEIIbCTBYIOIIHE 0
HecOAIaHCUPOBAHHOCTH TEPAaMKd M yrpo3e Pa3sBUTHI META0OJMYECKOT0 KpH3a: YMEHBIICHHE
CoJIepKaHUsl CBOOOJHOIO KapHUTHHA, IIIOKO3bl, TEHACHLUS K CHIDKeHUIo pH kpoBu, nepuuury
OCHOBAaHMH, HapacTaHWE COAEP)KAaHUS ALUWIKAPHUTUHOB C O4YEHb JUIMHHOW Lenbio (Ipu
CHIDKEHMHM TIOKa3aTelss CBOOOJHOTO KAapHUTHHA) B KPOBH U TMOBBIIIEHHUE HKCKPELIUU

OpTraHU4YCCKUX KHCJIOT.

Ha HenoctarouHOCTh HYTPUTHBHOW MOJAEPKKU YKA3bIBA€T CHU)KEHHME YPOBHS I'€éMOIJIOOMHA,
xenesa, odmiero 0enka u anbOymuHa. Hu3kuii ypoBeHb B KPOBH HE3aMEHUMBIX JKUPHBIX KHCIIOT
(IMHONEBOM, JMHOJICHOBOM, AapaxWJOHOBOW, JOKO3areKCaeHOBOW M JIp.), HapyIIEHHOE
COOTHOIIIEHUE ITUHOJIEBOM/MMHONEHOBOM KucnoT (B HOopme 5:1 — 10:1) moryt oOycrnoBHUTH
3a/IepKKY TICUXOMOTOPHOTO M PEUYEBOr0 pa3BUTHUA, CO3PEBAHME HMMMYHHOW CHUCTEMBI U

CHUKEHUE OCTPOTHI 3PECHHUSL.

OnauM u3 3¢ddexkTuBHBIX MOAX0A0B K paHHed nuarHoctuke FAOD sBnsercs maccoBblit
CKPUHUHI HOBOpOXJeHHBbIX. HeoHaransHblll ckpuHuHr B Poccuiickoin ®denepanuun Ha FAOD

IIPOBOAMTCS B OT/AEIBHBIX peruoHax [1-3].

Bce JOJDKHBI HMMETH YacCToO 00HOBIIsIEMOE (GKCTPECHHOC» NHCbMO, KOTOPOC MOXKCET IIpU
HCO6XOI(I/IMOCTI/I nepeaaBaTbCsd MCAUITUHCKUM pa60THI/IKaM, KOTOPLIC MOT'YT HC 3HATh O FAOD

IIpumep Takoit namsaTku npuseneH B [Ipunoxenun I'17.

Kpurepuu oueHKH KayecTBa MeIUIMHCKOMN MOMOLIH

Ne | Kputepun kayectBa Ouenka
BBITIOJIHEHUSI
1. | BeimonHeHo omnpeneneHe KOHLIEHTPAUU allWIKapHUTUHOB (IIpH /
MMOCTAHOBKE TMArHo3a) Ja/uer
2. | BeimonHeHo Ha3HAYCHUE OMOXMMUYECKOTO aHAIN3a KPOBU
obmerepaneBTuaeckoro (ACT, AJIT, KOK, rirokosa, JIAL, Ta/uer

XOJIECTEPHH, TPUTIHIEPUIbI) BCEM MAMCHTaM C KIMHUYECKUMHU
n/unn 6uoxummudeckumu npuszHakamu FAOD (mipu moctaHoBKe
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JIMarHo3a u jajiee KaxJple 6 MecsIeB)

BrimonneHo nccinenoBanue KUCIOTHO-OCHOBHOTO COCTOSHHS M T'a30B
KPOBHU IIPU IMIOCTAHOBKE IMAarHo3a M MpU Yrpo3e MeTaboIMYecKOoro
KpH3a

Jla/Het

Brmonneno MOJICKYJIIPHO-TCHETUYCCKOC HUCCIICIJOBAHUE IIPU
IIOCTAaHOBKEC AHAardHo3a

JNla/uer

Brmonaena 9K, axokapauorpadusi BceM nmarueHTaM ¢
KIMHUYECKUMH W/UK Onoxumudeckumu npusHakamu FAOD (mipu
MIOCTAaHOBKE MarHo3a u jiajee He pexe 1 pasa B rox)

Jla/Het

BeInonHeHo onpeneneHue pa3MepoB IIEYEHH U CEIE3EHKU 110
JAHHBIM YJIbTPa3BYKOBOI'O UCCIIEIOBAHUS BCEM MALIUEHTAM C
KIIMHAYECKUMH W/Wii Onoxumudeckumu npusHakamu FAOD (mipu
MIOCTAHOBKE JIMarHO3a U Jlajee Mpu OTCYTCTBUM U3MEHEHUN-HE peke
1 pa3a B roj, Npy HAJIMYUY NIATOJOTUU NEYEHHU- 110 TOKA3aHUIM)

JNla/uer

Brinonaeno snexrposnnedanorpadust (mpu OTCyTCTBUU MIPUCTYIIOB
— 1 p\ron)

Jla/uer

Brimonraena KOHCYJIbTallHs BPAaYOM-TCHCTUKOM IIPHU YCTAHOBJICHUU
Auardo3sa

Jla/uer

BrImonHeHa KOHCYIbTalUsl BPAYOM-KapIu0JI0rOM/BpadoM-AeTCKUM
KapAMOJIOrOM IIPH HAJIMYUHU NIATOJIOTUHU CEPACUHO-COCYIUCTON
CUCTEMBI

Jla/uer

10.

BeinosHeHa KOHCYJbTalKs BpauOM-HEBPOJIOIOM IIPU HAJIMYNU
IIaTOJIOTHUU CO CTOPOHBI [IEHTPAJIILHON HEPBHOM CHCTEMBI

Jla/Het

11.

BrinonHeHa KOHCYNbTalKs BpauoM-0(pTaabMOJIOroM (MIpU HATMIUH
M1ATOJIOTUU 3PEHMSI)

Jla/aet

12.

BoinonHeHna KoHCynbTalus BpauoM-IeInaTpoM/BpauoM-TepaneBTOM
He pexe | pas3a B 6 mecs1eB

Jla/aet

13.

BrinonHeHa KOHCYIbTALMS BPauOM-AHUETOIOTOM (TIPH ITOCTaHOBKE
JMarHo3a u jajuee c 4yactotoi 1 p/mec Ha 1 rony >xu3nu, ganee 1 p/3
Mec U 10 moka3zanusim 10 3 net; 1 p 6 mec mocie 3 JeT) ¢
MepepacuyeToM JUEThl B 3aBUCIMOCTH OT TPUOABKH MAcCChI Tea U
BO3pacTa

Jla/aet
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IIpunoxenne Al. CocraB pado4eii rpynnsl no pa3padoTke u NepecMoTpy

KJIMHUYECKUX PeKOMEeHIaluu

1. baraeBa MajajneHa JHBepOBHa - K.M.H., CTApUIMIl Hay4yHbIH COTPYAHHUK OTAEICHUS
MEeIMATPUYECKON TaCTPOIHTEPOIOrun, renaroioruu u auerorepanuun GI'bBYH "OUI]
nuTtaHus W OumorexHosoruu", accucteHT kKadeapsr PIAOY BO PHUMY wuwm.
H.N.IIuporosa Munsapasa Poccun.

2. BbaiinakoBa I'anuna BukTopoBHa- K.0.H., BEAYIINI HayYHBIH COTPYIHHUK JIAOOPATOPHH
HacyeqCTBeHHBIX Oonesnelr oomeHa GI'BHY "Menuko-reHeTHYecKUuil HayYHBIH HEHTP
uM. akagemuka H.I1.boukosa", unen Poccuiickoro o6mecTBa MeAULIMHCKUX T€HETHKOB.

3. bapanoB Auiexkcanap Auexcanaposuy - akaj. PAH, npodeccop, n.M.H.; mo4YeTHbII
npesuaeHT Coroza neauarpoB Poccum, coBetHuk pykooautens HUW neamarpum un
oxpanbl 310poBbs naerei [IKB PAH, mpodeccop kadeapbl meauaTpuui M JAETCKOM
peBmaronorun ®PI'AOY «llepsrpiit MI'MY um. U.M. CeuenoBa» Munsgpasa Poccun
(CeueHoBckull YHUBEPCUTET), TJIaBHBIA BHEIITATHBIM CHENUAINCT neauaTp MuH3apasa
Poccun.

4. bymyesa Tarpsina BaagumupoBHa- a.M.H.,, OPI'AY "Hayusbeii menuuumHckuit
MCCIEeI0BATENbCKUIN HEHTp 340poBba aeTei" M3 P®D, unen Coro3a nenuarpoB Poccun.

5. Bamaxkmangze Haro J[Ikym0epoBHa- [.M.H., PYKOBOJIUTENIb OTAeNa Op¢aHHBIX
Oone3Hedl M MpoUIAKTUKK HHBaIUAU3upyrommx 3aboneBanuil HUW neamarpum u
oxpanbl 370poBbs neredt LIKb PAH npodeccop kadenps! pakynbTeTckod neauaTpun
nenuatpudeckoro gaxkynbrera ®I'bOY BO «PHUMY um. H.U. ITuporosa» Munzapasa
Poccun.

6. BumnéBa EJjena AJiekcaHApoOBHa - J.M.H., 3aMecturens pykooaurtens HUU
neauaTpu U oxpanbl 310poBbs nereil [IKb PAH MunoOpHayku mo Hay4HOU paboTe,
JoUeHT Kadeapsl (akyIbTEeTCKON MeauaTpun neaumatpudeckoro ¢akynsrera GI'BOY
BO «PHUMY wum. H.U. IluporoBa» Munzapasa Poccun, unen Coroza menuarpos
Poccun.

7. JerrsipeBa AHHa BiaagmmupoBHa - 1.M.H., mpodeccop, 3aBeayromas OTIEIOM
neauarpun, PI'bY «HMMUII akymepcrBa, rHHEKOJI0TMY U IepuHaTooruu um. Ax. B.1.
KynakoBay, uien Poccuiickoro o0miecTBa HEOHATOJIOTOB.

8. JlokmykuHa AJiMHA AJIeKCeeBHA- BpPayu-HEOHATOJIOT, MJIAJIIINIA HAYYHBIA COTPYIHUK
otaena neauatpun @I'BY «HMMUIL] akymepcTBa, THHEKOJIOTUU U TIEPUHATOJIOTUHA WM.

Ax. B.I. KynakoBay unen Poccuiickoro o61mecTBa HEOHATOIOTOB.
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9.

10.

11.

12.

13.

14.

15.

16.

17.

18.

3apyouna Bepa BaagumupoBHa - Bpau-reHeTuk Mopo3osckoit JII'Kb JI3M.
Kyprxosa Haraiusa BsyeciaBoBHa - K.M.H., BeAylud HayuyHblii corpynHuk HUWU
neauaTpun 1 oxpansl 310poBbs aereit LIKb PAH, unen Coro3a neguatpoB Poccun, uien
Acconyanuu MeTUIMHCKUX TeHeTUKOB (AMI).

3axapoBa Exarepumna IOpbeBHa - 1.M.H.,, 3aBeaymoomias Jiabopartopueit
HacIeICTBEHHBIX Oone3neit oomMena ®I'BHY "Menuko-reHeTHUeCKU HAyYHBIH LEHTP
M. akagemuka H.I1. boukosa", uinen Poccuiickoro o0I1ecTBa MEIUIIMHCKUX TCHETHKOB,
YJIeH €BPOICHCKOro OO0IIecTBa IO M3YYCHHMIO HACJICACTBEHHBIX OOJIe3HEH oOMeHa
BeniectB (SSIEM).

KysenkoBa Jlogmuiaa  MwuxailjioBHAa-  I.M.H.,, 3aBeAyIOllas  OTICICHUEM
TICUXOHEBPOJIOTUU U TIcuxocoMaTtuueckor narosnoruu GI'AY "Hayunslit MeTuIMHCKUI
HCCIIEIOBATENIbCKUM IIEHTP 3/10poBbs neTeil”" M3 PO, unen Coro3a nenuarpoB Poccun.
Kyunes Cepreii UBanoBuu - ui.-kopp PAH, n.m.H., aupexktop ®I'BHY "Menuko-
TeHEeTUYECKUN Hay4YHbIN IeHTp uM. akagemuka H.IT1.boukosa ", [Ipe3unent Accoruanuu
MEIUIIMHCKUX reHeTUKOoB (AMI).

JlaBpoBa Anna EBrenbeBHa - 1.M.H., IVIABHBII HAY4HBI COTPYAHHK, Bpad BBICLIEH
KBaTM(UKAIIMOHHOW KaTeropuu Mo crneuuaidbHocTu “Ilegmarpus”, 3aBenyromias 2-m
neguatpuueckuM otaenenneMm, PI'BOY BO «llpuBomkckuil Hcciieq0BaTEIbCKHUMA
MEIUIIMHCKUHN yHUBepcuteT» M3 PO.

MuxaiisioBa CgBersiana BuranbeBHa - 1.M.H., 3aBenywoomas otaeineHuem DOI'BY

«Poccuiickas Jerckas Knmuanueckas bonpauma» M3 PO.

Hama3zoBa-bapanoBa Jleiina CeiimypoBHa - akang. PAH, npodeccop, a.M.H.,
npesuaeHt Coroza neauarpos Poccun; mact-npesunentr EPA/UNEPSA; pykoBoauTens
HUWN nemmatpum u oxpansl 310poBbs aetert [IKb PAH, 3aBemyromas xadenpoii
dakynbTeTckoil neguatpun neauarpuueckoro akynsrera PI'BOY BO «PHUMY nm.
H.N. IIuporosa» Munsnpasa Poccuu, rinaBHBIA BHEIUTATHBIA JETCKUM CIELUAIUCT I10
npodunaktuyeckoi Meauuae Munznpasa Poccun.

Hazapenko Jlogmuaa IlaBiaoBHa - mpodeccop, A.M.H., 3aMECTUTENH AUPEKTOpaA IO
Hay4YHOHU W JedeOHON paboTe, PyKOBOIUTEh JaOOpATOPUH HACIEACTBEHHOMW MAaTOJIOTHHI
HUM wmenmmuackor reHetnku, Tomckoro HMMIL PAH, unen Accomuanuu
MEJIUITMHCKUX TeHETUKOB (AMI).

Hukosaea ExarepuHa AJieKCaHJAPOBHA- [.M.H., TJIaBHbIH Hay4YHBI COTPYAHUK
OTJENICHHUs] HACJIEICTBEHHBIX M BPOXKJICHHBIX 3a00J€BaHUH C HApyLICHHEM HCHUXUKU

HayuHo-uccnenoBaTenbckoro KJIMHUYECKOIO MHCTUTYTA NeauaTpuu uMeHu akai. fO.E.
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19.

20.

21.

22.

23.

24.

25.

26.

Benbtumesa 'OY BIIO PHUMY um. H.U. IluporoBa MunszapaBa Poccun otaena
KJIIMHUYeCKOW TeHeTuku HayuHo-uccienoBaTenbCckoro  KIMHHUYECKOTO WHCTUTYTA
neauatpun umenu akaj. FO.E. Benbtumesa ®I'AOY BO PHUMY um. H.U. [Tuporosa
Munzapasa Poccun.

IlepBynuna Tarbsina MuxaiijioBHA - JI.M.H., Bpad-lieIUaTp, Bpad-IeTCKUM KapauoJIOrT,
JOUEeHT Kadenpsl neauatpun MeauuuHckoro (akynsrera CIIBI'Y, nupekTop HHCTHTYTA
neauatpuu u nepuHarpioruu ®I'bY " HMUILL um. B.A. Anmasosa.

IHeuatnukoBa Haranabsas JleoHua0BHA- pykoBoautenb ['opoackoro Ilentpa
op(haHHBIX U IPYTHX peAKux 3aboneBanuil y aeteit u noapoctkoB ['bY3 «Mopo3oBckas
AI'KB JI3M».

Penuna Caersiana AdanacbeBHa — K.M.H., Bpad-reHetuk @®I'BHY "Menuko-

n

F€HEeTUYECKU HayyHbIil LeHTp uM. akajgemuka H.Il.boukoBa ", unen Poccuiickoro
o01iecTBa MEJUIIMHCKUX TEHETUKOB, WieH ACCOIMAalUU MEJUIIMHCKUX T€HETUKOB.
CmupnoBa Oubra SIkoBjeBHa — Bpay-reHETHK, CTAPLINI HAyYHBIH COTPYIHUK OTAEa
CTaHIAPTHU3aLMM W H3YYECHHUs OCHOB JoKazarenbHOW memuuumabl HUWM negmatpum u
oxpanbl 300poBba aeteit [IKb PAH

CenrtoBa I'ynbnapa HapumaHoBHA — K.M.H., TJIaBHBIA Bpad MeIuKO-reHETHYECKOTO
uentpa (I'enetmueckoit knmHukn) HUM menuumuckoit renetuku, Tomckoro HUMIL
PAH.

CrtpokoBa Tarbsina BukropoBHa- 1.M.H., mpodeccop PAH, 3aBenytomas otaeneHuem
NEeANAaTPUUECKON racTpo3HTeposoruu, remaronorun u auerorepanun ®I'BYH "OUIL
nuTaHus M OuorexHosoruu",", 3aBeayromas kadeapoil «lacTposHTeposoruM U
nueroniorum»y ®I'AOY BO PHUMY um. H.U.ITuporosa Munsapasa Poccun.
CenumssinoBa JInnusi PoGeproBHa - k.M.H., Beaymuil HayuHblii coTpyanuk HWUN
neauatpuu U oxpassl 370poBbs Aereid [IKb PAH MuHuncrepctBa Hayku M BBICIIETO
oOpazoBanus Poccuiickoit deneparuu, IOUEHT Kadeapbl NeAuaTpud U JIETCKOH
pesmaronorun PI'AOY «llepeiit MI'MY um. .M. CeuenoBa» MunsgpaBa Poccun
(CeueHnoBckuil  YHUBEpPCHUTET), [JOLEHT Kadeapsl (akyabTeTCKOW IeauaTpuu
nenuatpudeckoro gpaxkynabrera @I'bOY BO «PHUMY um. H.U. ITuporosa» Munzapasa
Poccun, unen Coro3a neguatpos Poccun.

Tapan Haranusa HwukosaeBHa- K.M.H., CTapuIMid HAy4YHbIA COTPYAHUK OTIEJICHUS
MEeIUATPUYECKON TaCTPOIHTEPOIOruu, renaroinorun u auerorepanuun @I'BYH "OUIL

nutanuss u OuorexHonoruu"", accucreHt kadeapst ®I'AOY BO PHUMY wum.

H.N.IIuporosa Munsapasa Poccun.
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27. ®ucenko Auapeii IlerpoBuy — 1.M.H., mpodeccop, 3acimyxeHHbI Bpau Poccuiickoit
Oepnepauun, aupekrop GI'AY "HaumonanbHbli MEAMIIMHCKUA HCCIEI0BATEIBCKUI

LEHTp 3/10poBbs JieTeit" Munzapasa Poccuu.

IIpeacraBuresin 0011eCTBEHHBIX MANMEHTCKUX OPTraHU3ALMIA:
Ilorocsin Hennm CepreeBHa — mpeacTtaBuTenb Bcepoccuiickoro oOmiectBa ophaHHBIX

3a0osieBaHUil

ABTOPBI TOATBEPKAAIOT OTCYTCTBHE (PMHAHCOBOW MOJICPKKH/KOH(PIIMKTa HHTEPECOB, KOTOPBIH
HE00X0IUMO 0OHAPOI0BATh.
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IIpunoxenune A2. Meron0Ji0rust pa3spadoTKi KJIMHHYECKHUX PeKOMEH A i

Hacrosmme pekoMeHaanuy npeaHa3HavueHbl A TPUMEHEHUS MEIUIIMHCKUMHI OpTraHU3alusIMU
U yupexacHusMH (eneparbHbIX, TEPPUTOPHATLHBIX U MYHUIIUTIAIBHBIX OPTaHOB YIIPABICHUS
3/IpaBOOXPAHEHHEM, CHCTEM OO0S3aTENIbHOTO U JOOPOBOJIBHOIO MEIUIIMHCKOTO CTPaXOBaHHMS,
IPYTMMH  MEAMIMHCKUMH OpPraHU3alUsSMU Pa3IUYHbIX OPraHU3aIMOHHO-IPAaBOBBIX (OpM
NeSITeIbHOCTH, HAaIIPABJIEHHOM Ha OKa3aHUE MEIULUHCKON TOMOIIIH.

Hacrosimue pexoMeHAalnuMu YCTaHABIMBAIOT BHJBL, OOBEM U HHIMKATOPHl KadyecTBa
MEJAWIIMHCKOW ITOMOIIY TAI[UeHTaM IPU HAPYIICHHUSIX OKUCICHHS JKHPHBIX KHUCIOT W OBbUTH
paccmotpennl 1-2 urons 2018 roma B pamkax Haydyno-mpaktudeckoro xonrpecca «OpdaHHbIe
0omne3nn» B Mockse.

Knuanyeckre pekoMeHIAIMK CO3/IaHbl HA OCHOBAaHMHM CHCTEMATHYECKOro 0030pa JINTepaTyphl
1992-2013 rr. Medline (Pubmed version), Embase (Dialog version) u Cochrane Library
databases, ¢ uCHoIb30BaHHEM CO3JAHHBIX IPOTOKOJIOB COBPEMEHHBIX MEXIYHApOIHbBIX
KIIMHUYECKUX PEKOMEHJAIMi 1O JWarHOCTUKE, JICYEHHWI0O M BEICHUIO TMAlUeHTOB C
MeTaboIMYECKUMU OOJIE3HAMHU.

HapymieHust OKMCIeHHS )KUPHBIX KACIOT OTHOCATCS K PEIKUM HACJIEJCTBEHHBIM 3a00JIEBAaHUSIM,
YTO MCKJII0YAaeT BO3MOXKHOCTH MPOBEACHUS OOJBIIUX KOTOPTHBIX M PaHJAOMHU3UPOBAHHBIX
KOHTPOJIMPOBAHHBIX HCCIEIOBAaHUI M IS CO3JaHHs MPOTOKOJIOB JMArHOCTUKH W Tepanmuu
UCTIOJIB3YIOTCS JINIIh TEMAaTHYECKUE MCCIIEJOBAHUS HKCIIEPTOB, OIYOJIMKOBAHHBIE B MOCIIEIHUE
JIBA JIECSITHIICTHS.

OneHka KadecTBa JIOKa3aTe€IbCTB W CHUIIBI PEKOMEHJAMA TPUMEHEHUS METUIIMHCKUX
TEXHOJIOTHI MPOBOJMIACK B COOTBETCTBUM C YHU(DUIMPOBAHHOMN IIKAJIOW, MPUBEIECHHOW B
tabnuuax 1-3.

IleeBast ayauTopus JAHHLIX KIMHUYECKHX PEKOMEH AN :

1. Bpauu o01eii IpakTUKH (CeMEUHBIE BPauM);
Bpauu- nexuatpsl;

Bpauun-tepaneBTsl;

Bpauu-renerukuy;

Bpauu-mabopaTtopHblie reHETUKH;
Bpauu-kapauosory;

Bpauu-nerckue kapamonory;

Bpauu- HeBpoiory;

A A B AT B o

Bpauu (pyHKIMOHAILHOU AMaTHOCTUKH;

10. MeaummuHCKHE TICUXO0JI0TH;
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11. Crynentsl MmeguuuHcKkuXx BY30B;

12. Oby4aromuecs B OpAUHATYPE U UHTEPHATYPE.

Taoauna 1. [llkana oneHku ypoBHEH J0CTOBEpHOCTH Joka3aTenabcTB (Y 1) mist meToaoB
JIMAarHOCTUKU (JIMarHOCTUYECKUX BMEIIATEIIbCTB)

YA

Pacun¢pposka

1

Cucrematuueckre 0630pbl UCCIEI0BAaHUI C KOHTPOJIEM pedepeHCHBIM METO0OM UJTU
CUCTEeMaTUYECKUN 0030p pPaHIO0MU3UPOBAHHBIX KIIMHUYECKUX UCCIIEIOBAHUM C
PUMEHEHUEM MeTa-aHajan3a

OTnenbHbIE UCCIIEAOBAHMS ¢ KOHTPOJIEM pe(epeHCHBIM METOAOM HITH OT/IEIbHbIC
PaHAOMU3HPOBaHHbIE KJIMHUYECKHUE UCCIIEJOBAHUS U CUCTEMATUYECKUE 0030 Dbl
UCCIJIEJOBaHUM JII000T0 Ju3aiiHa, 3a UCKIIIOUEHUEM PaHJOMU3UPOBAHHBIX KIMHUYECKUX
UCCJIEJOBaHMM, C IPUMEHEHUEM METa-aHaIn3a

HccnenoBanus 0e3 MMOCJICA0OBATCIIbHOI'O KOHTPOJIA pe(bepeHCHbIM MCTOAOM HJIN
HCCIICOOBaAHUA C pe(bepeHCHLIM MECTOAOM, HC ABIAOIINMMCA HE3aBUCUMBIM OT
HCCICAyeMOIro METOoAa UM HEPAHAOMU3HUPOBAHHBIC CPABHUTCIIbHBIC HCCIICAOBAHNA, B
TOM YHCJIC KOT'OPTHBIC UCCIICAOBAHUA

HCCpaBHI/ITeJIBHLIG HCCIICA0BaHNUs, OIIMCAHNUEC KIIMHUYCCKOT'O CiIy4das

Hmeercs nuib 000CHOBaHUE MEXaHH3Ma I[GIZCTBI/I?I HJIM MHCHHUC OKCIICPTOB

Ta6auna 2. [lkana oueHku ypoBHEH 10ocTOBepHOCTH AoKa3aTenbeTs (Y /1) mst meronos
npoUTaKTUKHY, JIeYeHUS U peabunutaruu (MpoQUIaKTHIECKX, JIeUYeOHbBIX, PeaOUIUTAMOHHBIX
BMEIaTEIbCTB)

YA

Pacmugposka

1

Cucrematnueckuii 063op PKU ¢ npuMeHnennem mera-ananusa

2 Otnenpabie PKU u cuctematnyeckne 0030pbl MCCIIEIOBaHMI JII0O0TO MU3aifHa, 3a
uckmouennem PKU, ¢ mpumenennem MeTa-aHanmsa

3 HepaHHOMI/ISI/IpOBaHHble CpaBHI/ITCJ'II)HI)IC uccijiea0oBanus, B T.4. KOFOpTHBI@ HUCCICIOBAHUS

4 HecpaBHuTtensHbIe HCCIEIOBaHMS, OMUCAHUE KIIMHUYECKOTO CIyYasi MJIM CEPUH CITy4aesB,
WCCIICTOBAHUS «CITYIaii-KOHTPOJIIb)

5 Nwmeercs muib 000CHOBaHHWE MEXaHU3Ma JICHCTBHS BMEIIATEIbCTBA (JIOKIMHUYCCKUE

I/ICCJ'IelIOBaHI/IH) HJIN MHCHHE SKCIICPTOB

Ta6auna 3. [llkana ouenku ypoBHel yoeautenbHocTu pekomenamnuii (YVYP) nns metonos
npoUTAKTUKH, AUATHOCTUKH, JICUCHUS U peaduiuTanuu (MpoQuiakTUIecKuX,
JNAarHOCTHYECKUX, JICYCOHBIX, peaOMINTAIIMOHHBIX BMEIIATEIIbCTB)

YYP Pacuugposka
A CunpHas pekoMeHAanus (Bce paccMaTpuBaeMble KpUTEpUU 3PPEKTUBHOCTH
(MCcXO0/1Bl) ABISIOTCS BAXKHBIMHU, BCE HCCIIEIOBAaHUS UMEIOT BHICOKOE HJIH
YIIOBJIETBOPUTEITHHOE METOIOJIOTUIECKOE KAU4ECTBO, HX BHIBOJIBI IO
MHTEPECYIOMINUM UCXO0JIaM SIBJISIFOTCS] COTIIACOBAHHBIMH )
B YcnoBHas pekomeHaamus (He Bce paccMaTpuBaeMblie KpuTepun 3PPEeKTUBHOCTH

(I/ICXO,Z[BI) SABJIAIOTCA Ba)XHBIMHU, HEC BCC UCCIICAOBAHNA HMCIOT BBICOKOC HMJIN
YAOBJIECTBOPUTCIbHOC METOJOJIOTUICCKOC KAQYC€CTBO H/UIU BX BBIBOAbI 110
HHTCPCCYIOIIUM UCXOAaM HC SABJIAIOTCA COFJIaCOBaHHBIMI/I)
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C Cnabas pexomenaamus (OTCYTCTBUE JOKA3aTENIbCTB HA/JIEkKAIIET0 KauecTBa (Bce
paccMaTpuBaemMbie KpuTepun 3PPEKTUBHOCTH (MCXOIbI) SBISIOTCS HEBaKHBIMH,
BCE UCCIICIOBAHMSI UIMEIOT HU3KOE METOJI0JIOTHUECKOE KAa4eCTBO M UX BBIBOJIBI T10
WHTEPECYIOMIMM UCX0JIaM HE SIBJISIFOTCS COTJIACOBAHHBIMHU )

Iopsiaok 00HOBIEeHNS KINHUYECKHX PEKOMEH/IalUii.
Mexanu3m 0OHOBIICHUS KIIMHUYECKUX PEKOMEHIAIHA MTPETyCMAaTPUBACT UX CUCTEMATHUECKYIO
AKTyaJIM3aLMIO — HE PEXeE YEM OJIMH Pa3 B TPU I'ojia, @ TAK)KE IPU MOSIBJIECHUHA HOBBIX JaHHBIX C
MO3UIUH JI0Ka3aTeIbHOW MEAUIIMHBI 110 BOIPOCAM JTUATHOCTUKH, JICYCHHUS], TPO(PUIAKTUKU U
peadunuTanu KOHKPETHBIX 3a00JICBaHIM, HATMYNHA 000CHOBAHHBIX JOMOJIHEHUIH/3aMeUaHUi K

panee yrBepxkaéuubiM KP, HO He yame 1 pa3a B 6 mecsiIes.
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Ipunoxkenue A3. CnpaBodHble MAaTepPHUAJbl, BKJIOYasg COOTBETCTBHUE
NMOKA3aHUI K NMPUMEHEHHUI0 U NMPOTHUBONOKA3AHMI, ClIOCO0O0OB MPUMEHEHHUS H
103  JIEKAPCTBEHHBIX  MpenapaToB, HWHCTPYKUMH 10 TNPUMEHEHUIO

JJEKAPCTBCHHOI'0O IIperiaparta

1. Ilpuka3 MunucrepcrBa 3apaBooxpaHenuss PO "OO6 yreepxnenun Ilopsinka okasaHus
MEJMIMHCKON TIOMOIIM OOJBHBIM C BPOXKACHHBIMU W (WIM) HACIEICTBEHHBIMU
3aboneBanusmMu" ot 15 HOA0ps 2012 r. N 917H). Denepanbubiii 3akoH "OO OCHOBax
oXpaHbl 3710poBbs rpaknan B Poccuiickoit deneparuu” (N 323-03 ot 21.11.2011).

2. Ilocranosnenue IIpaButensctBa PO ot 30 urong 1994 r. N 890 "O rocynapcTBeHHOMN
HNONJEPKKE PA3BUTUS MEIULMHCKON NPOMBIIUIEHHOCTH M YIYYIIEHUU OOecreueHus
HAceJICHUsT M YUYPEKIACHUM 31paBOOXpAaHEHMs] JIEKapCTBEHHBIMM CpPEICTBAMU U
U3JIENUSIMU METUIIMHCKOTO Ha3HaueHus" (C U3MEHEHUSIMU U IOTIOJIHEHUSIMHU )

3. Tlpuka3z Munzapascomnpasutus PO ot 22.03.2006 N 185 "O maccoBom oOcie0BaHUN
HOBOPOJKJCHHBIX JI€Tel Ha HacieICTBeHHbIe 3abosieBaHus (Bmecte ¢ Ilonoxxenuem o0
OpraHM3alMy IPOBEJECHUS MAacCOBOIO OO0CII€IOBaHMS HOBOPOXKJIEHHBIX JeTed Ha
HaCJIC/ICTBEHHBIE 3a0oyieBaHusi, PexoMeHmanusMu 1o 3a0opy 00pas3loB KpOBH TIpH
IIPOBEJCHUN MAacCOBOr0 00CIEAOBaHUS HOBOPOXKJEHHBIX J€TEeHd Ha HacJIeICTBEHHBIE
3aboneBanus)"

4. TIlpuka3z Munucrepctpa 3apaBooxpanenus Poccuiickoit @eneparnuu ot 15 nexkadps 2014
r. N 834n "OO6 yrBepxk/aeHUU YHUPUIMPOBAHHBIX (OPM MEIULUHCKON JOKYMEHTAIUH,
UCIIOJIb3YEMBIX B MEAUIIMHCKUX OpPraHU3alusaX, OKa3bIBAIOIMX MEIULMHCKYIO IIOMOIIb B
amMOyJaTOPHBIX YCIOBHUSAX, U TIOPSIKOB 1O MX 3aMOJIHEHUI0".

5. TIpuxa3 MunucrepcTBa 31paBooxpanenus Poccuiickoit denepauun ot 20 nexadps 2012
r. N 11771 "OO yrBepxkIeHUH NOpsAKa Ja4d HMH(MOPMHUPOBAHHOIO JOOPOBOJIBHOIO
COIIacHs Ha MEJUIMHCKOE BMELIATEIBCTBO U OTKa3a OT MEIUIMHCKOIO BMEIIATEIbCTBA
B OTHOIICHWH  ONPENEICHHBIX BHUJOB  MEIUIMHCKUX  BMEIIATENIbCTB,  (opM
UH(POPMHUPOBAHHOTO JIOOPOBOJBHOTO COTJacusi Ha MEAMLMHCKOE BMELIATEIbCTBO U
¢dopM 0TKa3a OT MEJUIIMHCKOTO BMeLIaTenbCcTBa .

6. Ilpuxa3 MunucrepcrBa 3apaBooxpanenusi Poccuiickoit @eneparuu ot 14 ssaBaps 2019 r.
N 41 "OO6 yTBepKIeHUU NOpsAAKa Ha3HAUEHMs JIEKApCTBEHHBIX IpenapatoB, (Gopm
pelenTypHbIX OJIAaHKOB Ha JIEKAPCTBEHHbIE Mpenaparbl, MOopsaKa OQpOpMIICHUS
YKa3aHHBIX OJIaHKOB, UX y4yeTa U XpaHeHus"

7. llpuka3 MununcrepcTBa 3apaBooxpanenus Poccuiickoit @enepannu ot 16 mag 2019 r. N
3020 "O6  yrBepxkaenuu  llopsimka  MPOXOXKIEHUS ~ HECOBEPIICHHOJICTHUMH
JTUCIAaHCEpHOro HAOJIOACHMS, B TOM 4HCIE B MNEpuoj OOydyeHHS M BOCIHUTAaHUS B
o0pa3oBaTeNbHbIX OpraHu3ausx "

8. Pacnopspxenue IpaButenscrBa PO ot 31 nexkabps 2018 r. Ne 3053-p "OO0 yTBepk1eHUU
nepeyHell METUIMHCKUX W3JeHi, UMIUIAHTUPYEMBIX B OpraHu3M 4eJoBeKa Ipu
OKa3aHWU MEJIUIMHCKON MOMOLIM B paMKax MpOrpamMMbl FOCYAApCTBEHHBIX TapaHTHN
OecIutaTHOTO OKa3aHWsl TpakJaHaM METUIIMHCKOH TOMOIIM U  OTIyCKaeMbIX I10
pelenTaM Ha METUIIMHCKUE U3eNus PH MPeI0CTaBIeHNH Habopa COlMaIbHbIX yCiayr"

HNudopmanus o iekapcTBeHHBIX cpeacTBax: https://grls.rosminzdrav.ru/
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OcHOBHbIE HOPMATHBHO-NIPABOBbIE AKTHI, PeryJIMpYIolHe 0KaA3aHue

NAJJIMATHBHONH MeIUIIMHCKOH MOMOIIH

1.

®epnepanbubiit 3akoH 'O BHeceHuu udMeHeHudd B denepanbphbiii 3akoH "OO ocHOBax
OXpaHbl 3J0pOBbsi TpaxiaaH B Poccuiickoir ®enepauuu” 10O BOIMpOcCaM OKa3aHUS
najuinaTuBHOU Meauiruckour nomoru" ot 06.03.2019 Ne 18-D3.

[Tpuka3 Munznpasa Poccun Ne 345H, Muntpyna Poccun ot 31.05.2019 Ne 3721 «O6
YTBEPXKACHUH TIOJOXKEHHUS 00 OpraHW3alii OKa3aHWs MaNIMaTUBHOW MEIUIIMHCKON
MOMOIIIH, BKJIIOYAsl MOPSIIOK B3aUMOJICHCTBUS MEAUIIMHCKUX OpraHU3aluil, OpraHu3anui
COLIMATILHOTO OOCTY)KUBAaHUSI U OOIIECTBEHHBIX OObEIUHEHHI, HHBIX HEKOMMEPUYECKHX
OpraHu3aluii, OCYIIECTBIISIOIINX CBOIO JIEATEIBHOCTh B CPEpe OXPaHbl 3J0POBbS».
[Tpuxa3z Munszapasa Poccun Ne 348n ot 31 mas 2019 roga «O0 yTBepkAEHUM MEPEUHs
MEAMIMHCKUX W3JEIHH, MpeAHa3HAuUeHHBIX MJi1 MOJAJEPKaHUsS OpraHOB M CHCTEM
OpraHu3Ma 4ejoBeKa, MPEeI0CTABIAEMbIX ISl UCIIOJIb30BAHUS HA IOMY».

[Tpuka3z Munzapasa Poccuun Ne 5051 ot 10 utons 2019 roga «O6 yrBepxxnenuu [lopsaka
nepeJayd OT MEIMLMHCKOM OpraHM3allMM MalueHTy (€ro 3aKOHHOMY IIPEICTaBUTEIO)
MEAWIMHCKUX U3JENUNA, TpeJHa3HAYCHHBIX Ui TMOANepKaHus (YHKIMH OpraHoB U
CHCTEM OpraHM3Ma YeJ0BEKa, /ISl UCIIOJIb30BAaHUS Ha JOMY IIPU OKa3aHUH MAJJTMATUBHON
MEIUIUHCKON TOMOIIIN.

[Tpuxaz M3 P® Ne 831 ot 3 okTts6ps 2019 roga «O0 yTBEp>KIEHHM BEIOMCTBEHHOMN
eneBol mporpamMmbl  «Pa3BUTHE CHUCTEMBI OKa3aHUs MaTIMATUBHOM MEIMUIIMHCKOMN

IIOMOIIN).

IIpoune wH(pOpMALMOHHBIE pecypchbl W HOPMATHBHO-NPABOBbIE JOKYMEHTHI, €
Y4€TOM KOTOPBIX pa3padoTaHbl KIMHUYECKHE PEKOMEH AN
MexnyHnaponnas kiaccupukanusi OoJie3HEH, TpaBM € COCTOSIHUH, BIHSIONIMX Ha

3nopoBbe (MKB — 10);

[Tpuka3z M3 P® ot 20 gexabpst 2012r. Ne 11830 «OO0 yTBEep)KIE€HHMM HOMEHKJIATYpPbI
JOJDKHOCTEH METUIIMHCKUX paOOTHUKOB M (papMalieBTUYeCKUX paOOTHUKOBY.

[Tpuxa3z M3 PO ot 23 uronsg 2010 r. Ne 5411. Equnslii kBanuuKannoHHBINA CIPABOYHUK
JOJKHOCTEN pyKOBOJUTENEH, CIIEHUAINCTOB U CIyKalux, pasznen Kpanudukanuonssle
XapaKTEePUCTHKH JTOJDKHOCTEH paOOTHUKOB B chepe 3ApaBOOXPaHEHHUS.

®enepanbHblii 3akoH OT 25.12.2018 Ne 489 489-03 «O BHECEHUU U3MEHEHHUH B CTAThIO
40 denepanpHOTro 3aKk0Ha "OO0 00s3aTEIHHOM MEAMIIMHCKOM CTpaxoBaHuH B Poccuiickoi
Oenepannn" u DenepanbHblii 3akoH "OO OCHOBaX OXpaHbI 3J0POBBS TpPaXKJaaH B

Poccuiickoit denepanuun mo Borpocam KIMHUYECKUX PEKOMEH AL,
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10.

11.

12.

13.

14.

15.

[Ipuka3z MunznpaBa Poccun Ne 1031 ot 28.02.2019 1. «O0 yTBEep)KIEHUU TOPSAKA U
CPOKOB pa3palOTKH KIMHHUYECKUX PEKOMEHAALUi, WX IepecMoTpa, TUIOBOH (OPMBI
KIIMHUYECKUX PEKOMEHIAIMi W TpeOOBaHUH K WX CTPYKTYpe, COCTaBy W HAy4HOU
000CHOBaHHOCTH, BKJIFOUAE€MOH B KIIMHUYECKHE PEKOMEHIAlIM1 HHPOPMALIUN.

[Tpuka3z Mun3zapaBa Poccun ot 13.10.2017 N 804n "OO yTBep)KII€HUH HOMEHKJIATYPHI
MEJTUIUHCKUX YCIyT".

[Tpuxa3z MunucrepcTBa Tpyaa u couuanbHoi 3amursl PO ot 27 asrycra 2019 r. n 5851
"O knaccupUKAMAX M KPUTEPUSX, HCIOJIB3YEMbIX IPU OCYLIECTBICHUH MEAUKO-
COLMAJIBHOM 3KCIEPTU3bl TpakJaH (elepaibHbIMU TOCYAaPCTBEHHBIMU YUPEKACHUAMU
MEJUKO-COIIUATBbHOM SKCIIEPTU3HI";

IIpukas MuHucTEpCTBa 3APAaBOOXPAHEHHsT M COLMAIBHOrO passutus Poccuiickoi
Oenepaun «O  mopsake NPUMEHEHHs JICKApCTBEHHBIX CPEACTB Yy OOJIBHBIX I10
YKU3HEHHBIM ITOKa3aHuAM» oT 9 aBrycra 2005 r. Ne 494

Wupopmannonnoe mnucbMo MunznpaBa Poccum 10 BO3MOXKHOCTH — 3aKyIKU
JIEKapCTBEHHOT'O npernapara 1o TOPrOBOMY HAaUMEHOBAHHUIO
(https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-
informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-
torgovomu-naimenovaniyu);

[lepeueHs crnienraaIM3upPOBAHHBIX MPOAYKTOB JIEUEOHOTO MUTAHUS JUIS JeTeH-MHBAINOB
Ha 2020 roa, Pacnopsixenue IlpaButenbctBa Poccuiickoit @enepanuu ot 11 nexadbps

2019 roma Ne 2984-p
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Ipuioxkenue b. AiropuT™Mbl 1eCTBUH Bpaya

[TanueHT ¢ MomO3peHreM Ha HapyIlIEHHE
MUTOXOH/IPHAIILHOTO [3- OKUCICHUS )KUPHBIX
KHUCJIOT

l

Jnarnoctuka

Koncynbranus Jlnaraos
PO UIBHOTO MOJATBEPK/ICH
CITeIIMAINCTa
Jleuenue:
—————>
Fy B 3aBUCUMOCTH
oT hopmbl
MOHUTOPHUHT
nabopaTopHBIX «—
MoKa3areJieil mauenTa
HET A
Tepanus

!

s dexTuBHA
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Hpuiaoxenue B. Undopmauus 114 namueHra

METABOJIN3M U HAPYHIEHUSA OBMEHA BEIIIECTB

Tepmun “‘merabonn3M” moapa3yMeBaeT MO COOOH Bce MpOIEecChl HEOOXOIUMBIE IS
(YHKIMOHUPOBAHUS W PA3BUTUS OPraHM3Ma, B XOJ€ KOTOPBIX 00pa3zyercs M pPacXomyeTcs
sHeprus. benku, xKUpbl U yIiIeBOJIbl - OCHOBHBIE MUILEBHIE BEIIECTBA, KOTOPHIE UCIIOIb3YIOTCS B
KaueCTBE ChIPbsI ISl CHHTE3a HOBBIX KJIETOK MJIM OKUCIISIOTCS, JOCTaBIISISI OPraHU3MY SHEPTHUIO.

[Iponieccel MeTaboaM3Ma MPOUCXOAAT B YEJIOBEUECKOM OpraHU3Me eXeceKyHIHo. [laxe
B YCIOBMSX IIOJIHOTO IIOKOSI 4YEJIOBEK MCIIOJIb3YeT HEKOTOpOoe KOIMyecTBO 3Hepruu. OHa
HENPEPbIBHO TPATUTCS Ha (U3UOJOIMUYECKHE MPOLIECCH, KOTOPbIE HE OCTAaHABIMBAIOTCS HU Ha
MUHYTY.

Yacte 3HEpruM HeoOXoauMa ISl MOCTPOEHUS! HOBBIX TKAHEBBIX KOMIIOHEHTOB, Apyras
pacxoayercsi B mpolecce (YHKIMOHUPOBAHMS KJIETOK: MPH COKPALEHUH MBIIIL, Ieperaye
HEPBHBIX UMITYJbCOB. OcCTallbHasl 3HEPrus ocBoOOXkAaeTcs B BUJE Terwia. Jljig Mpou3BOACTBa
SHEPruM Mbl HCHOJb3YEM NPOAYKTHI IUTAHUS, @ B HUX OTCYTCTBHE pE3EpBHBIC 3aIlachl
NUTATENbHBIX BELIECTB, IPHUCYTCTBYIOIIME B HAlleM OpraHu3Me. 3a KaxIbpld JTan
(OMOXMMMYECKYIO PEaKLIMIO) B MPOU3BOJACTBE SHEPTUU OTBEUACT KOHKPETHBIH OEJOK, (PepMEHT.
VY Ka)XJJ0ro U3 HUX ecTh CBOSI PyHKIMs. DTO Lesblil KOHBeHep XMMHUYECKUX peakuuil. Ecinu onun
(depMeHT He paboTaeT, TO BCS LIENIOYKAa OCTAHABIIMBACTCS, U OPraHU3M HE MOJy4YaeT KOHEUHbIH
OPOAYKT, YTO NPUBOJUT K HAPYLIEHUIO METAa0OJIM3Ma, pPa3BUTUIO 3a00J€BaHUM U3 TPYIIIBI
HaCJIEICTBEHHBIX HapyleHui oomena BemectB (HBO).

METABOJIM3M KUPOB

Kups! (TpUrnuuepuabl) 3T0 COeTUHEHUSI KapOOHOBBIX KHCIOT M TPEXATOMHOIO CIIUpTa
runepuHa. CyniecTBYIOT pa3jIMyHbIe TUIBI )KUPOB. B 3aBUCMMOCTH OT THMA >KUPHBIX KUCIOT,
KOTOpBIE MPEUMYIIECTBEHHO OOPa3ylT >KUPBL, U OT CTENEHU HEHACBIIEHHOCTH (KOJIMYEeCcTBa
JBOMHBIX WM TPOMHBIX CBSI3€HM) MKUPHBIX KUCIOT, Pa3INYalOT: HACBILICHHbBIE KUPBI (TBEPABIE) -
JKUPBI KUBOTHBIX U NTHILl, 1 HEHACHIIIEHHBIE KUPbI (KHUJIKHUE) - OHU BCTPEUAIOTCS B OOJBIIOM
KOJINYECTBE B PACTUTENIbHBIX Macjax, Opexax MM MOPCKOil priOe.

HacpineHHsbIe )KUpPbl CTAHOBSTCS KIOYEBBIM HCTOYHUKOM DHEPIUU Ul OpraHu3Ma B TeX
CUTyallUsX, KOTJIa OH IIOJBEpPraeTcss CUJIbHBIM (U3NUYECKUM Harpy3kaMm. HeHachbleHHbIE
KUPHBIE KHCIIOTBl yYaCTBYIOT B PEreHEpallMd KIETOK W B MMMYHHOW 3amure. OgHOW W3
BaXHeMIKX (yHKIUI kKupa sBisieTcs sHepreTudeckas. Kup oOecneunBaeT BABOE OoJblie
KaJIOpu# (HEPruu) YeM YIIIeBOIbI.
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HHUPHLIE KUCNOTEI B 2ABMCHUMOCTH OT KONWYECTEA ATOMOB YTNEPOOA
PAINENAKOTCA HATPU TPYNNMLI:

WP (E[IA) WP (OPTAHWU3M)

w ¥
HAP

JUTMHHOLENOYEYHBIE HMPHBIE KACIOTH 14-24C C-C-C-C-C-C-CCC-CC-CCL-CCC-CC oo
CPEOHELLEMOYEYHBIE 3MPHBIE KMCNOTEl  B-12C C-C-C-C-C-C-C-C-CCC-C

KOPOTHOLEMOYEYHBIE HMPHBIE KMCNOTH 4-6 C C-C-C-CCC

Puc.1. Knaccudukanus :KupHbIX KHCJIOT
B-OKUCJIEHUE )KUPHbBIX KUCJIOT

MUTOXOHIPHAIBHOE OKHMCIEHUE >KMPHBIX KHCIOT - OJMH M3 TJAaBHBIX HCTOYHUKOB
SHepruu, obecrneunBarolii B nepuoa ronoganus ao 80% ot obuieit morpedHocTu. Korna
YPOBEHB TJIIOKO3bl CHMXKAETCS, a 3al1acoB INIMKOT'€HA CTAHOBUTCS HEJJOCTaTOYHO, YTOOBI TOKPHITh
BCE DJHEpPreTudyeckue MOTpeOHOCTU (MPH TOJIOJAHUU U JJIMTENbHOM (PU3NYECKOW Harpyske)
akTuBHpyetcs nunonus. [Iporcxonut o6pazoBaHue JIIMHHOLENOUYEYHBIX )KUPHBIX KUCIOT (C16-
C20) u rMuepuHa W3 3aMaceHHBIX B JKUPOBOM TKaHU TPHALMITIMUEPUHOB. Perymmpyer
JUIOAU3  TOPMOHUYYBCTBUTENIbHAs  JIMIa3a,  KOTOpas  aKTUBUPYETCS  TOPMOHaMy,
CEKPETUPYEMBIMU IIPU T'OJIOJAHUH U CTPECCE: TNIIOKarOHOM U KOPTHU30JI0M.

B nmedeHun, B MHUTOXOHIpPHUAX, HUAET Mpolecc OOpa3oBaHUS KETOHOBBIX Tel —
MUTOXOHJIPHAJIBHOE B-OKUCJIEHHE >KUPHBIX KUCIOT. KETOHOBBIE TENS SIBISIFOTCS Ba)KHEHIIMM
MCTOYHUKOM 3HEPTUH JJis TOJIOBHOTO MO3Ta.

Jns  B-OKMCIEHHMSI >KMpPHBIE KHCIOTHI HEOOXOAMMO JOCTaBUTh B MHTOXOHIPUHU.
BuyTpeHHssT MUTOXOHIpHalIbHAs MeMOpaHa HEMpOoHHUIaeMa JUIsl JUIMHHOIETIOYEUHBIX >KMPHBIX
KHCJIOT, 1 OHU IPOHUKAIOT BHYTPh C TIOMOIIIbIO KAPHUTUHOBOM YeIHOUYHOM cucTeMbl. KapHUTHH-
3aBUCHUMBIE (DEPMEHTHl — KapHUTHHTPAHCIIOKa3a, KapHUTHHNAnbMuTownarpanchepassl 1 u I -
o0ecreynBaoT MEPEeHOC AIUHHOIETIOUEYHBIX >KUPHBIX KHUCIOT B BHUJE CIOXKHBIX 3(pHUPOB
(aUMIKapHUTUHOB) M3 LUTOIUIa3Mbl Yepe3 HApY)KHYI0 U BHYTPEHHIOO MHUTOXOHAPHAIIBHYIO
MeMOpaHy B MaTpHKC MHUTOXOHJpUH. B mporecce OKHUCIEHUS KUPHBIX KHCIOT, C KaXKABIM
1aroM MX LENHU YKOPayMBAIOTCSA, 32 KaXKIbll 3Tall HAa 3TOM IYTH HECET OTBETCTBEHHOCTH
OTIpENICTICHHBIN (PEPMEHT.



OAHHHOLMOUYEYHEIE KHCNOTEI HapHWTHH

|
cPm

ANUHHOLNOYEUHLIE KHCAOThI HAPHHUTHH

A/IMHHOLNOYEYHBIE KMCAOTEI HApPHHUTHH KapHHTHH

ANHHHOUNMOYEYHbLIE KHCNOThI ‘ . KapHHUTHH

LCHAD

CpEefHELENOUEUHBIE KHCAOTEI c-C

MWTOXOHOPWA

Puc.2. Cxema B-OKUCTIEHUS KUPHBIX KUCIIOT.

B yumonnazme Onunnoyenoueunvlie JHCUpHblE KUCIOMbL CBA3LIBAIOMCA C  KAPHUMUHOM
Gepmenmom xaprumun nanemumounmpancgepasou I (CPTI), obpaszys ayurkaprHumuHul.
Ayunxaprumun mpancnopmupyemcs hepmMeHmom-mpaHcnopmepom KapHUmuH-mpaHcioKazou
(CACT) 6 mumoxonopuu.

Ayunkapuumun crhosa pacujenyisiemcs: oepmMeHmom KapHumun naismumounmparncgepazoni 11
(CPTII), 6bic60000cOas KApHUMUH, KOMOPbIL MOXMCEM 6epHYMbCA 6 KIemKY U NOSMOPHO
ucnonvsoeams. JKupmvie KUCIomsl ¢ ONUHHOU Yenvlo YKOPAUUBAemcsi 00 CPeOHeyenoyeyHblx
arcupnvix kuciom gepmenmamu VLCAD, LCHAD u TFTPFP. Ykopouenue icuphvix Kuciom

Haszvleaemcs ﬂ-OKuCﬂeHueM

HAPYHIEHUSA -OKUCJIEHUSA )KUPHBIX KUCJIOT

[Ipu HEmOCTaTOYHOCTH (PEPMEHTOB, KOTOPHIE IIOMOTAIOT KUPHBIM KHUCJIOTaM MPOHUKHYTh
B MUTOXOHJPUHU (TO MECTO TJe UAET CHHTE3 HYKHBIX HAllleMy OpPTaHW3MY KETOHOBBIX TE€Nd), U
nedunure GEepMEHTOB, KOTOPBIC PACHICIUISIOT JKHPHBIE KUCIOTHI MPOUCXOAHUT OJIOKMPOBAHUE
(I/IJ'II/I PE3KOC CHI/I)KGHI/IG) MUTOXOHAPUAIIBHOI'O B-OKHCJICHHSA, YTO 3aCTaBJISACT Hall OpraHu3M
HNCKaTh aJIbTCPHATHUBHBIC IIYTHU YTUIMU3AIUW KUPHBIX KUCIIOT, W OTO IMPUBOAUT K HAKOIIJICHUIO
TOKCHYECKHX BEIIECTB, KOTOpPHIE OKA3bIBAIOT HEOIArompusTHOE BO3ACHCTBHE HAa TKaHU
TOJIOBHOT'O MO3Ta, Cep/Ilia, IEUYSHH U Ip.
B HOPMC aKTHBAIlUA MUTOXOHAPHAJIBHOI'O B-OKHUCJICHUC Y XUPHBIX KUCJIOT, 3TO (1)I/I3I/IOJIOFI/I‘-IGCKEUI
pCaKknusd OpraHu3Ma Ha TOJIOAaHUC WA I/I3651TO‘-IHOC MOCTYIICHUC )KHpHOﬁ TN,
WH(EKIIMOHHBIN MPOIECC M MOBBIMICHHYIO (PU3NYECKYIO (C BHICOKON MBIIIEYHON aKTHUBHOCTHIO)
WA SMOIMOHAIBHYIO Harpy3Ky. Ho mpu matosnoruu (HapymieHUH mporiecca OKUCICHHS! JKUPHBIX
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KHCIIOT).  JTO BeIeT K MeTabOoJMYecKOMYy alua03y, TUIEePaMMOHUEMUH, YCYT'yOJICHUIO
TUIOTJIMKEMHH, TOPAXEHUIO BHYTPEHHUX OPraHOB.

meTabonuuecKia

auuaos,
HapylleHe OKMCneHua
rUNornuKemums,

MMPHELX KMCNOT
rMnepammoHmemms,

>¢:> nopaxeHue

BHYTPEHHUX OpraHoB

3K30TeHHEIe KUPLL
(nocTynaroT ¢ nuweii)

OKWCNEHME KIMPHBIX KMCNOT

23

3HAOTeHHEIe KNpPLL
(®1pbL opraHr3ma)

.f}

Puc.3. Cxema B-OKHUCIICHUS JKUPHBIX KUCJIOT B HOPME U IIPU MTAaTOJIOTUU

KJIACCUPUKAILIUA HAPYHIEHUNA B-OKHCJEHHUSA XWUPHBIX KHUCJIOT U
TPAHCIIOPTA KAPHUTHUHA

W3BectHo Oosiee 15 pa3nuuHbiXx (GopM HapylUIeHHMH MUTOXOHJPHUAIBLHOTO B-OKHCJIEHHE
KHUPHBIX KHCIOT. Bce OHM CBf3aHbl ¢ HapylieHMEeM O€IKOB MM (PEpMEHTOB, KOTOpbIE
Y4acTBYIOT B METa0OJM3ME KUPHBIX KHCIOT. Tlockonbky Ha3BaHHs (EPMEHTOB OYCHb JUTMHHBIC
U CIIO’KHBIE, IPUHATO UCIOJIb30BaTh COKpAIlEHHYI0 ab0peBHaTypy, aHIIIMHCKYI0 WIH PYCCKYIO
(B pyCCKHX CTaThsIX U KHUTAX).

1. HapyueHue TPaHCHOPTA KUPHBIX KUCJIOT

e IlepBuunslii nepuuurt kapautuna (ren SLC22A5)
KinHndeckue nposiBIeHUs: KapAUOMUONATHsI, apUTMHS, CEpAEYHas HEIO0CTaTOYHOCTD,
MbIIeYHast ¢1a00CTh, MOPAKEHUE TEYCHH.

e Kapuutun naasmurowiarpancpepassl 1 nepuuur (ren CPT I)
Knunnyeckue mnposiBIeHUS: TsHKENoe MOpakeHUEe IMEYeHH, HapylleHHe ee (YHKIIHUH,
XOJIECTA3.

e Kapuurun Tpanciokassl Jepuuut (red SLC25A20)
KimHndeckue nNposiBIICHUS: TsOKENas KapAUMHONATHS, apUTMHH, TOPAKCHHUE MTEYCHHU.

e Kapuurun nansmuroniarpancpepassl 2 nepunnt (ren CPTII)
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Knuauueckue nposiBieHUs: Ipu paHHe MaHudecranuu (HeoHaTanbHas Qopma)
KapAMOMUOIATHS, IOPAKCHHUE ITEYCHHU.

[To3nusas manudecranus, y B3pocibiX, Ooyee Msarkas (Gopma, MposBISIETCS 3MU304aMU
MBIIIEYHON CIAa00CTH, TPYJHOCTSMH IIPH BBITOJTHEHUH (PU3HUECKON HArpy3KH.
HapyieHnne B-0KHC/IeHHS KUPHBIX KHCJIOT

Koporkouenoueunoii anmi-KoA neruaporenasnl nepunut (SCAD) (ren ACADS):
OOBIYHO MPOTEKAET OECCUMITOMHO.

Cpennenenoveunoi anuia-KoA nermaporenasnl nepuuur MCAD (ren ACADM)
Knunuueckue nposiBieHus: MOXeT MaHU(eCTUPOBATh B JTI0OOM BO3pacTe, MPOSBIIAETCS
OBICTPO TPOTrPECCUPYIOLIUM META0OINYECKUM KPU30M TOCTE NIUTENLHOTO TOJIOAAHUS
Wi (pu3nyeckor Harpy3ku. TOIIHOTa, pBOTA, YACTO MPU HOPMAIHLHOM YPOBHE TIIFOKO3BI
B KpoBU. [Ipu oTCyTCTBHM Tepanmuu MOXKET NMPHUBECTH K CyA0pOram, KOME U OCTaHOBKE
cepaua.

MuoxecTBeHHbIN Aepuuut anuia-KoA neruaporeHas — riiyrapoBasi auuaypusi THIL
II (ren ETFA)

Knunuueckue mposBIeHUs OYeHb Pa3HOOOPa3HBI: MOPOKU PAa3BUTHUSI TOJIOBHOTO MO3ra,
KHCTO3Hasl 00JI€3Hb MOYEK, TUIIOTIIMKEMUS, all1103, SMUIIETICHS, KapJUMHOIATHSI.
MHuUTOXOHAPUAIBLHOTO TPUPYHKIHOHAIBHOTO 0esika aepuunT (MTP)
NJnHHOUenoYeuHoi ruapokcmia-KoA neruaporenasnsl aepunur (LCHAD) (ren
HADHA)

Knunuueckue nposBiieHus: paHHssI MaHU(decTalusl, MOXKET BKIIIOUaTh KapIUOMHUIATHIO,
HapylIeHne padoThl IEUEHHU, MBILIEYHYIO CJIa00CTh, HEHPONATHIO, PETUHOIATHIO.

O4enp pauHHOUeno4YeuyHoil aumia-KoA npermaporenassl aepuuutr VLCAD (ren
ACADVL)

Knunnyeckue mnposiBieHUs: JaHHOE 3a00JeBaHUE BapbUPYET OT YMEPEHHBIX, Ci1ado
BBIPQ)KEHHBIX CUMIITOMOB Y OJHHUX, J0 Oojiee cephe3HBIX MpobiieM y apyrux. Ilepsbie
CHUMIITOMBI MOT'YT IIPOSIBUTHCA KAK C POKICHMS, TaK U yXKE BO B3POCIION KU3HHU.
Muaanenyeckass gopma - 6onee Tspxenas, nporekaer kak LCHAD, manudectupyer
MEXIYy POXIECHHEM U 4 MecslaMu, MOXKET BKIIIOYaTh KAapAMOMHIIATUIO, HapyIICHHE
paboThl MEUYEHHU, MBILIEUYHYIO CJIa00CTh, HEHPONaTHIO, PETUHOIIATHIO

Jerckasti ¢opma - CUMOTOMBI OOBIYHO MOSIBISIOTCS B paHHEM JETCKOM BO3pacTe,
OOBIYHO TPOBOLUPYIOTCA OOJE3HBIO WM MEPUOJOM JUIUTEIBHOIO TOJIOAAHMS.
[IposiBRsitOTCS CUMOTOMAaMU TUIIOTJIMKEMUN U METa0OJIMYECKUM KpHU30M. Tak ke MOXKeT
BKJIIOYATh CJIEAYIOUIME IMPHU3HAKH: TeNaTOMErajinio, MBIIIEYHYIO C€l1a00CTh, 0COOEHHO
nocJje BhIpaXeHHOM (pusnueckoit Harpy3ku. [laTonoruu co CTOpOHBI cep/ia npu JaHHOM
TUIE 0OBIYHO HE HAOMIOZaeTcs. Y HEKOTOPBIX JeTel CHMITOMBI JAHHOTO 3a00JIeBaHMUs
BBIPa)KEHBI HACTOJBKO C€J1a00, YTO PACIO3HAIOTCS TOJBKO IOCJE MOCTAaHOBKM JMAarHo3a
Opaty wim cecTpe.

IMo3ausas (B3pocaasi) popmMa - KIMHHYECKUE TPOSIBICHHUS: padaomuonu3. [lepBrie
CHUMIITOMBI HAYMHAIOT MPOSIBIATHCA B MOJAPOCTKOBOM HWIIM YK€ BO B3POCIOM BO3pacTe.
[TosiBnsieTcss o0miasi MbllIeyHass CJ1adOCTh, KOTOpas CTAHOBUTCS MPOJOJIKUTENIBHOM,
Oonee BbIpaKEHHas Tmocie  (U3MUECKUX  HArpy3oK. Mpimeynast  cnabocThb
COIIPOBOKIAETCS OOJE3HEHHOCThIO, CynoporaMu. MOKeT TMOSIBUTbCS KpacHOBATO-
KOPHUYHEBBIM [IBET MOYH.
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[Tpu nanHOM THIIE, O€3 JIEUEHUS] MOXKET Pa3BUTHCA MMOYEYHAsk HEAOCTAaTOUHOCTh. OIHAKO
npoOJIeMbl ¢ cepaleM M MeTabOJMYeCKU KpU3 He XapaKTepHbI A JaHHOH (opMbl U
YPOBEHB TJIIOKO3bI B KPOBH OCTAETCS OTHOCUTEJIBHO CTA0UIIbHBIM.

o HMG- KoA cunraspl aepunut (redk HMGCS2)
KinHnyeckue nposiBieHUs: OCTpas TMIOKETOTHYECKas TUIIOTJIMKEMUS, OTHOCUTEIBHO
HU3Kasi IEPEHOCUMOCTb I'0JIOIaHUS.

o HMG- KoA sma3bl ne¢puunt (redk HMGCL)
Knuauueckue nposiBieHHs: 0cTpas THIOKETOTUYECKAs TUIIOTIMKEMHUs, METa00INYECKUH
alu103, OpaKeHUe MEYEHH.

I'EHETUYECKHUE IPUYUHBI HAPYHIEHUA OKUCJIEHUA )KUPHBIX KUCJIOT
I'ensl npencraBisoT coboit nmocnenosarenbHocTh JJHK 1 B HUX 3amMcaHbl MHCTPYKLUU

o «mpurotoBiieHnio» O0enkoB 1 PHK. I'enbl HaxoasaTcss B XxpoMocomax. Y denoBeka 23 mapbl
XPOMOCOM, OJIHY U3 XPOMOCOM C COOTBETCTBYIOIIMM HAaOOPOM I'€HOB OH HACJEAYyeT OT MaTepH,
BTOPYIO OT OTIa. Ele ecTh /1B MOJIOBBIE XPOMOCOMBI, KOTOPBIE OMPEACTSAIOT PO peOeHKa — Y
JIEBOYEK JBE X-XPOMOCOMBI, @ Y MAJIbYUKOB O7/HA X U OJJHA Y-XPOMOCOMBI.

Bce 3a0oneBanus 3 JaHHOW TPYIITBI HACIEIYIOTCS 110 ayTOCOMHO-PEIIECCUBHOMY THITY.
DT0 3HAYUT, 4TO 00a POAUTENS SBISIOTCA HOCUTENSIMUA MyTalluM, HO HE OOJEIOT, T.K. Y HUX €CTh
BTOpasi KOMHUSA 3A0pOBOro reHa. Puck poxaeHus OolbHOTO pebeHKa B JaHHOM Cilydae
cocraBmsieT 25%. bonbHOI pebeHOK HAacIeayeT OJHY KOMUIO “00JbHOr0” reHa OT OTLA U OJHY—
oT MaTepu. 3aboJeBaHue MPOSBIAETCS TOIBKO B Cllydae HAIWYHS JBYX KOMHUH MOBPEKICHHOTO
reHa. MaJlbuMKH U IEBOYKH OOJICIOT ¢ OMHAKOBOM YaCTOTOM.

LB ¢
Oreu-HocuTenNb ' ’ MaTtb-HOoCUTEeNbHMLA

l | l
00 00 O

O ¢ @ O
JAN AR AR, AN
4 94 4
3poposble 25% Hocutenu (retepo3urotbl) 50% bonbHble 25%

Puc.4. Cxema ayToCOMHO-pELIECCUBHOTO TUIIA HACIEAOBAHUS
JIMATHOCTHUKA HAPYIIEHWI OKUCJIEHUA JKUPHBIX KUCJIOT

OCHOBHBIMU METO/IaMHU JAMATHOCTHKH 3TOW IpyIIbl 00JIE3HEH SBIIAIOTCS OMOXUMHYECKUE
TecThl. [IpoBOIAT ompenereHWE AaNWIKAPHUTHHOB B KPOBH METOJOM TaHAEMHOW Macc-
CIIEKTPOMETPHH.

[Ipu pasHbIx QopMax 3a0o0jeBaHM HAOIIOJACTCS TOBBIIICHUE OIMPEICICHHBIX
AIMIKapHUTHHOB.

AikapHUTHHBI 0003HaYa0T OyKBamMu ¢ UGPOil, KOTOpas yKa3bIBaeT Ha YUCIIO aTOMOB
yriepoja B JaHHOM COCTUHEHUH, APYrrue 0003HAaUeHUSI OTHOCATCS K HAIMYMIO IBOMHBIX CBS3EH,
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TUAPOKUCIBHON Tpymnmbl W T.A. Takke pa3paboTaHbl METOHABI ONpeAeNieHUS aKTHUBHOCTH
(dbepMEeHTOB, HO HUX NIPOBOJAAT OYEHb HEOOJBIIOE YHCIO JIabopaTopHil BO BCEM MHpE U HUX
clelyeT peKoMeHAoBaTh, eciu B pesynprare JHK-mumarnoctuku He ynanoch 0OHapyKUTh
MyTalliH B T€HE.

Tabmuna 1. CoorBerctBue Mexay HekotopbiMu FAOD u  u3MeHeHHsIMH ypOBHEH
alMJIKapHUTUHOB

N3menenne I'pynna anuiKapHUTHHOB 3abo1eBaHue
AlWJIKAPDHUTHHOB
C10 1 C10:1 t+ C6 1 CpenHerneno4yeyHbie HenocrarounocTs cpenHenenoyeuyHon
C81 AIMIIKAPHUTHUHBI arin-KoA neruaporenassl
Cl4 1t Cl4:17 Cl4:27 JIMMHHOUETIOLICYHbIE HenocrarouHocts 0ueHb
Clé:1 7 aAlVIKAPHUTUHBI U IIMHHOLenToueuHoi anmin-KoA
HEHACHIIIICHHBIE JeTUIPOTCHA3BI
JUTMHHOIIETIOYEYHbIE
AIIKAPHUTHHBI
C160H1,C180H ) JInuHHOLIETIOLIEYHbIE HenocratouyHoCTh ATMHHOIIETIOUYEYHOM
C18:10H1,C16:10H 1 | anunkapHuTHHBI coaepkamue | 3-ruapokcuanuni-KoA neruaporeHass
THIPOKCHIIBHYIO TPYIIITY (AL AJT)
co 4 CBOOOIHBIN KAPHUTUH [lepBuuHas HEAOCTATOYHOCTD
KapHUTHHA

JTHK-TUATHOCTUKA

BoisiBUTH MyTanuio (IOJOMKY) B T€HE MOXHO MOJEKYJISPHO-T€HETUYECKUM METO/I0M,
st atoro nposoautes JAHK-nuarnoctuka. OnHako, ObIBAIOT Cilydad, KOTJa MyTallUi0 HAaUTH C
IIPUMEHEHNUEM CTaHJApPTHBIX METOAOB HE yzaaercs. Torga Bpadyum IpU ITOCTAHOBKE IMArHos3a
OPUEHTUPYIOTCS Ha KIIMHUYECKHE CUMIITOMBI U OMOXMMUYECKHE U3MEHEHUSI.
Ecnu Myranuu HaiiieHbl 5TO JA€T BO3MOKHOCTB OIPENCIUTh HOCUTENIEH B CEMbE U IIPOBECTH
NpEeHATAIbHYIO /WY NPEeUMITTIAHTAIIHOHHYIO AUArHOCTHKY.

MOI'YT JIM APYT'UE YWIEHBI CEMbU 3ABOJIETH WU BBITb HOCUTEJISIMUA?
Bpatbst u cectpsl GonbHOTO pebeHka, MOTyT OBITh OOJIBHBIMH, JaXK€ €CIIM y HUX Ha

MOMEHT JIMarHOCTUKW WICHOB CEMbH HE OBLJIO CHMIITOMOB. B JaHHOM cilydae HE0OXO0JIUMO
MIPOBECTH JIMArHOCTHUKY, YTOOBI KaK MOXHO PaHBIIIC HAYaTh TEPAITHIO M N30eXkKaTh OCIOKHEHUH.
Tak»e OHU MOTYT OBITh HOCUTEIISIMHU, KaK UX POIUTeNd. UTo KacaeTcs qPYruX YWICHOB CEMbH, TO
UM BaXKHO COOOIIMTH, YTO OHU MOTYT OBITh HOCHTEISAMH. JTO 3HAYMT, YTO U y HHUX €CTh PUCK
pPOXIeHHS peOeHKa ¢ JTaHHBIM 3a00JIEBaHUEM.

Ecnu B cembe yxe ecTb 0IMH pPeOCHOK C HAPYIIEHUEM OKHCIEHUS JKUPHBIX KUCIIOT, KOTAa Y HETO
poxmaercs OpaT WM cecTpa, HY)XKHO TPOBECTH HEMEIJCHHYIO TUArHOCTHKY, Ha HAIUYUE
JTaHHOTO 3200JIeBaHUs, YTOOBI HAYaTh CBOCBPEMEHHYIO TEPAIHIO.
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OCOBEHHOCTHU TEYEHW A 3ABOJIEBAHUI

3a0oJieBaHUs U3 3TOM TPYIIIBI MOTYT HAUWHATHCS B JTF0OOM BO3pAcCTe - C MEPBBIX AHEH U
@K€ YacoB JKW3HH, B IEPBbIE MECSIbl WJIM MPOSBUTCSA TOJIBKO B JIETCKOM BO3pPacTe WU Y
nopocTKOB. Bee 3aBucHuT OT popmbl 0OJIE3HH, TSHKECTH MYTAllMM M BHEITHUX (PaKTOpPOB (Kak
4acTo pedeHKa KOPMST, KaK 4acTo OH OOJIeeT U T.J).

Jns HexoTophix (opM Ooliee XapaKTEPHO MOPAKEHHE MBIIMICYHON CHUCTEMBI, JUIS OPYTUX -
cepaeyHol MbImnbl. HekoTopeie 3a00yeBaHMs MPOTEKAIOT MPEUMYIIECTBEHHO C MOPAXEHUEM
MEYECHU U C PA3BUTHEM METaOOIMUYECKUX KPU30B C THIIOTJIMKEMUEH.

Metabonuueckue Kpusbl - OYeHb OMAacHbl. MIMEHHO B 3TOT MEpUOJl MOTYT Pa3BUTHCA
HEoOpaTUMbIE TOBPEXKACHUS TOJIOBHOTO MO3Ta, KOTOPBIM KpailHe HYXIAeTCs B IMOCTYIUICHUH
MeTabOIMYECKO PHepruH B BUJE TIIOKO3bl WJIM KETOHOBBIX Tel. EciM mpu MHOTHUX ApYyrux
HACJIC/ICTBEHHBIX ~HApyIICHUSX OOMEHa BEHIECTB, CONPOBOXKAAIOIIUXCS THIIOTIMKEMUCH
(Hampumep, HapyIIEHUIX 0OMEeHa TTTMKOreHa) HaOII0AaeTCsl BRICOKUN YPOBEHb KETOHOBBIX TN U
MO3T MOXeET MOJy4aTh HSHEPIHI0 3a CYET HMX MeTaboim3Ma, NpU HAPYHICHUSX OKUCICHUS
KUPHBIX KUCIIOT YPOBEHb KETOHOBBIX TEJI HU3KHU, NOITOMY IMOBPEKIECHHUE TOJOBHOIO MO3Tra
pa3BUBAETCS OUYEHB OBICTPO.

OBPA3 ’KU3HU, EXKEJTHEBHASA TEPAIIUA U JUETA

Honrocpodnas Teparnusi B JaHHOU TpyIIe 3a00JI€BaHUHN - 3TO TUETOTEPAIIUs.
Lenu:
e HopmanbHoe (pu3nueckoe U HHTEINIEKTyallbHOE pa3BUTHE.
e JlpubaBka B Bece U pOCTE, B COOTBETCTBHE C BO3PACTOM.
e [IpenynpexneHrue XxapakTepHbIX CUMITOMOB, HAIIPUMEP MBIIIEYHONH OOJIM, MBIIIEUHOU
cJ1ab0CTH.
e [IpenorBpaleHre ONACHBIX MPOSIBICHUH, TAKUX KaK IIOBPEKACHUE CEPACYHON MBIIIIBI.
o JlpenynpexieHue KaTaOOJMUYECKUX CHUTyallud, KOTOpble MOTYT TPUBECTH K
MeTaboIMYECKUM KpU3aM C TUIIOTJIMKEMUEH U pa3pyILIeHUIO MBIIIIEUHBIX KIETOK.

JI1st MOCTHKEHUS ATUX IIeJIel TUETOTepaIius T0JDKHA OTBEYATh CIICIYIONUM TPEOOBAHUSIM:
e (OO0ecreunBaTh aJleKBaTHOE TMOTpeOIeHne Oelka B COOTBETCTBHE C BO3PAcCTOM U
NOTPEOHOCTHIO.
ObecneunBaTh HE3aMEHUMBIMU KUPHBIMH KHCIOTAMU, BATAMUHAMHU ¥ MUHEpaJaMHu.
MOKPBIBaTh SHEPro3aTpaThl.
W36erath JUIMTEIBHBIX MIEPUOJIOB TOJIOTAHUS
OrpannuuBaTh TOTPEOJICHHE JKUPHBIX KUCIIOT C IJTUHHOM IIETBIO.
CooTBeTCTBOBAThH BKYCY, BO3pPACTy M MOTPEOHOCTAM peOeHKa.
IToaxoauTs Iy MOBCETHEBHOM YKU3HM.

3a0osieBaHus1, IPU KOTOPBIX IHETA HE UCIOJIb3YeTCH:

e [lepBuYHBI TeUIUT KAPHUTHHA
e Kopotkonenoueunoit aimmn-KoA nerunporenasst nepunut (SCAD)
e (Cpenneuenoueunoii armn-KoA neruaporenasst nepuur MCAD

3a0oseBaHNsl, NIPH KOTOPBIX HCIOJIb3YeTCSsl AUCTOTEPAIINs:

o Kapautun nanemutountpancdepasnl 1 nedunur (CPTI)
e Kapuutus nansmutomntpanchepassl 2 gedpunut (CPTIID)
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MuTOXOHIpHAIEHOTO TpU(YHKIIHOHAIEHOTO Oenka neguuut
JUTMHHOTIeTIouedHoM ruapokcmii-KoA neruaporenassl nedurut (LCHAD)
Ouensp pnuHHONETIOUEHHOM armii-KoA neruaporenasst aepunur (VLCAD)
MmuosxectBeHHbIN neduut ammi-KoA neruaporenas

HMG- KoA cunTassl gedumnur

HMG- KoA nua3ssl gehunur

YMepeHHOe OrpaHHYeHNe KHPa B PallMOHe:
Kapuautun nansmurountpancdepasst 1 gepuuut

YMepeHHOe HIH 3HAYNTENIbHOE CHUKEHHUE sKUPA B PallMOHe:

Kapuutun nansmurounntpancdepasst 2 gepuuut

Ouenp  mmHHOUEnoyeyHoW  anmin-KoA — mermaporeHassl  JeduImT
(6eccummnroMHas gopma)

MuoxectBeHHbIN nedunut ami-KoA nerupporenas

(MTP)

VLCAD

3HaunTeNbHOE CHHJKEHHE JKHMpa € HCIO0JbB30BaAaHUMEM MCT (cpe)meuenoqeqﬂblx

TPUIJIHLEPHI0B)+HOYHbIC KOPMJICHHS:

MuUTOXOHIpHAILHOTO TpU( YHKIIOHAIEHOTO Oenka nepuuuT
JUTMHHOTIeTIouedHOoM ruapokciii-KoA neruaporenassl nedururt (LCHAD)
Ouenp quHHONEnoueuHOH auun-KoA nerunporenassl nepuuut VLCAD

Tabauna 2. MakcuMaJIbHBIN MEPHOJ I01012 B 3aBHCMMOCTH OT BO3pacra:

(MTP)

qaCoB

BO3pacTt Ipuem nuum

0-4uen. Kaxxnpie 3 yaca, BKiItouasi HOYHOU MEPUOJT

< 6mec Kaxxnpie 4 yaca, BKITt0uasi HOYHOU MEPUOJT

6-12wmec. Kaxxaple 4 yaca, HOUHOI NepePHIB 6 YaCOB.

12mec-3r. Kaxnasle 4 yaca, HouHoil mepepbiB 10 (12)
4acoB

>411. Kaxnasle 4 yaca, HouHoil mepepbiB 10 (12)

Buumanue! B Ta6J'II/II_U>I MNPUBCACHLI YCPCAHCHHBIC MHTCPBAJIbI MCXKAY IMPUCMOM IHIIH.

I/IHTepBaJIBI MCXKAY NpueMaMiu MU B JHEBHBIC YaCbl U HOYHBIC IIEPCPBIBBI MCKIY
KOPMJICHUAMU YCTAHABJIIMBAKOTCA MHAUBUAYAJIIbHO, B 3aBUCUMOCTH OT YPOBHA I'NTMKCMHHU.

Ta6auna 3. CpegHecyrouHble HOPMbI (HU3HOTOTHYECKHX NMOTPeOHOCTEH B JHEPruU I

aereu

coranacio FAO/WHO/UNU 2001 (WHO Technical Report Series 17-240kt 2001)

Bo3spacrt (mec.) JHeprus JHeprus
(kkaj/kr) (kKaJj/kr)
MYK KeH

0-1 113 107

1-2 104 101

2-3 95 94

3-4 82 84
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4-5 81 83
5-6 81 82
6-7 79 78
7-8 79 78
8-9 79 78
9-10 80 79
10-11 80 79
11-12 81 79
Bo3spacr (r.)

1-2 82,4 80,1
2-3 83,6 80,6
3-4 79,7 76,5
4-5 76,8 73,9
5-6 74,5 71,5
6-7 72,6 69,3
7-8 70,5 66,7
8-9 68,5 63,8
9-10 66,6 60,8
10-11 64,6 57,8
11-12 62,4 54,8
12-13 60,2 52,0
13-14 57,9 49,3
14-15 55,6 47,0
15-16 53,4 45,3
16-17 51,6 44 4
17-18 50,3 44,1

Juerorepanusi npu 0ecCUMIITOMHOM (pOpMe HEIOCTATOYHOCTH OYeHb JVIMHHOLENOYCYHOH
anui-KoA nermaporenassl (VLCAD):

e (-4mec. — 50% rpynHoro monoka + 50% crenuanusupoBannoe nuranue ¢ MCT
e >4Mec. — yMepeHHOE coKpaleHue xupa 10 30% sHepruu oT o0IIero Kajsopaxa, U3 HUX
10-15% 3a cuer MCT, 3-4% 3a cueT HE3aMEHUMBIX KUPHBIX KHACIIOT.

JAuerorepanus npu HE0CTATOYHOCTH OYeHb UIMHHOLenmouyeyHoil anuia-KoA
peruaporedasst (VLCAD) ¢ panneit  MaHudecranmeii M HeIOCTATOYHOCTH
MHUTOXOH/APHAIBLHOIO TPUPYHKIHOHATBHOIO OeJsika (MTP) HeI0CTATOYHOCTH
AJTHHHOLeno4Ye4Hoi ruaApokcuii-KoA nermaporenassl (LCHAD):

e (-4mec — 100% cnennanusupoBanHoe nuranue ¢ MCT

® >4mec. — cokpaieHue xupa a0 25-30% sHepruu ot obuiero kaigopaxka, 20-25% u3 HuX
3a cyuer MCT, 3-4% 3a cyer He3aMEHHMBIX >KUPHBIX KHUCIOT. CHU3UTH MOTpebiIcHHE
JUIMHHOLETIOYEYHBIX KUPHBIX KMCIOT MAKCUMAaJIbHO HA CKOJIBKO BO3MOXKHO.

Jliis1 BceX THNOB: U30eratb KaTadoIu4ecKux curyanmii!!!
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IMPUMEP PACYHETA JUETHI

Pacuer nuetsl ans peOeHKa ¢ JAMArHO30M: HEJAOCTATOYHOCThH JJIMHHOIIETIOUEYHOW THIPOKCHI-
KoA neruaporenassl (LCHAD):
Bospact 1,5rona, Bec 10xr.

JHeprus:
B 1,5 roga cyTouHas KaJOpUHHOCTB palmoHa cocTaBisieT 90KKaj/Kr/cyT, ClienoBaTeabHO, Ball
pebenok aomxkeH noayduth 10 x 90 = 900 kkan B CyTKH.

Kupsbr:
25% sHepruu N0KHBI 00€CIIeYnBaTh KUPDIL.
It xupa — 310 9 Kanopuii (Kxan)

Hcxons u3 3Tor0, peOeHOK JO0IDKEH MOTyYHUTh:
Kupsr (r/cyt) =25% x 900/9/100% = 25r. xupa B CyTKH.

20% 3Hepruu IO0JHKHBI 00ECTICUnBATh KUPHBIC KUCIOTHI CO CPEIHEH IICTIbI0, CIIEI0BATEIBHO:
MCT(r/cyt) = 20% x 900/9/100% = 20r. MCT B cyTKWH.

[TomygaeTcs, 4TO Ha JOJIIO SKUPOB C JUIMHHOW LIETIBIO MPUXOIUTCS TOJIbKO: 25T — 20r = 51. B
CYTKH.

3-4% sHepruu Mbl JOJKHBI 00ECTIEUUTH 3a CUeT He3aMeHUMBbIX KHUPHBIX kuciaoT (ITHXK).
Cunraem:
ITHXKK (r/cyt) = 3% x 900/9/100% = 3r B cyTKH

beaxu:
Ir. 6enka — 3To 4 xamopuii (Kkan)

[Ipu wemoctatoyHOCTH O4YeHBb IMHHOLENoYeuHoW anui-KoA neruaporenassr (VLCAD) c
paHHell  MaHuecTanMeli M HEJAOCTAaTOYHOCTH  JJIMHHOIENOYeYHOH  ruapokcui-KoA
nerugaporenassl (LCHAD) Gonee nenecooOpa3zHa auera ¢ MOBBIIEHHBIM COJEp)KaHUEM Oenka
1,5-2,5r/kr/cyT.

B npuBenenHom Bbllie mnpumepe pebeHKy BecoM 10Kr cytouyHass moTpeOHOCTH B Oelke
cocrasiuseT: 15-25r.

benmok 2 r/kr/cyt — 310 20T, B IpOIIEHTax OT 00IIEro Kajopaxa 3To:
benxu (%) =4 x 20/900 x 100% = 9%

YriaeBoanr:
Ir. yrneBoaoB — 310 4 kanopuit (Kxar)

N tax MBI mocuuTa M, YTO CyTOYHAs KAJIOPUHHOCTH paiMoHa y Hamiero pedenka 900kkan, u3
HUX 25% D2Heprum o0ecrneyuBaIOT KHUPbI, 9% OENKH, OCTABIIYIOCS SHEPTHUI0 MBI JIOJKHBI
MOKPBITh 3@ CUET YIJIEBOJIOB:

100% -25% -8%= 66%

[lepeBoiM B rpamMMBI:

VYrnesoasl (r/cyt) = 66% x 900/4/100% =148r.
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INOJIMHEHACBIINEHHBIE HE3AMEHMUMBIE KUPHBIE KUCJIOTBI (ITH’KK)

Cymectyer 2 Buna [THXKK: omera-3, omera-6 .

[MTHXK 3aHuMaroT OOJBIIYI0 YacTh COCTaBa 3aIIMTHON MeMOpaHbI (000JIOUKH) THOO0M
kieTkd. OpranusMm croco0eH ImpeoOpa3oBbIBaTh >KUPHBIE KHCIOTHI OJHOTO Kilacca B APYroi,
HO HE CIOCOOEH CHHTE3MpOBaTh 00a Kiacca U3 Oojiee MPOCTHIX BEIIECTB, MOITOMY OHH
0053aTeNbHO TOJKHBI IPUCYTCTBOBATH B IMUIIIE, T0I00HO MUKPOIJIEMEHTaM.

B namem opranmsme I[THXXK mmeror cBoiicTBa B 3THX k€ 000J0YKaX OOHOBIATHCS IO
M€pe TOr0, KaK KJIETKa MPOXOAUT CBOM €CTECTBEHHBIN JKM3HEHHBIN [IUKIL.

Opranu3M Bcerja HUCIONb3YeT TE€ KUPHBIE KHUCIOTHI, KOTOpblE €CTh B Hamuuuu. menHo
mo3TOMYy Iiejiecoobpasno, Bkmounth B panuoH [THXKK kmacca omera-3 um omera -6 B
MPaBUIILHOM COOTHOIIICHHE.

Omera -3: AJIK (Anbda-nunonenoBas kwucnora), HI'’K (moko3arekcaeHoBas KHCIOTa) H
OIIK (siiko3aneHTaeHOBast KUCIIOTA).

Owmera — 6: MMHONIEBast KUCJIOTA, apaXUJ0HOBAsA KUCIIOTA.

Taoauna 4. [ITHKK npu HU3K0KUPOBOM 1HeTe, ONTHMAJIbLHOE COOTHOIIIEHHUE:

Bospacrt Omera-6 Omera-3 Oomas Omera-6: Omera-6 Omera-3
(% ot (%ot cymma (% | Omera-3 (r/cyT) (r/eyT)
Jepruu) JHEPrum) oT
JHEPIruHM)
0-<4mec. 4,0 0,5 4.5 8:1 2,0 0,25
4-12mec. 3,5 0,5 4,0 7:1 2,7 0,4
1-<45. 3,0 0,5 3,5 6,5:1 3,5 0,6
>471. 2,5 0,5 3,0 5:1 5,5 1,1

Tab6auna S. Conep:xkanue ITHKK B pacTuTe/IbHBIX Macaax:

MacJja JIuHoJieHOBast Aabpa- Owmera-6:omera-3

KHCJI0TA JINHOJIEHOBAs

(omera-6) KHCJI0Ta

(omera-3)

CadnopoBoe Macio 75 0,47 150:1
TreIKBEHHOE MAacIIo 49 0,5 98:1
JIpHSHOE MacIo 14 53 0,26:1
Kykypy3Hoe macio 55,5 1,0 55:1
OIIMBKOBOE Macjio 8,2 0,86 10:1
ParicoBoe macio 15 8,6 1,7:1
KynxyTHO€ Macio 42,5 0,8 53:1
Maciao coeBrix 06000B | 53 7,7 7:1
Macno noaconaeunoe | 50,1 0,2 62:1
Macno rpeukoro | 52,4 12,2 4:1
opexa
Macno  3apopapiueit | 55,7 7,8 7:1
MIICHULIBI
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https://ru.wikipedia.org/wiki/%D0%9B%D0%B8%D0%BD%D0%BE%D0%BB%D0%B5%D0%B2%D0%B0%D1%8F_%D0%BA%D0%B8%D1%81%D0%BB%D0%BE%D1%82%D0%B0
https://ru.wikipedia.org/wiki/%D0%90%D1%80%D0%B0%D1%85%D0%B8%D0%B4%D0%BE%D0%BD%D0%BE%D0%B2%D0%B0%D1%8F_%D0%BA%D0%B8%D1%81%D0%BB%D0%BE%D1%82%D0%B0

Jloko3arekcaeHoBasi KHCJI0TA

YuuteiBas, uro jumb Manas dacth JAI'K kucimoTel cuHTE3upyercs w3 aib(ha-JTHHOICHOBOM,
OJIHUX PpACTUTEIhHBIX WMCTOYHHKOB JUIS BOCIOJHEHHS Heobxomumoro ypoBHs Owmera-3
HeJ0CTaToyHO. VIMEHHO TO03TOMY B palioH PEKOMEHIYETCS BKIIOYHUTH T00aBKU COJEpIKaIlHe
noko3orekcaeHoByto kucnory (AI'K) B Heooxomumom konmuectse. [{o3a [THXKK onpenensiercst
Bpa4yoOM.

KAPHUTUH
[Tpu nepBuyHOM ACPUIMTE KAPHUTHWHA, TMpENapaThl JICBOKAPHUTHHA HA3HAYAIOT B BBICOKHUX
no3ax 50-400 mr/kr/cyT.
B ocranpHBIX Cciydasx KapHUTHH Ha3HAYAIOT B HEOONBIIUX JO3UPOBKAX C OCTOPOIKHOCTHIO
per.os. (103a onpeaensieTcss BpauoMm)

IMPOTUBOIIOKA3AHO BHYTpHBEHHOE BBEJICHUE PACTBOPA KapHUTHHA MIPU HAPYLICHUH [3-
OKHCJIEHUS KUPHBIX Kuciaor!!!

KAKHUM OBPA3OM IIUTAHUE PEBEHKA MOKET BbITh ATJAIITUPOBAHO K
IIMTAHUIO CEMbH

K xoHmy mepBoro roga >Ku3HU peOCHOK HAYMHAET MEPEXOAWTHh HAa OOLIMI CTOJN, €ro
nuTaHue Bce OoJIbllle HAuYMHAET MOXOJAUTh Ha B3pociyro nuily. Ena mmeer Oonee TBepayro
KOHCHUCTEHIINIO, U aCCOPTUMEHT OT/IE€IbHBIX MPOJTYKTOB U OO/ pacIIupsieTcsl.

OBE3{MUPEHHbIE

CNAAOCTU

g PACTUTENIbHBIE
MACNA U CUT

— OBE3XMUPEHHOE
MOOKO, HEXKUPHOE

e MACO, PbiGA

/ \ HAMUTRU

\
\

Puc.1. TlumeBas mupamuia, WITIOCTPUPYIOIIAS COCTaB €KETHEBHOTO pallioHa pedeHKa C
paccTpoiicTBOM MeTaboIu3Ma ITTHHHOIEOYEYHBIX KUPHBIX KUCIIOT.

Bonbmras qacCTb IMPOAYKTOB COOTBCTCTBYCT PCKOMCHOAIUAM JJIA 340pOBOTO,
pa3sHOOOpa3HOro MUTaHHS AETed cO 310pOBBIM MeTabomm3MoM. OueHb BaXKHBI HANUTKU Oe3
caxapa, Takhue Kak MUHepaibHas BoAa, GPYKTOBBIN Yail U HEOOJBIIOE KOJIUIECTBO (PPYKTOBOTO
COKa, CMEIIaHHOTO C Ta3upOBaHHOW BojoW. B mpuopurere PppykThl W oBomm. B ux cocraBe
MPAKTUYECKH HE COAEPKUTCS >KUPOB, MOITOMY OHHM MOTYT YHOTPEOJATHCS B OOJBLIOM
KOJM4ecTBe. PekoMeHyeTcs, Kak U BCeM, CheaaTh S5 mopiuii (PyKTOB M OBOIIEH B JICHB.
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Crnenyromuil ypoBeHb MUIICBON MUPAMUIBI COJCPKHUT 3EPHOBBIC MPOMYKTHI, 3JIaKU U
kaptodeinb. [Ipu uX MPUTOTOBICHUH JOJDKHO MCIIOJB30BAThCSI MUHIMAIBHOE KOJMYECTBO JKUPA.

O0e3:XKUpEeHHOEe MOJIOKO W MOJIOYHBIC TMPOAYKTHI OOOTalalOT €KEIHEBHBIM PALMOH U
AOIMMOJIHAKOTCA MCHBIIIUM KOJMYCCTBOM HCKHUPHBIX COPTOB MsCa U pr6BI

Macna u TBepable XUPBI JOKHBI ObITh 3aMeHeHbl MCT U He3aMEHMMBIMU JKUPHBIMH
KHCJIOTaMU B IIPpaBUJIbHOM COOTHOIICHWH.

Ha BepimHe nupaMu sl HAXOIATCS HU3KOXHPOBBIE CIIaIOCTH.

METABOJHUYECKHWHI KPA3

Mertabonuecknii Kpu3 - KPUTHUECKOE, YIPOKAIOIIEE KU3HU COCTOSHUE, CIIPOBOIMPOBAHHOE
HEONMaronpusaTHbIMU  (pakTOpamu, OOyCIaBIMBAIOMIMMHM YCHUJICHHBIH pacmaj >KUPOB C
00pa3oBaHUEM JKUPHBIX KHUCIIOT, HAPYIICHHEM WX OKHCICHHUS M MPUBOJAIICE K 00pa30BAHHIO
TOKCUYHBIX META00JHUTOB.

Y10 MOKET CIPOBOLMPOBATH META00IMYECKHIT KPH3:
® UINTENILHOE rOJI0JaHueE
® uH(pEKIHI
® TspKenas GU3NYecKas U SMOIMOHAIIbHAS HArpy3Ka

IIpu3HaKku runorjimKeMuu (CHUKEHHE YPOBHS caxapa B KPOBH):
e (CmabocTh
e JIpoxb
® [ '0JOBOKpYXEHUE
o JIumkwmit XOJIOAHBIHN MOT.

ITepBble cHMNITOMBI MeTA00JIMYECKOT0 KpHU3a:

UpesBbIuaiiHasi COHJIMBOCTh, U3MEHEHHUE TOBEACHMS, PA3APAKUTEIbHOCTh, CHUKEHHUE AIlIIeTUTA.
Yacto Kpu3 MNpoBOLUPYET HHQEKLHs, I[O3TOMY IE€pBble MPOSBICHUS MOTYT HAYMHATHCS
JMXOPAJKOM, TOIIHOTOW, AWAapeeii, pBOTOM. 3aTeM ClEeNyeT CHUXKEHHE caxapa B KpoBu. Eciu
CBOEBPEMEHHO HE HAayaTh JCUCHHE y PeOCHKA MOXKET MOSBUTHCS OJIBIIIKA, CY0POTH U KOMA.

B KAKHX CJYYASX HYKHO HEMEJJIEHHO OBPATUTHCS 3A
MEJIUIIUHCKOM ITOMOIIbIO

Ecnu BbI 3ameTniy 11000 U3 3TUX CUMIITOMOB Y Baliero pebeHka:
e [Inoxo# ammmeTuT
BripakeHnHast c1abocTh WK Ype3MepHasi COHITUBOCTh
Psora
Huapes
JIuxopanka
[TocTostHHBIE MBITIIEYHBIE O0JTH, CTA00CTh WU KPACHOBATO-KOPUYHEBHIH IIBET MOYH.
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YTO AEJATD ECJIM Bbl 3BAMETHWJIN Y PEBEHKA 3TU CUMIITOMBI?

VYXyameHue COCTOSHUS OOBIYHO HAOJFOAAeTCs B TOT MOMEHT, KOTJa OpraHu3My He
XBaTaeT HEpruu. VM oH HaYMHAET €€ UCKATh BCEMH BO3MOXKHBIMHU CIIOCOOaMH, OWH U3 IyTeH —
3TO pacnaja cOOCTBEHHBIX TKaHEH (karabonmu3m). JlomyckaTh 3TOTO HHM B KOEM ciiydae Henb3s. 1
MepBOE, YTO MBI JIOJKHBI CIIENaTh, 3TO MOMPOOOBATH BOCIOIHUTH YHEPTHIO 32 CUYET TITFOKO3HI.
Jaiite peGeHKY yrieBOIbl, 3TO MOXET OBbITh (PYKTOBBIN COK, CIAagKUil 4Yald, WM PacTBOP
TJTFOKO3BI.

YuuThiBas BBICOKMH PHUCK pa3BUTHUA METa0OJMYECKOrO0 Kpu3a TMpU TOSBICHUU
BBIIIICOMMMCAHHBIX CHMIITOMOB HY)XHO HEMEIJIEHHO OOpaTUTHCA 3a MEAUIIMHCKOW ITOMOIIIBIO.
HeoOxonumo B3aTh aHanu3 KpoBH Ha 3nekTponuTsl (K+, NA+, Ca+), rmrokosy, KIIC, AnAT,
AcAT, KOK, JIAI', XC, JIIBII, JIIHII, tpurnuuepuas, NH3. W HauaTe BHYTpUBEHHOE
BBEJ/ICHHE TJTIOKO3BI, COTJIACHO MTPOTOKOIY:

IIlpy HEBO3MOKHOCTH OPraHM3aLMU NUTAHUA Yepe3 POT HEO0OXOAUMO YCTAHOBUTH
HAa30racTpajbHbIA 30H/
TEPAIIUSA

IIpuHIMOIBI TEpaATUA:

N36erath ronopanus

CoxkpallieHre B pallMOHE JKUPHBIX KUCIIOT C JUIMHHOM LIETIbIO

OO6oraiiieHne NUIIY CpeIHEENOYeYHbBIMU )KUPHBIMU KUCIIOTaMU

[TperoTBpaTUTh THIIOTIIUKEMUIO

JlononHurenbHas Merabonuueckas NOJAEpXKKa TMpU  Pa3BUTHUM  MHPEKIHUOHHBIX
3a0oeBaHUM

e JloGaBku KapHUTHHA (CM. pa3Jiel KapHUTHUH)

OUSNYECKASA HAT'PY3KA

®uznyeckas Harpy3Ka — 3TO BCerja JOMOJHUTEIbHAs YJHEPIHs, T€ KaJIOPUH, KOTOPbIE MBI
JIOJIKHBI 3aIlJIaTUTh HAIIEeMY OPraHU3MY 32 YCHIJIEHHYIO paboTy.
[ToaTomMy eciu Bbl 3HaeTe, 4TO COOMpAETeCh MOTPATUTH OOJIBIIE SHEPTUU Ye€M OOBIYHO, BBI
JIOJKHBI OBITH K 3TOMY T'OTOBBI.
3a 30 MuHYT 10 pU3UUECKOM HAarpy3ku pekoMeHaoBaHo npuHATh 0,2-0,5 r. MCT Ha Kr Macchbl
tena. Jlns Oonbiiel 3((EeKTUBHOCTH MOXHO CMelIaTh C YIJeBOJaMH, HampuMmep, sO0JIOUHBIM
COKOM.
[Tocne puznueckoit Harpy3K HY>KHO BOCHOJIHHUTDH MOTPAUCHHYIO SHEPTHIO OEIKOBO-YTIEBOJHOM
3aKyCKOM, OTHOIIICHUE YTJIeBOIOB K Oemkam — 3:1

CrnenuajJu3upoBaHHOEe MUTAHHE

JUIs ManeHToB ¢ HapyUICHUSMHU OKHCICHHS JKUPHBIX KHUCIOT pa3paboTaHbl HECKOJIBKO
BAapUaHTOB CICHUAIM3UPOBAHHOTO TMUTAaHUA U OTAEIbHbIE JiedeOHbIe MPOAYKTH. OHHU
OTIMYAIOTCS MeXAy coOoii. [Ipu mepexone ¢ 0HOM GOPMYIIBI Ha APYTYIO U C OJHOTO MPOAYKTA
Ha JIPyroM 3TO HY>KHO YYUTHIBATh!

Ta6muma 7. CoctaB cnenuanu3upoBanHoro nutanus npu FAOD

| Crienr. cvech | O6mee | ILUT % | MCT % | Jlunonenosas | Anbda- | Omera- |
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cofiepkaHue
xupa %

oT
o0rrero
KUpa

oT KHCJIOTa
obmero | mr/100r
KUpa

JIMHOJIEHOBaA | 6:
KHUCJIOTA omera-3
mr/100r

Cneunamuszup | 26
OBaHHBII
IPOAYKT
JMETUYECKOT O
ne4e6HOoro
OUTAHUS IS
JIIETEN C
POXKIEHUS U
B3pOCIIbIX
npu aedexrax
OKHCIICHUS
JUIMHHOLIETIOY
€YHBIX
KHUPHBIX
KUCIIOT,
XWJIOTOpaKce
u
TUM(AHTHIKT
a3uu — cyxas
CMECh
«Monogen»
(«MoHoren»)

16

84 900

170 4,2:1

Croen. npogykr

O6mue xupsl %

W3 aux MCT %

Crneunanu3upoBaHHBIN
MPOJYKT AETCKOTO
JUETHYECKOTO JIEYEOHOTO
nutanug -JInksumxen+"
*A*E("Liquigent")
(ucmonb3yeTcs TOTBKO Kak
JTOTIOJTHEHHE K OCHOBHOMY
POJYKTY MUTAHUS )

50

45,4

MCT Oil

100

100

JAUCITAHCEPU3ALIUA

JUisl MalueHToB ¢ HapyIIEHUSIMU OKHCIICHHS )KUPHBIX KUCIOT HEOOXOIUMBI PETYIIsIpHbIE
oOcnefoBanus. B Tabmuie npuBeneH NpUMEpPHBIA MepeueHb U PEeryIsipHOCTh UCCIIEA0BAaHUM, HO
B Ka)XJIOM CJIy4ae BbI JOJKHBI COTTIACOBBIBATh IIaH OOCIIEAOBAHUS CO CBOMM JIeUallluM BpadoM.

Tabauna 8. PeryasipHocth pa3iandHbIX ucciaegosanuii npu FAOD

HccaenoBanmne

NuTepBan

T™MC

1 pa3 B 3 Mec U 10 MOKa3aHUSIM

KHIIC + nmakraT

1 pa3 B 3 Mec 1 110 MOKa3aHUSIM

KpoBb Ha aMmMOHUI

1 pa3 B 3 Mec U 1O MOKa3aHUSIM

buoxumnueckuit ananus kposu (KOK, AJIT,

1 pa3 B 3 Mec 1 110 MOKa3aHUSIM
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ACT, JIII' o6mmuii 6enox, ans0yMuH,

[II0K03a, XOJIECTEPUH, TPUTIIULEPHUIbI KA,

KaJIbLAW

OKTI’ 1 pa3 B 6 Mec U 10 NOKa3aHUSIM
9XO-KTI' 1 pa3 B 6Mec 1 Mo MoKa3aHUIM
200 1 pa3 B 6 Mec U 10 NOKA3aHUSIM
Y31 opraHoB OprOIIHON MOJIOCTH U TIOYEK 1 pa3 B 6Mec. U 10 MOKa3aHUSIM

TEYEHUE BEPEMEHHOCTU TP HAPYIIEHUU B-OKUCJIEHUSA KUPHBIX
KHUCJIOT VY IVIOJA

[Tpu GepeMEeHHOCTH NPH HEKOTOPHIX (GopMax OoJie3HEH eCTh BHICOKHE PHCKH Pa3BUTHUS
ocnoxkHeHud. Cpeau HHUX 4Yalle BCEro BCTPEYAIOTCSA: CHJIbHBIM TOKCHUKO3, 4YacTasi pBOTa,
XKenTyxa, 00JIb B )KMBOTE, OBBIIIEHUE aPTEPHATILHOIO aBICHUS, KDOBOTEUECHHUE.

IMMPOTr'HO3 IPU CBOEBPEMEHHOM NIOCTAHOBKH JJMATHO3A

[Tporuno3 3aBucuT or popMel 3abosieBaHus U MaHudecTanuu. B OosbIIMHCTBE CilyyaeB
[P CBOEBPEMEHHOHN TMArHOCTHKU M TEpaluU JETU C 3a00JIeBaHUEM MOTYT pacCUMTHIBATh HA
IIOJIHOLICHHYIO JKW3Hb, HUYEM C IIEPBOTO B3IVIAAa HE OTIMYAOLICIOCA OT OCTaldbHBIX. OJHAKO
Tepanus Oy[eT MOXU3HEHHOW, W pe3ynapTaT OyAeT 3aBHCETh OT MPABWIIBHOCTU COOJIOACHUI
pEKOMEHJaluii Bpayeil.

JOINOJIHUTEJIbHAA NTHO®OPMALIUA

[Tewatas B mouckoBuke TepmMuH «fatty acids oxidation defects», BbI Haiinere ThICAYM
AHTJIMCKUX CCBUIOK. B pPyCCKOS3bIUHOM HMHTEpPHETE TMOJIE3HBIX CAWTOB HA 3Ty TEMY TOKa HET.
OTH CalThI CO3/Ial0T CaMH POJUTENH, TPU MOACPKKE Bpaueh u crnenuainctoB. [loaTomy ecnu y
BaC €CTh CUJIBI U JKEJIaHUE - CACNIANTe TaKOW CalT JJIs APYTUX ceMel U Jist ceOs.

HMuTepHeT NpPUHOCUT OOMBIIYI0 TMONB3Y, HO WHOrAa wuH(poOpmanus, HalJeHHas B
MHTEpHETE MOKET HE COOTBETCTBOBATh PEKOMEHAAIUSIM, KOTOPHIM BBI cieayete. He Opocaiitech
BBITMIOJHATH TO, YTO HAMUCAHO Ha CTPaHUIIAX COLICETEH M Ha cailTax, Jaxke ecinu hHpopmanus
3acmykuBaeT noBepusi! OOCyauTe TO C BAlllUM JIEYAIllUM BPAuoM, BBl JIOJDKHBI OBITH YBEPEHBI,
YTO JieJlaeTe BCE MPaBUIIbHO.

HpI/I COCTaBJIICHMH JaHHOM 6pOI_HIOpLI MBI TIOJIB30BAJIUChH CJICAYIOIIUMHU PCKOMCHIOAIUAMU U
HCTOYHUKaAMMU:

Treatment recommendations in long-chain fatty acid oxidation defects: consensus from a
workshop - Spiekerkoetter U, Lindner M, Santer R, Grotzke M, Baumgartner MR, Boehles
H, Das A, Haase C, Hennermann JB, Karall D, de Klerk H, Knerr I Koch HG, Plecko
B, Roschinger W, Schwab KO, Scheible D, Wijburg FA, Zschocke J, Mayatepek E, Wendel U.
(Department of General Pediatrics, University Children's Hospital, Diisseldorf, Germany)

2009, Apr28.

Vademecum Metabolicum - Johannes Zschoke (Innsbruck, Austria), Georg F. Hoffmann,
Heidelberg, Germany)

http://www.fodsupport.org
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https://www.ncbi.nlm.nih.gov/pubmed/?term=Spiekerkoetter%20U%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Lindner%20M%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Santer%20R%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Grotzke%20M%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Baumgartner%20MR%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Boehles%20H%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Boehles%20H%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Das%20A%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Haase%20C%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Hennermann%20JB%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Karall%20D%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=de%20Klerk%20H%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Knerr%20I%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Koch%20HG%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Plecko%20B%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Plecko%20B%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=R%C3%B6schinger%20W%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Schwab%20KO%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Scheible%20D%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Wijburg%20FA%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Zschocke%20J%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Mayatepek%20E%5BAuthor%5D&cauthor=true&cauthor_uid=19452263
https://www.ncbi.nlm.nih.gov/pubmed/?term=Wendel%20U%5BAuthor%5D&cauthor=true&cauthor_uid=19452263

COKPALIEHUSA U ITIOHATUA
CPT1 - Kapuutus nansmutounTpancdepassl 1 neguuur
CPT2 - KapauTtun nanpmuTorsaTpanchepasbl 2 1eUIuT
SCAD - Kopotkonenoueynoit aunin-KoA neruaporenassl aepuunt
MCAD - Cpeanenenodeunoit arun-KoA neruaporeHassl 1euiut
MTP - MUTOXOHAPHATLHOTO TPU(PYHKIMOHATIBHOTO OeKa TeUIUT
LCHAD - pnunHonenodeuHnoi runpokcuia-KoA aerugporenassl 1eUInAT
VLCAD - Ouens anuHHOnenoueyHoi anmin-KoA neruaporenasst aepuuut
CHT (MCT) — cpenHenenoyeyHble )KUPHbIE KUCIOTHI (TPUTIIULIEPHIBI)
JUT —1nuMHHOLIETIOYeYHbIE KUPHBIE KUCIOTHI (TPUTTIULIEPUIbI)
INH’KK — nonvHeHaChIIIEHHbIE HE3AMEHUMBIE JKUPHBIE KUCIIOTBI
AIINJIKAPHUTHUHDBI - xxupHbIe KUCTOTHI CBA3aHHBIEC C KAPHUTUHOM
KAPANOMMUOITATHUSA — 3a0oneBanue cepia, Mpu KOTOPHIX CepAeHHAs MBIIIIA
CTPYKTYPHO U ()yHKIIMOHAJIbHO U3MEHEHA
I'MITIOTOHMS — mblieuHas ciabocTb
I'MITOT JIMKEMMHS] - cHu>keHue ypoBHS caxapa B KpOBH
PABIOMMUMOJIN3 — pa3pylieHre KJIETOK MBIIIIEYHON TKAHU
METABOJHUYECKHUHN AIIU03 - HapymeHuie KHCIOTHO-OCHOBHOTO COCTOSHHS,
IIPOSIBIIAIOLIEECS HU3KUMU 3HaYeHUsIMHU pH KpOBM M HU3KON KOHIICHTpaLuen
OukapOoHaTa B KpPOBU
I'NITOTI'JIMKEMMSI — cHmxeHne ypoBHS caxapa B KpOBU
I'MIIEPAMMOHMEMMS — noBellieHHE YPOBHS aMMOHMS B KPOBU
HEWPOITATHUS - nopaxenue HepBa, IPH KOTOPOM MPOUCXOTUT HAPYIIEHHE €T0
L[EJIOCTHOCTH WJIU LIETIOCTHOCTH €r0 000JI0UKH.
PETUHOIIATHA - nopaxxeHue ceT4aTku
KATABOJIN3M — nporiecc pacnazia ClI0XKHBIX BEIIECTB.
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IIpunoxenue I'1-I'N. HIkanbl oeHKH, BONPOCHUKH U APyrue OLeHOYHbIEe

HHCTPYMEHTBI COCTOAHMA NMAIIMCHTA, IPUBCACHHDLIC B KIIMHHY€CKHX

PEKOMEHIALUAX

Ipuaoxenue I'l. Kinaccupukanusi HacJ1eACTBEHHbIX HAPYIICHUA OKUCJIECHUS

KUPHBIX KHCJIOT

3aboieBanne

YacrtoTa

|

I'en

Jlokyc

| OMIM

Hapymenusi TpaHCOpPTA KUPHBIX KUCJIOT

[TepBuuHbBII neuIUT
kapautuHa (OCTN2)

1:22000-1:7700

SLC22A5

5q31.1

212140

Kapuutun
NaJIbMUTOMIITpaHCchepasbl
1 nedumur (CPT1)

penKo

CPTIA

11q13.1

600528

Kapnutusn-
AIMIIKAPHUTUH
TPAHCIOKA3bI
(CACT)

nedunmt

penko

SLC25A20

3p21.31

212138

Kapuutun
NajabMUTOMITPAaHCHEPA3BI
2 nedunur (CPT2)

penKo

CPT2

1p32

600650

Hapyumenne B-okucjeHust JKUPHbIX KHCJIOT

Kopotkonenoyeunoit
ami-KoA
NEeruaporeHassl aeuuut
(SCAD)

1:25000-
1:220000

ACADS

12q22-qter

201470

CpennernenoveuHoin
ami-KoA
JNeruporeHassl aeuuut
(MCAD)

1:15000

ACADM

1p31

201450

OueHb
JUTMHHOIICTIOYCUHOM
aimmir-KoA
JeTUpOreHassl aeuiut
(VLCAD)

1:85000

ACADVL

17p13

201475

Kopotkonenoueunoit  3-
THUJIPOKCHAITAII- KoA
JeTUPOreHassl aeuiut
(SCHAD)

penKo

SCHAD

4q22-26

601609

JlnuHHOIIeTIOUeYHON  3-
TUIPOKCHALTIII- KoA
JETUAPOTeHA3bl IEPUIUT
(LCHAD)

1:250000-
1:750000

HADHA

2p23

609016

MUTOXOHIPUAIBHOTO
TpU(YHKIIMOHATIEHOTO
6enka nedpurut (TFP)

1:250000-
1:750000

HADHA,
HADHB

2p23

609015
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https://www.omim.org/geneMap/5/405?start=-3&limit=10&highlight=405

MHOKeCTBEHHBIN
neuIuT anmi-KoA
JeTUPOTEeHA3
nedunuT//TyrapoBas
anuaypus tun 2 (I'A2)

penKo

ETF-B
ETF-A
ETF-DH

19q13.3,
15923-q25,
4q32-qter

231690,
231675
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Hpuioxenue I'2. KiimHn4yeckue NposiBJIeHU HAPYILICHUN OKMCJICHUS

KHPHBIX KHCJIOT

Kaunndeckue NMPU3HAKHU

Hapymenus

DHuedanonarus (CyI0poru, JeTaprus, koMma)

Bce ¢popmbl, KpoMe MBILIIEYHOTO
THUIIa HEJOCTATOYHOCTH

KapHUTHUHA
[Topaxenue neyeHn Bce popmbr
Mpieunas ¢1ab0CcTh, THIIOTOHUS Bce dhopmbl

(xpacHOBaTO-0ypas)

MI/IaJ'II‘I/IH, pa6)10MI/IOJ'II/13, N3MCHCHHUEC IBETa MOYH

CPT 2, CACT, VLCAD, TFP,
LCHAD, TA2

Kapanomuonarus

KapHI/ITI/IHa HEJO0CTaTO4YHOCTD,
CPT 1 (pexxo), CPT 2, CACT,
VLCAD, TFP, LCHAD, T'A2

Hapymenns purma cepana

CPT 2, CACT, VLCAD, TFP,
LCHAD, MCAD, I'A2

CHHIPOM BHE3AIHOM JIETCKOM CMEPTH

KapHuTHa HEOCTaTOYHOCTB,
CPT 2, CACT, VLCAD, TFP,
LCHAD, MCAD, I'A2

JluneBbie qu3Mopbun

CPT 2,T’'A2

TyOynspHble HapyLIeHUS

CPT 1, CPT 2, LCHAD, T'A2

IloyeuHas HEIOCTATOYHOCTH

CPT 1, CPT 2, CACT, VLCAD,
TFP, LCHAD, T'A2

Hanuuue kucT B moukax

CPT 2,TA2

VYBeauueHune mouex

CPT 1,CPT 2,TA2

bonu B JKHUBOTC, 1UaApPeCa

KapauTrnHa HEZOCTATOYHOCTB,
CPT 1, TFP, LCHAD

[Mepudeprueckas HEMPONIATHS TFP, LCHAD

[TurMeHTHBIN PETUHUT, TOMYTHEHUE XpyCTaIUKa TFP, LCHAD
(penko)

HeoObIYHbIM 3a11aX MOYH (THIIA ITOTHBIX HOT») I'A2

Oc10%KHEHNs] GEPEMEHHOCTH y MATEPEN

KHUPOBask AUCTPOPUSI IEUESHH )

(HeykpoTHMas pBOTa, yBEIMYCHHE [TE€UEHU, TOBBILICHHE
aKTUBHOCTH TPaHCAMHHA3, THIIEpOMINPYOUHEMUS,

CPT 1, TFP, LCHAD

Ipuioxkenue I'2a.00mue kanan4eckne nposijienns FAOD

Kinunndeckne cUMIITOMBI CPT1 OCTN2 CACT CPT2 VLCAD | TFP LCHAD
JleranpHOCTH Bricokas + 37-43% 76% 38%
Tunornukemun/ + + + + 30-43% 57% 30%
Bs110CTh, COHIMBOCTD

Kapnuomuonarun/ - + + + 52-36% 73% 49%
JIBIXaTeBHBIC PACCTPOMCTBA

Hapymenue CepAEUHOro | - - + 18% 10% 18%
puT™Ma

MpuonaTust/kpamnu/padaom | - + 96% 20-4% 83%

HOJIU3

MeEliieYHasi TUIIOTOHHUS - + - - - 100- 61%
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80%

T'emaTomeranus/renaTonaTu 61-96% 60% 78%
1

[TommHeBpOTIATHS - 70% 3%
Pernnomarus - 11% 29%
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Ipunoxenue I'3. JlaboparopHbie HN3MeHEHHsI TP HAPYLHIEHUSAX OKHCJICHUS

KUPHBIX KHCJIOT

3aboneBanu | JlabopaTopHble H3MEHEHHS
e
[TepBuunsbrii | KpoBb: rHmokeroTnueckas rumnorivkemuss Ha ¢one romona, T KOK, TACT,
nedunmt TAJIT
kapHuTHHa | Moua: J[nkapOOHOBBIE KUCIOTHI B HOPME WIJIH HECKOJIBKO IMOBBIIICHBI
Anunkapautussbl: | : | C0<10,cyMMapHbIe allUIKapHUTUHBI <5
Kapautun KpoBb: runokerorudeckas runorimkemus Ha (one romoma, T KDK, TACT,
nanemuton | TAJIT 11NH3;
nrpancdepa | KoarynonatusKoarynonarus;
3bI 1A | Moua: oTCyTCTBHE MOBBIIIECHUS TUKAPOOHOBBIX KUCIOTKUCIOT
nepurut (C | Aumakapautunbi: 1C0, C0/(C16+C18)
PTI) 1C16, C18, C18:1
Kapuutun- | KpoBb: rumnokerotnueckas rumnorimkemuss Ha ¢one romona, T KOK, 1ACT,
arunkapuaut | TAJIT, Tnakrar, T NH3
UH Koarynonatus
TpaHciokaz | Mo4a: MOXKET OTMEUAThCS MOBBIIIICHUE TUKAPOOHOBBIX KUCIOTKUCIIOT
bl Jgedunut | Aumakapuutunbl: T C16, Cl16:1, C18, C18:1
(CACT) 1CO
Kapuutun | KpoBb: runokeroruueckas runorinukemus Ha ¢one romoma T KOK, TACT,
nanemuton | TAJIT
ntpancdepa | Moua: MHUOTJIOOUHYpHUS MOTYT MOBBIIIATHCS
3Bl 2 | nukapOOHOBBIETNKAPOOHOBBICANKAPOOHOBBIEAMKAPOOHOBBIEAUKAPOOHOBEIEINKA
nedunmt (C | pOOHOBBIE KUCTOTHI
PT2) Anmunkapautunbl: 1T C16, Cl16:1, C18, C18:1
1CO
Kopotkorie | KpoBb: MeTabonnueckuii aiua03, THIIOTINKEMHUS
MIOYE€YHON Moua: >STHIMAIIOHOBAsI KMCIIOTA
anni-KoA Anunkapautunbl: 1 C4
JETHIPOTEH
asbl
nedunut
(SCAD)
Cpennenien | KpoBb: runokerornueckas runorimkeMus Ha poune romona, TACT, TAJITAJIT
OUYEYHOU Moua: Co6-C10
a-KoA | nukapOoHOBBIEIMKapOOHOBBIEIUKAPOOHOBBIETUKAPOOHOBBIEINKAPOOHOBBIEANKA
JOETUPOreH | POOHOBBIE KUCIOTHI, CYOSPHUITIUIINH, TeKCAHOWITIIUIINH
asbl Aunakapautunbl: 1C8, C10, C10:1
neuIuT 1CO (nnm HOpMA)
(MCAD)
Ouenp KpoBb: runokeroruueckas rumnorinukemuss Ha ¢one romnoaa, T KOK, 1ACT,
nnmuaHonen | TAJIT, 1 NH3
OUYEYHOU Moua: Co6-Cl14
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aiin-KoA | nukapOOHOBBIEIMKApOOHOBBIEIMKapOOHOBBIEIMKAPOOHOBBIEIUKAPOOHOBBIETNKA
JIEerupored | pOOHOBBIE KUCIOTHI

asbl Amunkapautunbl: 1C12:1, C14, C14:1, C16, Cl6:1

nedunmT

(VLCAD)

Kopotkoue | KpoBb: rumnokeroTinueckasi runoryinkeMus Ha (pone rosnona, Tuncynut, TNH3
MMOYCYHOM Moua: 3-TUAPOKCUTITYTapOBas KUCIOTa

3- Aunakapautunbl: T C40H

TUApPOKCHAIL]

ni- KoA

JETUIPOTEH

a3bl

neuIuT

(SCHAD)

Jmunnonien | KpoBb: rumokerorudeckas runoriukemus Ha ¢one romoaa, T KK, TACT,
oueuynoir 3- | TAJIT, 1 NH3

ruapokcuar; | Moua: Co6-Cl14
nJ- KoA | mukapOoHOBBIeAMKapOOHOBEIETUKAPOOHOBBICANKAPOOHOBBIEINKAPOOHOBBIEINKA
JIErupored | pOOHOBBIE KUCIOTHI,

a3bl Amnaxkapautunsi: 1:7C16:1-OH, C16-OH, C18:1-OH, C180H

nedunmT

(LCHAD)

Mutoxonnp | KpoBb: rumokerotnueckas runorimkemus Ha ¢one romona, T KOK, TACT,
HaJIbHOTO TAJIT, 1 NH3

TpudyHku | Moua: Co6-Cl4
OHAJILHOTO | AMKapOOHOBBIENUKAPOOHOBBIEAUKAPOOHOBBIETUKAPOOHOBBIEINKAPOOHOBBIEANKA
Oenka pOOHOBBIE KUCIIOTHI,

nedunut Anunkapautunbl: T:7C16:1-OH, C16-OH, C18:1-OH, C180H

(TFP)

MmuoxectBe | ChIBOpOTKA: TUTIOKETOTHYECKAs TUTIOTIIUKEMHUS Ha done
HHBII rojio/la,’TMIMOKeTOTHYeCKass Tunornukemuss Ha ¢one ronoma, T KDPK, TACT,
nedunut TAJIT, 1 NH3,,.,,, MeTaOOIMYECKHM aInI03

anqi-KoA | Moua: 1C5-C10
JETUAPOTEH | TUKapOOHOBBIEIUKAPOOHOBBIEINKAPOOHOBBIETUKAPOOHOBBIETMKAPOOHOBBICINKA
a3 nedunuT | pPOOHOBBIE KUCIOTHI, MOJIOYHAS, TITyTapOBas, STHIMOJIIOHOBASI KUCIIOTHI.
ryrapoBas | AuuiakapHuTHHbl: TC4-C18

anuaypus

THII 11

(TA2T'A2I"

A2I'A2)
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Ipunoxenne I'4. 3a60p OmomaTepuasia il IMATHOCTUKH B SITHAX KPOBH

KpoBb cobupaercst Ha cTaHAAPTHYIO

KapTouky-pmibTp (Ne903), koTopas % N
MIPUMEHSICTCS TSI CKPUHUHTA
HOBOPOXJAEHHBIX B Poccuiickoi

<De;[epauHH HJIM aHAJIOTUYHYIO JJIA He macsirmns, sfnscmu nocrurmand oo Ha wors vhean. 66 ARG Akl

MOJIYYEHHS CYXOTO MSITHA KPOBH. KpOBB *  Kanau gonxHbl NONHOCTLIO NPONUTaTL KPYXKM C 06paTHO CTOPOHbI
He kacaitteck obnactu, nponuTaHHo KpoBbIO

MOYET OBITh, KaK KanmuuisipHas (13

nanblia, MATKU), TAK U BEHO3HAas.

Benosnast kpoBb coOupaercsi B mpoOHpKY,

aKKypaTHO IIEpEeMEeIINBAETCs U 3aTeM

OBICTPO C MOMOILBIO UMETKH HAHOCUTCS

Ha GuabTp mo 25-50 MK KpOBH Ha

Ka)KIYIO BbIIEJIEHHYIO 00J1aCTh.

Heo6x01umMo X0poIIo mpornuTarh
BBIJICTICHHYIO 00J1aCTh Ha PuiIbTpe (pHc.

Pucynok 1. O6pa3zer npaBUIbHOTO HAHECEHUS KPOBU
Ha KapTOYKY-(UIBTP

1). IlpeanouruTensHo cobupars 06pasibl f “‘\ & ’\‘\ e ’5“ g "\\ ,”s\‘

nocsie enpl yepes 40 MUHYT - 1 yac. ‘\“ P ‘\“ i \\" P \\\‘ / ‘\~.— /

B03M0OXHO TaKke OCYyIIeCTBUTh 3a00p po 2 2023-10 It

KPOBH M HATOIIAK. Xpanus npw +2 - 425 C*

Ha xaprouke-puabTpe 0053aTeIBHO

JIOJDKHBI OBITH 4eTKO yka3anbl @UO, kem

U OTKY/Ia HaIlpaBJICH MAaIlUeHT, JaTa

POXKICHUS U TenedoH Jeyaiero Bpaya 6 0010608

(pI/ICYHOK 2) ®UO Naymenra

O0paserr cyxoro msiTHa KPOBU

BKJIQJIBIBACTCS B YMCTHIN KOHBEPT, JINOO B Aara powaenns SV SINTVA KI0RH Mlaa

yucThli ¢aitn. Kaprouka-gunbsTtp He 1O Bpava

JIOJDKHA COMPUKACATHCS C TPSI3HOM e

MOBEPXHOCTBIO M C 00pa3lamMu Jpyrux

nanueHToB. Heo0X0auMo pUIIOKUTE K ;

oOpa3ziamM HHPOPMHUPOBAHHBIE COTIIACHS g

NalMEHTa WM er0 3aKOHHBIX Tenedon spava

Npe/ICTaBUTEINCH Ha IPOBE/ICHHE —

71a00paTOPHBIX MCCIENOBAHUM [J@aspu [ Jrowne [ Jrowe [ Jmnca [Jiyso-Gr1 [Jiyso6t-3
|:| CemeiiHbli CKpUHMHI, MyTauuu:

Pucynox 2. O6pazen kapTouku-QpuibTpa

AJITOPUTM JeCTBUI MeIULHHCKOI0 NEPCOHAJIA MPU B3ITHH 00pa3li0B KPOBH

BBIMBITh PYKU (TUTHEHUYECKUH YPOBEHbB), HAJIETh NEPUATKH;

BBIMBITh PYKH TMManMeHTa (MATKY peOeHKa, B cydae, €CIM KPOBb O€peTcs U3 MATKH);

npoTepeTh 00JacTb MPOKANbIBaHUSI CTEPUIBbHOM canderkoil, cmoueHHod 70% crnuprTom,
MPOMOKHYTh CYXOM CTepWJIbHON calndeTKOW; - TMPOKOJOTh CTEPUIBHBIM OJHOPA30BBIM
cKapu(uKaTopoMm;

CHSTh TEPBYIO KAaIUTI0 KPOBU CTEPUIIBHBIM CYXHM TAaMIIOHOM M3 HETKAHHOTO Marepuaia WiH
MapJii Win caiaeTKol MapIeBOM MEIUIIMHCKON CTEPUITbHOM;
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e  MATKO HaJaBUTh U1 IIOJy4YEHHUs BTOPOM KaIljld KPOBU;

®  [PUIOKUTH NEPIEHAUKYIISIPHO TECT-0JIaHK K KaIule KPOBH U MPOIUTATh €r0 KPOBbIO HACKBO3b;

®  AHAJIOTMYHBIM O0pa30M HAHECTH Ha TecT-OjaHK 6-8 Kamesb, BUJ HSATEH KPOBU JOJKEH ObITH
OJIMHAKOBBIM C 00EHX CTOPOH.

®  BBHICYIIUTh TECT-OJIAHK B TOPU3OHTAIBHOM TOJOKEHUU HA YHCTOW OOE3KUPEHHON MOBEPXHOCTH
He MeHee 4 4 0e3 mpUMeHEeHHsI TeIIOBOH 00pabOTKHU U MOMAJaHus MPSIMbIX COJTHEYHBIX JIy4dei;

e yNakoBaThb TecT-OJaHKM B YMCTBIH KOHBEPT TakUM O0Opa3oM, 4YTOObI IISITHA KpPOBH HE
COIIPUKACAIINCH.

Oco0eHHocTH NPU MHPY3UOHHON Tepanuu
HekoTtopble nanueHTsl MOTYT NOTy4YaTh HHPY3UOHHYIO TEPAIUIO, EPEIMBAHNE KOMIIOHEHTOB KPOBH,
YTO MOXKET OKa3aTh BIHMSHUE Ha PE3yJbTaThl TeCTOB. Hampumep, mpu nepeiMBaHUU IJIa3Mbl KPOBH
MOTYT OBITh TIOJYYEHBI JIO)KHOOTPULATEIbHBIE Pe3yJabTaThl. PEeKOMEHAYEeTCS OCYIIECTBHTH 3a00p
KPOBH JUUIsl TUarHOCTUKU HE paHee yeM yepe3 6-7 JHel Mociie mepeuBaHus I1a3Mbl KpOBH H 4epes 7-
10 nHeli mocie nepearBaHus KOMIIOHEHTOB KPOBU
He nonyckaercs 3a00p KpoBu

e Cpa3sy mociie MPOBEACHHS MAUEHTY WHPY3HOHHON Teparuu;

e Cpasy rociie 3aMEHHOTO MEePETUBAHNS KPOBH.

XpaHeHHe U TPAHCIIOPTHPOBKA OMoMaTepuaJia

OO0pa31pl BBICYIIEHHBIX MSTEH KPOBU MOYKHO XPAaHHUTh B OOBIYHOM KaMepe XOJIO0AMIbHHUKA MTPH
+4°C o ornpasku. Cpok XpaHeHHUs 10 MOMEHTa OTHPABKU He JOJKeH IpeBbImath 7 aHeit. Eciu
XPaHUTH JOJbIIIE U MpU O0JIee BHICOKON TeMIepaType, TO 3TO NMPUBEIET K
JI0’KHOIOJIOKUTEIBHBIM pE3yJIbTaTaM.
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Ipuiaoxkenue I'S. MakcumaibHas NPOAOJIKUTEIBHOCTD I0J10JaHusA (IpH

CTA0MJIBLHBIX META00JIMYECKHUX COCTOSIHUSIX)

HoBopoxneHHble

3 yaca, TaK ke HOYbIO

< 6 MecAIEB

4 gaca, Tak XK€ HOYLIO

> 6 MecsLEeB-12 Mecs1eB

4 gaca JHEM, TaK K€ HOYbIO

> 12 Mmecd1eB — 3 roza

4 vaca guem, 10(-12) yacoB HOYBIO

4-7 et

4 qaca qaem, 10(-12) yacoB HOYBIO

Hedbunut cpeanenenodeynont ammi-KoA neruaporenassl (MCAD): pekomeHaanum mo
MaKCUMaJIbHOMY 0€3011aCHOMY BPEMEHH T'OJIOJIAaHUS JUIs 3JOPOBOTO PeOCHKaA.

Bospact

Bpewms (B yacax)

[Ipu moIOKUTENBHBIX pe3yabTaTaX CKpUHUHTA | 6
B BO3pacte 70 4 MecsieB ™

Ot 4 Mmecs1eB 8
Ot 8 Mecs11eB 10
Ot 12 Mecs11eB u cTapiie 12

**BO3pacT OKo0JIO 2 HeZelb
HUcroynuk: www.bimdg.org
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http://www.bimdg.org/

IIpunoxenue I'6. Cpeqnecyrounbie HOpMbI (PU3HOTOTHYECKHX MOTPEeOHOCTEH

B JHEePI'vM JJIA AeTen

CpeaHecyTouHble HOPMBbI (PU3HOTOTHYECKHX MOTPEOHOCTEH B JHEPIUM /I AeTeil
corjacio FAO/WHO/UNU 2001 (WHO Technical Report Series 17-240kt 2001)

Bo3spacr (mec.) OHeprus (KKaja/Kr) MyxK. JHeprus (KKaju/Kr) KeH
0-1 113 107
1-2 104 101
2-3 95 94
3-4 82 84
4-5 81 83
5-6 81 82
6-7 79 78
7-8 79 78
8-9 79 78
9-10 80 79
10-11 80 79
11-12 81 79
Bospacr (1.)

1-2 82,4 80,1
2-3 83,6 80,6
34 79,7 76,5
4-5 76,8 73,9
5-6 74,5 71,5
6-7 72,6 69,3
7-8 70,5 66,7
8-9 68,5 63,8
9-10 66,6 60,8
10-11 64,6 57,8
11-12 62,4 54,8
12-13 60,2 52,0
13-14 57,9 493
14-15 55,6 47,0
15-16 53,4 453
16-17 51,6 44.4
17-18 50,3 44,1
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Ipuioxkenue I'7. CooTHOLICHUE sKMPOB M YIJI€BOAOB B IHeTe MPH Pa3HbIX

¢popmax FAOD

3abosieBaHNe (COKPALIEHHO)

JAmnera (moJ1s1 0T 001IEH KAJOPUITHOCTH)

OCTN2, MCAD

ETF-B2+

Msrkast, Mo3IHss, MbIIIICYHAsI,
acumnirotudeckas popmer: CPT2, VLCAD,
SCAD, , ETF/ETF-DH

HMGSC2, OXCT

Hopwmansnas: sxxupst: 30%;
yraeBoasl: 50-55%;
oenxu: 10-15%

CACT, CPT2, M/SCHAD, ETF/ETF-DH,
MKAT

BricokoyrneBoaHasi, HU3KOKUPOBAs:
xKupbl: 20-25% (BKIIOYAst HE3aMEHUMBbIE
JKUPHBIE KUCIIOTHI);

yrieBoasl: 65-75%;

oenku: 8-10%.

CPT1, CACT, CPT2, VLCAD, LCHAD,
FATP1

BricokoyrneBoiHas, HU3KOXKUPOBAS:

xupbl: 20-25% (Brmrouast: 10% JL(T, 10-15%
MCT, 1-4% He3ameHUMBbIE )KUPHBIE KHCIIOTHI);
yraeBogbl: 65-75%;

oenku: 8-10%.
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Ipuaoxenue I'S. lo060aBKM He3aMEeHNUMBbIX KMPHBIX KUCJIOT NPH JAHeETE C

HHM3KHUM coJep:xxaHueM xupos (D-A-CH)

Bozpacrt % 3Heprum
n—6 JMHoJIeBast n—3 JINHOJIEHOBAas CymMmapHo
KHCJI0TA KHCJIO0TA
ot 0 mo <4 4.0 0,5 4.5
MeCSI1IeB
or 4 o <12 35 0,5 4,0
MeCSI1IeB
ot 1 1o <4 mer | 3,0 0,5 35
>4 et 2,5 0,5 3,0
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Hpuiaoxenne I1'9. IlpumeHenue yrieBogoB MNpHM MNOAO3PEHHMH HA

MeTald0JINYeCKNii KPU3 M IPU HHTEPKYPPEHTHBIX 3200/1eBAHUAX

[81]

CooTBeTcTBHE MEXIY BO3PaCTOM peOEHKA M JO30M TJIFOKO3bI JUIS SHTEPAIBLHOTO
NPUMEHEHUS TPU MOJ03PEHUHN HA METAOOIMUYECKUI KpHU3.

BO3pacT P-p  mekctposer** | Jloza Jlo3a DHeprus
(%) MJI/KT/4 | MII/KT/CYT KI/CyT
0-6mec. 15 7,7 183 110
6-12mec. 15 7,0 168 100
1-3r. 20 4,5 110 90
3-611. 25 3,3 80 80
6-121. 25 2,6 65 65
wm 6-121. | 30 2,25 54 65
12-15ner 30 1,8 42 50
>]5ner 30 1,6 38 45
[130]
Jlo6aBKa riawoko3bl (Mr/kr B | YriaeBoabl (25% pactBop) /IHeBHAs 103UPOBKA
MHHYTY) B/B
8 (Bo3pacT 2 rojnia) ManbToneKcTpuH 0,8 r/xr/2q = 12*3,2 mMi/kr B
JICHb
6 (Bo3pacrt 2-6/8 ner) KyKkypy3HbIil Kpaxmain 1,5 r/kr/44 = 6*6 mi/kr B
(ceIpoit) (c 2 ner) JICHb
5,5 (6/8 ner) 2 r/kr/64 = 4*8§ MI/KT B ICHb

CpenHecyTouHble HOPMbI (PU3HOJIOTHYECKUX MOTPEOHOCTEN B IHEPTHH U1 JIIO/Ieii PA3HBIX
Bo3pactToB corjiacio FAO/WHO/UNU 2007 (WHO Technical Report Series 2007)

Bospacr (r.) OHeprus (KKaJi/Kr) OHeprus (KKaJ/Kr)
MYX. KEH

0,5 80,0 81,2

2,5 83,1 79,8

5,0 75,2 72,8

10 65,7 59,2

15 54,9 46,1

B3pocibie, Benymue o0pa3 sKH3HU CpeaHEH
AKTUBHOCTH, Bec 70KT

18-29 43,7 38,0

30-59 41,8 35,3

B3pocneie, Benymue o0pa3 )KU3HHU CpeaHen
aKTUBHOCTH, Bec SOKr

18-29 50,6 43,0

30-59 50,6 43,7

CpenHecyTouHble HOPpMbI (PU3MOJIOTMYECKUX NMOTPEOHOCTEN B JHEPIUM ISl AeTeil
coraaacio FAO/WHO/UNU 2001 (WHO Technical Report Series 17-240kt 2001)
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Bospact (mec.)

Oueprust (KKaj/Kr)

DHeprus (KKaJ/Kr)

MYK. KEH
0-1 113 107
1-2 104 101
2-3 95 94
3-4 82 84
4-5 81 83
5-6 81 82
6-7 79 78
7-8 79 78
8-9 79 78
9-10 80 79
10-11 80 79
11-12 81 79
Bospacr (r.)

1-2 82,4 80,1
2-3 83,6 80,6
3-4 79,7 76,5
4-5 76,8 73,9
5-6 74,5 71,5
6-7 72,6 69,3
7-8 70,5 66,7
8-9 68,5 63,8
9-10 66,6 60,8
10-11 64,6 57,8
11-12 62,4 54,8
12-13 60,2 52,0
13-14 57,9 49,3
14-15 55,6 47,0
15-16 53,4 45,3
16-17 51,6 44.4
17-18 50,3 44,1
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Hpunoxenue I'10. Cogep:xanue MCT B cmecsax 1/ J1e4e0HOT0 NUTAHUA U
NPOAYKTAX JAONOJHUTEIHLHOT0 MUTAHUS, IPUMEHSIEMBIX Y NANUEHTOB C

HOXK

[105]
XuMHYECKHI C€OCTaB cMeceil, B COCTAaB KOTOPBIX BKJIIOYEHbI CpeaHelnenoYeyHblie

Tpursmuepuas! (r/ 100 mo)!

XumMmuyeckui coctas, /100 Mt
DHepreTudeckas
HaszBanue cmecu Lok MCT LICHHOCTD,
" Kupsr YraeBoasl KKaJl
MoayabHble TPOAYKTHI
MCT oil 100%? 90
MCT oil 77%* 70
- 91 (77%) - 819

'_ Taxxke MCT COZIEpKATCS B PSAE CMECEU [ HEIOHOIIEHHBIX JI€TEeH, MOTY3JIEMEHTHBIX CMECE Ha
OCHOBE TJIyOOKOI'0 THIPOJIHN3a OeJika KOPOBBEI0 MOJIOKA, HJIEMEHTHBIX CMECEil Ha OCHOBE aMHHOKHUCIIOT
2. Crneunanu3upoBaHHbIN NPOAYKT Ha OCHOBE MAaciia CPEeIHELENOUYEYHBIX TPUTIULIEPUIOB
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IHpuioxkenue I'11. Iuera npu Hegocrarounoctu TFP/ LCHAD (koHceHncyc

JIKCIEPTOB)

HenocraTrouHoctnb
TFP

Bospacrt

Kupbi

YriaeBoanl

Kajopun

beccumnromuasn
150305
CUMITOMATHYECKas

04
MECsILIEB

HckaroueHue
rPYJIHOT'O MOJIOKa
WM JCTCKUX
cmeceit, 100%
CIICLMAJIBHOM CMECH
C HU3KUM
coJiepKaHUuEM
YKUPOB

- Monogen, SHS
Kommuectrso Ha 100
mir: LCT 0,21 r,
MCT 1,89+
HE3aMEHUMEIC
YKUPHBIEC KMCIOThI
(3,5 r/nenn)

HITH

bes
CHeIHaTbHBIX
n00aBOK
(TONBKO TIPH
KITMHUYIECKHIX
MTOKa3aHUsIX )

bes
CTeIIUATbHBIX
J00aBOK
(pekoMeHaluH
D-A-CH)

nociae 4
MECSIICB
(BBeneHue
B paImoH
TBEPIOU
TIUTIN )

CHmxenue
COJIEpKaHUs KUPOB
1o 25-30% ot
oOmieit
KajopuiitHoctu?®; 20—
25% >XMpOB 3a cUeT
MCT®; 3-4% xwupos
3a cueT
HE3aMEHHUMBIX
KUPHBIX KHCIIOT
(pexomenganuu D-
A-CH).
[Torpebnenune LCT
(MTOMHMO OCHOBHBIX
KUPHBIX KUCIIOT)
JIOJKHO OBITh
MaKCHMAaJIbHO
HU3KUM!

a Pexomennyemas nonst LCT B panmone 310poBbIX MitafieHIeB cocTaBisieT 40—45% ot o01ieit kKaTopuiiHOCTH, B
parnmoHe aereil mKoIbHOro Bo3pacta - 30-35% (pexomennanuu D-A-CH)
b Ha npakruxe norpednenne LCT npeBbliaeT peKOMEHI0BaHHbIE 3HAYESHUS 110 IPUYNHE OTPaHMYSHHOTO BBIOOPA MPOIYKTOB
MUTaHK;, KaK IPaBIIo, UMb 15% ot o0mei kanopuitHoctu obecnieunBaetcss MCT, a npyrue 15% - LCT (Brmovas 3—4%

HE3aMCHUMBIX KUPHBIX KI/ICJ'IOT).
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Ipunoxenne I'12. [Inera npu Henocrarounoctu VLCAD (koHceHcyc

JIKCIIEPTOB)
Bapuanr Bospacrt Kupsl Yraesoasl Kajopun
VLCADD
beccumnTo | 0—4 mecsies [TonoBuHa rpyaHoe bes bes
MHas (1 MOJIOKO//IETCKasi CMECh, CHElHANbHBIX | CIIEHUATIbH
CK, AST un [IOJIOBHHA — CIENHAIbHAsI CMECh | JOOABOK BIX
ALT B C HU3KHUM COJIEP)KaHUEM KHUPOB | (TOJIIBKO MPH 100aBOK
npejaenax * Monogen, SHS konnuecTBO Ha | KIMHUYECKUX | (PEKOMEH]I
HOPMBI) 100 mi: LCT 0,21 r, MOKA3aHUSX ) anuu D-A-
MCT 1,891 CH)
WIH
nocne 4 CHmKeHue cofiepKaHus )KUPOB
MECSIIIEB 10 30-40% ot obmeit
(BBenEHUE B KaJIOPHHHOCTH?
pannoH (pexomenpauusa D-A-CH);
tBepaou umm) | 10—15% sxupos 3a cuer MCT
Cumnromar | 0—4 mecsiueB Uckmouenne rpyaHoro Mosioka | bes bes
WYHAs WM IETCKUX CMeceid, CHEIHAbHBIX | CTIeHaIbH
100% cnennanbHas cMech C JI006aBOK BIX
HU3KHUM COZEpKAHUEM KUPOB) (ToNBbKO TIpU 100aBOK
- Monogen, SHS KIIMHUYECKUX | (peKOMEH T
KomuuectBo Ha 100 Mur; LCT: MMOKa3aHUsX ) armuu D-A-
0,21, CH)
MCT: 1,89 r + He3aMEHUMbBIC
JKUPHbIE KUCIOTHI (3,5 r/1eHb)
WIN
nocie 4 CHIKeHUE cofiepKaHus )KUPOB
MeCSIICB 1o 25-30(-40) %
(BBEIeHUE B 0TOOIIeH0TOTOOIIIeHOTOTOOIIEH
paruon OTOTOOIIEHOTOTOOIIEHOTOTOOIIT

TBEPIOU MUILIN)

efoT ob1ei kamopuitHocTH?,
20% xupoB 3a cauer MCT?; 3—
4% xupoB 3a CUeT
HE3aMEHUMBIX KUPHBIX KUCIIOT
(pexomenmanuu D-A-CH)

MCT - cpeanenenoyeunsie Tpurnuuepuap; LCT — nnuHHOIIENIOYeuHbIe TpUTruiepuabl; D-A-CH — pexomenaanun
o0benHeHns1 HyTpulonucToB 'epmannn/ Asctpun/IBeiinapun.
a pexomenoBaHoe notpebnenne LCT st 3m0poBbIx MinasieHieB cocranisieT 40-45% ot obuieit KanopuitHOCTH, 1S AeTel
MIKOJIBHOTO Bo3pacta - 30-35%, cornmacHo pekomenganusm D-A-CH/
b Ha npakruke norpedaenne LCT npeBriaeT pekoOMeH0BaHHbIE 3HAYEHHMS [10 IPHUYMHE OTPAaHUYCHHOTO BBIOOpa MPOYKTOB
MUTaHK;, KaK TIPaBwiIo, Wb 15% ot obmeid kanopuitnHoctu odecrieunBaercss MCT, a npyrue 15% - u3 LCT (Bkirouas 3—4%
HE3aMEHUMBIX )KHUPHBIX KHCIIOT).
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IIpunoxenue I'13. UcTouyHMKHN He3aMEHUMBIX )KMPHBIX KHCJIOT

[105]

Hcrounuk KonuuectBo | JnunHouenoueunsie | JInnonesas | JIunoneHnosas | DHeprus
XKUPBI (T) KHUCJIOTa kuciota (mr) | (Kkai)

(mr)

JIpHsAHOC 1 M 0,9 114 480 8

Macio

PamncoBoe 1 M 0.9 183 84 8

Macio

Macio 1 M 0,9 476 94 8

TPEIKOTO

opexa

Cadnoposoe 1 mn 0,9 672 0 8

(madpanoBoe)

Macio

Kykypy3noe 1 M 0,9 482 10 8

Macio

CoeBoe maciio | 1 mu 0,9 459 61 8
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Ipunoxenne I'14. CocTaB cMmeceii 11l IMeTHYECKOT0 MATAHUSA C

NOHMKEeHHBIM coaep:xkannem LCT

OcHOBHbBIE XapaKTePUCTUKHU

Crleuua.ﬂu:mponannble NMPOAYKTHI INTAHUSA

Criennanu3upoBaHHBbIN Criennanu3upoBaHHBIN
MIPOJYKT JTUETHYECKOTO | MPOJIYKT IETCKOTO
Je4e0HOr0  MUTAHUS  JUIS | JUETHYECKOTO
JeTei ¢ POXACHUS U | JIe4eOHOro MUTAHHUS -
B3pochblXx mpu  aedexrax | "JIMKBHIKEHF"* ¥
OKHCJICHUS ("Liquigen+") (100mu1)
JUTHHHOIICTIOYEYHBIX
KUPHBIX KHCIIOT,
XHIJIOTOpaKce u
nuM(paHTUAKTa3ul — cyxas
CMECh «Monogen»
(«Monoren») (100r)

DHepreTuyecKas eHHOCTh 1859/441 xIx/xkan

benok 12,8 T

Kupbr 129r

Haceimennasie KK 11,3r

MononeHackuIIIEHHEIE 034r

ITonuHEHACHIITICHHBIE 1,3r

Jlunosnesas kucnorta (LA) 0,87

a-Jlunonenosast kucinora (ALA) 0,171

Jloko3arekcaeHoBas kuciora | 0,06 T

(DHA)

ApaxunonoBas kucnora (AA) 0,06 T

CpenHenenoyeuHble 10,1 r 84,4 % (/100 1 | 50mn

tpurnuuepuas (MCT) JKHPHBIX KHCTIOT)

JITuHHOILIETOYeYHbIe 20 © 156 % (/100 r

tpurnunepuas (LCT) ’KHPHBIX KHCIIOT)

OtHowenue (n-6): (n-3) xupHbix | 3,87:1

KHUCJIOT

YrineBoasl 68,6T

Caxapa 11,8r

Bona 50Mmn

OCMOISUIBHOCTB 240 mOcwm/kr H20
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Hpuioxenue I'15. Ilpumep pacyera AueThI Y NALUEHTOB ¢ HAPYLIECHUSAMH

OKHMCJ/ICHUA )KUPHBIX KHCJIOT

IIpumep Ne 1 JImarso3: HeIOCTATOYHOCTH JAJHHHOLENOYEYHOH ruaApokcmiI-KoA
aeruaporenassl (LCHAD)

Bozpact 12 gHeii (meproJ NOCTAHOBKH JHATHO32)

Macca — 3,2kr.

1.1 Cnenuaau3upoBaHHoe nuTaHue «MoOHOTreH»

1.OT™MeHa rpyIHOTO BCKapMIITMBAHUS

2.Ilepexoa MOJHOCTHIO HAa CIELUAIU3UPOBAHHYIO CMECh, YUMUTHIBAs, YTO B JIAHHOM cMeCH
W3HAYaJIbHO NPAaBUJIBHOE COOTHOLIEHHE YXUPOB, KOJUYECTBO CMECH PACCUMTBIBACTCS
TOJIBKO MCXO/Isl U3 MOTPEOHOCTH B SHEPTUH.

Pacyer nuerni:

A) IlotpebHOCTh pebeHKa B SHEpruu B Bo3pacTe B 12 aneit cocrapnser 113 kkan/Kr/cyT.

Pexomennyemas KkaaopuiiHOCTb NUTAHMS B CyTKU — 3,2 X 113 =361,6 kxan

B 100 M cnenmanu3upoBanHOTO nutanus «MoHoren» cogepxxurcs 74,6 kkadn,

74,6 xkan — 100mi1

361 kkam—x

X =361 x 100/74,6 = 484 M1 cnenMaIM3UPOBAHHOTO NMUTaHUA «MOHOTEH» B CYTKU

b) KomnuectBo xopmiieHuil 8 pa3 B cyTku (MHTepBan 3 4yaca), pacCUMUTBIBaEM 00beM
pa3oBOM MOPIUU:

484mn/8 = 60,5M1

BpeMs Cwmech O6m. MCT IMTHKK KKaJl
«Monoren» mil. | XKupsl

6:00 60,0 1,32 1,08 0,13 44,76
9:00 60,0 1,32 1,08 0,13 44,76
12:00 60,0 1,32 1,08 0,13 44,76
15:00 60,0 1,32 1,08 0,13 44,76
18:00 60,0 1,32 1,08 0,13 44,76
21:00 60,0 1,32 1,08 0,13 44,76
24:00 60,0 1,32 1,08 0,13 44,76
03:00 60,0 1,32 1,08 0,13 44,76
Bcero (1) 10,56 8,64 1,04 358
Bcero % 26,5 21,7 2,61
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IIpumep Ne2 /ImarHo3: HeIOCTATOYHOCTH OYeHb JIMHHOUEeNMOYe4yHOH anmi-KoA
aeruaporerassl (VLCAD) ¢ panneii Manudgecramnuei

Bozpact 12mec.

Macca — 12kr.

Pacuer auetsl ncxonast U3 nOTpeOGHOCTH B SHEPTHH, & TAKKE COOTHOIICHHUS KUPOB:

A) PaccuuTsiBacM MOTPEeOHOCTH B SHEPTHUH:

B Bo3pacre B 12mec. [TorpebHoCTh B 3HEpruu cocrapiser 80 KKaj/Kr/cyT

PexoMeHnyemas KalOpuiHOCTh MUTaHUsI B CyTKU — 12 X 80 = 960kkain

b) PaccunThiBaeM XKuphI:

25%-30% sHepruu A0KHBI oOecnieunBaTh KUpbl, U3 HUX 20-25%% MCT, paccuntsiBaeM
HE00X0IMMOE KOJIMYECTBO B IpaMMax.

KonnuecTBo obmiero xwupa:

25% ot 960 xkan — 240 kkan/cyT

9 kxan — 1r. xupa

240 —x

X =240/9 = 27r. obu1. xxupa

KonuuectBo MCT:

20% ot 960 kkan — 192 kkan

8,3 kxkan — 1r. MCT

192 —x

X =192/8,3=23r. MCT

B) MakcumanbHble UHTEpBAIBI MEXKAY KOpmieHusMu 4 4aca JHeM, 6 4acOB HOYBIO, YTO
COOTBETCTBYET 6 IIprieMaM MHUIIIH.

KanopuitHocTs pa3zoBoro kopmiieHus: npuMepHo coctasisieT 960kkan/6 = 160kkan

KonnuectBo 0611iero upa B pa30BOM KOpMIIEHHE IIPUMEPHO cocTaBisier 271/6 =4,51

Komnuectso MCT B pazoBoM KopMIiIeHHE pUMEpHO cocTaBiseT 23r/6 =3,8r

[TpumepHoe MeHto /Ui pebenka 12 mec.

IIpuem | mpoaykT o0bem | Oeaxku | O0m. | MCT | ITHKK | yrieBoab! | KKaJ
10700007 Kupbi
5:30 CnenmanusupoBanHas | 33,6 4,3 4,3 3,6 0,45 23,2 148
cMech «MoHOTEH» (r.)
6M.JL.
Bona 180mi | O 0 0 0 0
Liquigen™*** 3mi 0 1,5 1,5 0 0 12,5
9:30 Kama xykypy3Has 25r. 1,8 0,3 0 0 21 93,2
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(cyxas)
Mosmnoko 0,5% 30mn 200mn | 0,8 0,15 0 0 1,5 10,5
+170 mi1 BOOBI
Liquigen Mt 0 4 4 0 0 33,2
ITrope u3 rpymu 50r 0,2 0 0 0 5,5 22,8
Macno rpenkoro Imn 0 1 0 0,7 0 9
opexa
13:30 CrnenuanusupoBanHas | 33,6 4,3 4,3 3,6 0,45 23,2 148
cMech «MOHOTEH» (r.)
6M.II.
Bona 180mi | O 0 0 0 0 0
Liquigen™®*** 3mi 0 1,5 1,5 0 0 12,5
16:30 | xkaprodenn 100r. | 2,0 0 0 0 16 72,9
MOPKOBb 30r. 0,3 0 0 0 1,7 8
KabauKu 30r. 1 0 0 0 0,7 6,8
I[BeTHas kamycra 30r. 0,4 0 0 0 1,3 7,7
dune uHaeHKu 30r. 5,8 0,5 0 0 0 27,7
Liquigen M 0 4 4 0 0 33,2
Maciio rpenkoro 1M 0 1 0 0,7 0 9
opexa
20:00 TBopor 100r. | 16 0,1 0 0 1,8 72,1
o0e3xupenssii 0,2%
S16104HOE MIOpe 100r | 0,2 0 11,3 46
Liquigen™*** min |0 4 4 0 0 33,2
Macno rpeuxoro 1M 0 1 0 0,7 0 9
opexa
24:00 CnenuanusupoBanHas | 33,6 43 43 3,6 0,45 23,2 148
cMech «MoHoren» (r.)
6M.I1.
Boma 180mit | O 0 0 0 0 0
Liquigen™*** 3mu 0 1,5 1,5 0 0 12,5
HUTOT Bcero | 41,4 3345 | 27,3 |3,45 130,5 975,8
Haxkr | 3,45 2,78 2,27 10,28 10,8 81,3
Beca
%o 16,9 30,8 25,1 |32 53,4

IIpumep Ne 3 /luarHo3: HeAOCTATOYHOCTH OYeHb UIMHHOLENOYe4YHOH anmuia-KoA

peruaporenassl (VLCAD), 6eccumnromHasi popMa, pedOeHOK HAXOAUTCH HA T'PYAHOM

BCKapMJIMBAHUMH.

Bo3pacr 2 mec.

Macca — 4,8 kr.

1.Orpannuenue rpyJHOro Bckapminbanue 10 50% ot o0miero o0bemMa KOpMIICHUH.
2.1TpueM criermaau3upoBaHHOM CMECH C HU3KUM COJIEpKAHUEM KUPOB «MOHOTEH»

KonnuecTBo cMecu paccUMTHIBAETCSl UCXO[s U3 MOTPEOHOCTH B SHEPTHUU.

3.1 CnennanusupoBanHas cmechb «VMoHoOren»
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Pacuer nuernr:

A) IloTpebHOCTh pebeHKa B SHEPTUU B Bo3pacTe B 2 Mec. cocrtaBisieT 104 Kkai/Kr/cyr.

Pexomennyemas kanopuitHocTh nuTanus B cyTku — 4,8 x 104 = 500 kkan: 250 kxan 3a cyer
CHELUAIU3UPOBAHHOIO MUTAHUS/ KKaJ 32 CYET TPYJHOIO MOJIOKA.

KonnyecTBo KopmiteHuii 8 pa3 B CyTKH (MHTEepBaJI 3 yaca)

b) PaccuurtbiBaeM cienanu3upoBaHHOE MUTAHNUE — LIEIb IOKPBITh d3HEPruto 250KKai:

74,6 kxain - B 100M1 ciennanu3upoBaHHOIO NUTaHUsI «MOHOTEH»

250 —x

X =250x100/74,6 = 335 mu1 B cyTKH

b) PaccunTthiBaeM rpyaHO€ MOJIOKO:

70 xkan - B 100Mi1 rpyaHOro MoJjioka

250 —x

X =250x100/74,6 = 360 mu1 B cyTKH

b) KonnuectBo kopmiieHuit 8 pa3 B CyTku (MHTepBaJl 3 yaca), pacCUMUThIBaeM OOBEM

pa3oBoii mopuuu: 484mn/8 = 60,5Mn

BpeMs Cwmech I'pynnoe | OGmI. MCT ITHXK KKaJl

«MOHOTeH» | MOJIOKO Kupsr

MIL.
6:00 42 45 2,7 0,75 0,4 62,8
9:00 42 45 2,7 0,75 0,4 62,8
12:00 42 45 2,7 0,75 0,4 62,8
15:00 42 45 2,7 0,75 0,4 62,8
18:00 42 45 2,7 0,75 0,4 62,8
21:00 42 45 2,7 0,75 0,4 62,8
24:00 42 45 2,7 0,75 0,4 62,8
03:00 42 45 2,7 0,75 0,4 62,8
Bceero (1) | 336 360 21,6 6 3,2 502
Bcero % 38 10 5,7

Ilpumep Ned4 JlmarHo3: HeAOCTATOYHOCTh O4YeHb IMHHOLeno4euyHoil anuia-KoA
aeruaporenasbl (VLCAD), OeccumnroMHasi ¢opma, peO0eHOK HAXOAMTCS HA
TPYAHOM BCKAPMJIMBAHHUH.

Bo3pacrt 6 mec.

Macca — 8kr

Pacuer JUCTBI UCXOO U3 HOTpe6HOCTI/I B DHCPTIHH, a TAKIKEC COOTHOMICHUSA KUPOB:

A) PaccunthiBaeM OTpeOHOCTH B SHEPTUH:
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B Bo3pacte B 6 Mec. [ToTpeOHOCTD B SHEPTUH COCTABISAET 82 KKaJ/KI/CyT

PexomeHyeMast KamopuiHOCTb IUTaHUS B CYTKU — 8 X 82 = 656 kkan

b) PaccuutbiBaeM >xupbl:

35% oueprum gomkHBI oOecrieunBaTh kupbl, u3 Hux 12% MCT, paccuutbiBaem

KonudaectBo ob1mero xwupa:

35% ot 656 xkan — 230 kkan/cyt

9 kkan — 1r. xxupa
230 —x
X =230/9 = 25,5r. o6mr. xupa

Komnuectso MCT:

12% ot 656 kkan — 78,2 kkan

8,3 kkan — 1r. MCT
78,2 — x
X =78,2/8,3=9,4r. MCT

HeO6XOI[I/IMOC KOJIMYCCTBO B IrpaMMax.

B) MaxkcumanbHEIe HUHTEPBAJIBI MCIKAY KOPMIICHUSIMU 4 ygaca AHCM, YTO COOTBETCTBYCT 6

InpueMam IuIlu.

KanopuitHOCTh pa3oBOro KOpMIJIEHHUsI IPUMEPHO cocTaBisgeT 656 kkan/6 = 109kkan

KomuuecTBo 00111eT0 *KUpa B pa30BOM KOPMJIEHHE TPUMEPHO cocTaBisieT 25,51/6 =4,25r

Komnuectso MCT B pazoBoM KOpMIIEHUH TPUMEPHO cocTasisieT 9,4/6 =1,57r

[TpumepHOE MeHIO /1715 pebeHKa 6 MecsIeB

IIpuem | mpoaykr oobem | Oeaxku | Oom. | MCT | IIHXKK | yrieBoabl | KkaJj
10700001 Kupbi
6:00 CnenuanusupoBanHas | 14 r 1,8 1,8 1,5 0,18 9,6 61,7
CMeCh (2,5
«Monoren» M)
Bona 75vn |0 0 0 0 0 0
I'pynHO€E MOJIOKO 70mn | 0,7 2,8 0 0,7 4,9 49
10:00 | Kama kykypy3Has 20r 1,4 0,2 0 0 16,8 74,6
(cyxasi)
I'pynHO€E MOI0KO 160mn | 0,4 1,2 0 0,3 2,1 21
30mma +130 mi1 Boasl
Liquigen™®*** 4 mn 0 0 16,6
14:00 CneunnanusupoBanHas | 14 v 1,8 1,8 1,5 0,18 9,6 61,7
CMECh 2,5
«MoHoren» M)
Bona 75vn |0 0 0 0 0 0
I'pynnoe mosoko 70 M 0,7 2,8 0 0,7 4,9 49




18:00 | Kama pucosas 20r 1,6 0,3 0 0 15 69,1
(cyxas)
Bopga 150 mn 30r 0 0 0 0 0 0
OpOKKOJIH 50r 0,5 0 0 0 2 10
Liquigen 6 M 0 3 3 0 0 24.9
22:00 CnenmanusupoBanHas | 14 r 1,8 1,8 1,5 0,18 9,6 61,7
CMeCh (2,5
«Momnoren» M)
Bona 75 mn 0 0 0 0 0 0
I'pynHoe Moaoko 70 Mt 0,7 2,8 0 0,7 4.9 49
02:00 | CneumanusupoBanHas | 14 T 1,8 1,8 1,5 0,18 9,6 61,7
CMeCh (2,5
«Monoren» M)
Bona 75 mn 0 0 0 0 0 0
['pyanoe MosI0KO 70 M 0,7 2,8 0 0,7 4.9 49
UTOT BCETO 13,9 25,1 11 3,8 93,9 659
Ha KT 1,7 3,13 1,37 | 0,47 11,7
Beca
% 8.4 34,2 13,8 |5,2 57

HpnMep 5 I[I/Ial"l-l03: HeJ0CTATOYHOCTh JAJHMHHOUENOYeIHOM

neruaporenassl (LCHAD)
Bospacr 4 roga

Macca — 16kr.

Pacuer JUECTHI UCXOOA U3 HOTp€6HOCTI/I B DOHEPIHH, a TAKKE COOTHOUICHUSA KUPOB!:

A) PaccuutsiBaeM MoTpeOHOCTh B SHEPTHUH:

B Bo3pacte 4-neT noTpeOHOCTh B BHEPTUHU COCTABIAET 79,7 KKa/KI/CyT

PexomennyemMas KaJOPUHHOCTh MUTAHUSA B CYTKU — 16 X 79,7 = 1275kkan

b) PaccuutbiBaem xupbI:

ruapoxcuia-KoA

25%-30% sHeprum JOKHBI o0ecnieuynBarh KHUphl, U3 HUX 20%-25% MCT, paccuntbiBaem

HE00X0IMMOE KOJIMYECTBO B IpaMMax.
KonugecTBo 0611eT0 Xupa:
30% ot 1275 kxan — 382,5 kkan/cyt
9 kxan — 1r. xupa
3825 —x
X =382,5/9 =42,5r. obm1. xupa

Komnuectso MCT:
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25% ot 1275 kkam — 318,7 kkan
8,3 kxkan — 1r. MCT
318,7-x

X =318,7/8,3 =38r.MCT

B) MakcumanbHbIe HHTEPBAJIBI MEXTY KOPMIICHUSIMHU 4 yaca JHeM, 10 10 9acoB HOYBIO, UTO

COOTBETCTBYET 5 MprUeMaM IHUILH.

KanopwuitHOCTh pa30BOro KOpMIeHHS MPUMEPHO cocTaBisieT 1275 kkan/5 = 255kkan

KonuyecTBo 00111€T0 XMpa B pa30BOM KOPMJICHUH IPUMEPHO cocTaBiseT 351/5 =7r

Komnuectso MCT B pazoBoM KOpMIIEHHU TPUMEPHO cocTasiseT 30r/5 =6r

IIpuem | npoaykr ooneM | 0eakm | Oom. | MCT IIH)XK | yriaeBoabl | KKaJj

10700007 AKupsbl

7:00 Kama 35r 2,5 0,3 0 0 29,4 130
KYKypy3Has
Mooxko 0,5% 250mn | 1,4 0,25 0 0 2,5 17,9
50ma +200 mi
BOJIbI
Liquigen™®*** 12M1 |0 6 6 0 0 50
Opykrel (rpyma) | 100r. | 0,4 0 0 0 11 47,4
MeJ 10r 0 0 0 0 8,2 32,8
Macno rpenkoro | 1M 0 1 0 0,7 0 9
opexa

11:00 | xaprodenn 150r |3 0 0 0 24 109
OpOKKOIH 30r 1 0 0 0 0,8 7,2
[[BeTnas xamycrta | 30r 0,8 0 0 0 0,7 6
MOPKOBb 30r 0,3 0 0 0 1,7 8
Wnpeiika 50r. 9,6 0,6 0 0 0,2 44,6
(BapeHas) rpyska
Macio rpeuxoro | 1mn 0 1 0 0,7 0 9
opexa
Liquigen™®*** l4mn | O 8 8 0 0 66,4

15:00 | TBopor 180r |28 0,4 0 0 3,2 127,6
00e3KUPEHHBII
0,2%
OaHaH 50r 0,6 0 0 0 10 43,3
rpyma 50r 0,2 0 0 0 5,5 23,7
Liquigen™®*** l4dmn | O 8 8 0 0 66,4
Macno rpenkoro | 1M 0 1 0 0,7 0 9
opexa

19:00 | xaprodenp 200 4 0 0 0 32 145,8
Tomat 50 0,5 0 0 0 1,3 7,2
oryper 50 0,3 0 0 0 0,9 4,8
dune nHIEHKN 30r. 5,8 0,4 0 0 0,1 27,2
Liquigen™®*** l4vmn | O 8 8 0 0 66,4
Maco rpenkoro | Imn 0 0 0 0,7 0 9
opexa

22:30 | Kamma pucoBas 35r. 2,8 0,4 0 0 28 126,8

125




Momoxo 0,5% 250mna | 1,4 0,25 0 0 2,5 17,9
50ma +200 M
BOJIBI
THIKBA 50r. 0,5 0 0 0 2,3 12,1
MeJT 10r 0 0 0 0 8,2 32,8
Liquigen™*** l4ma | O 8 8 0 0 66,4
HATOT Bcero | 63,1 43,6 38 2,8 172,2 1324
Haxr | 3,9 2,7 2,37 0,17 10,7 79,1
Beca
%o 19 29,6 24 1,9 52
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Hpunoxkenue I'16. UacTtoTra npoBeneHus 00c/jieI0BAHUSA Y AIUEHTOB C

HAPYIICHUAMMU OKHCJICHUSA ) KUPHBIX KUCJIOT

HcciaenoBanus IIpu mocranoske | Kaxabie | Kaxabie Ka:xnpliii | ITo
JIUAr"Ho3a 3 mec 6 mec roja MOKA3aHusA
M
JlaboparopHble uccC/IeI0BAHUA
Omnpenenenue X Kadxcovle | Kadcovie | Kadxcovle | B mepuon u
AIMJIKAPHUTHHOB B 1-2 3-6 6-12 npu
KpPOBU Mmecaya | mecayegy | mecayeg | MOIO3PEHUU
nayuenm Ooemeii nayuenm Ha
am 0o maaouwe 6 am MeTaboye
200a em cmapuwie | CKUH KpH3
6 1em
Onpenenenue X
coJiepKaHus
OpraHUYECKUX KUCIOT B
MOYe
MonekyisapHo- X
TEHETUYECKOE
HCCIIEJOBAHNE
OO0muit (KITMHUYECKU) X X X
aHaJIN3 KPOBU
pa3BEpPHYTHII
AHanu3 KpoBH X X B nepuoa n
OMOXMMHYECKUN npu
oO1eTepaneBTUYECKUN MO/I03PEHUU
Ha
MeTaboanye
CKHMI KpH3
AHanus3 KUCI0THO- B nepuoa n
LIEJIOYHOTO COCTOSTHUS npu
kpoBu (MccnenoBanme MTOZI03PCHUH
ypoBHA Oy epHbIX Ha
BEIIIECTB B KPOBH, MeTradode
HccnenoBanue ypoBHs CKUH Kpu3
BOJIOPOJHBIX HOHOB
(pH) kpoBHU), TIIOKO3HI,
AJEKTPOJIUTOB (KaJIUH,
HATPUM, KaJbLHI
MOHU3UPOBAaHHBIMN,
XJIOp)
OO6muit (KTMHUYECKU) X X X X
aHaJIN3 MOYH,
onpenerIeHue
KETOHOBBIX TEJll
NT-proBNP X

I/IHCTPYMGHTaJIBHBIe HUCCIICAOBaHUA
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DIeKTpOKapuorpaMmma X X
Oxokapauorpadus X X
V3U opranos X X X(npu
OpIOIITHOM MTOJIOCTH; HATUYUU
00BEM CENe3eHKH, MaTOJIOTUU
neuenn; ¥Y3U nmodek qare)
OcMoTp rnazHoro gHa X X X (npu
(odranpmockorus) HaJIUYUHI
MaTOJIOTUU
qare)
DnekrpodHIedanorpad X X (mpu
us (99T HaJIU4uu
SNUJIENTHYE
CKUX
MPUCTYIIOBY
arie)
KoHcynbTanmm cnenuanicToB
Koncynpranus Bpauga- X X
T€HETUKA
Koncynbranus Bpayva- X
neauarpa/ TepaneBTa
Koncynbranus Bpayva- X X
HEBpoJiora
KoHncynpranus spava- X
JMeTosora
KoHncynpranus spava- X
racTpOdHTEpOJora
KoHncynpranus Bpava- X X
odrampMosora
KoHncynpranus spava- X
KapauoJsora, BpaJa-
JETCKOr0 KapAuoJIora
Koncynbranus Bpava- X
Hedposora
Koncynbranus Bpava- X
9HJO0KPUHOJIOra
Koncynbranus/KoHcynb X X
Taluy MEAULIUHCKOTO
1ICUXo0Jjora
Koncynbranus Bpava- X

¢dusnoTepamnesTa u
Bpaya 1o jge4eOHoM

(bU3KyIpTYpE
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Hpuioxenue I'17. Ilpumep «3IKCTPEHHOH NAMATKID

3KCTpeHHaH mamMsaTKka

Baumanmue! ITanueHt yYrpoixkaem 1o passuTur oCcTporo MeTa00JINYEeCKOro Kpu3sa,
CBA3AHHOTO C HACJICACTBCHHbBIM 3a00JIeBaHNEM.

1. IMToka3aHHus K FrOCIIUTAJN3ALMUM:

- MHOTOKpaTHas pBOTa, JUapes;

- TUIIOTJIMKEMU S,

- HHTEPKYPPEHTHBIC HH(DEKIIMU C BRICOKOH JIMXOPAJIKON;

- 00€3BOKMBAHUE;

- BBIP@OKEHHAs CJIA00CTh MIJIM YPEe3MEpPHasi COHJIMBOCTb;

- MBIIIICYHBIC 6OJII/I, CJIa6OCTI> NJIIN KpaCHOBaTO-KopI/I‘-IHeBblﬁ OBCT MOYH

2. Ilnan geiicTBuA:
2.1.Cyrounas kanopuiinocts nutanus 110-120% ot 06b14HOrO panuoHa.
2.2.1lpu HaxoxIeHuu pedeHKa JI0Ma, YBEIWYUTh MOTPeOJIeHHEe YIIIEBOAOB Ji1 BOCIIOTHEHHUS

KaJIOpDUHMHOCTU 3a CYET PACTBOPA JEKCTPO3bl WM MAJIbTOAECKCTPUHA (NP MX OTCYTCTBUU —
CIIaJIKUH Yail, COK, KOMIIOT)

CooTBeTCcTBHE MCKAY BO3pacTOM pe6eHKa U 0301 ACKCTPO3bI IJIA SHTCPAJIbHOI'O IPUMCHCHUA
IIpU MOJO3PCHNUHU Ha MeTa0OoINYeCKui Kpus.

BO3pacT P-p nexcrpo3ssl (%) Ho3a JHo3a DHeprust
MJI/KT/4 MJI/KT/CyT KKaJI/KI/CyT

0-6Mmec. 15 7,7 183 110
6-12mec. 15 7,0 168 100

1-3r. 20 4,5 110 90

3-6171. 25 3.3 80 80

6-121. 25 2,6 65 65

Wnm 6-127. 30 2,25 54 65
12-1570et 30 1,8 42 50

>15ner 30 1,6 38 45

2.3 Ilpu rocnuTaNu3ayy B CTAIlMOHApa, HaYaTh HENIPephIBHYIO HHPY3uto p-poM 10%
JIEKCTPO3bI** U3 pacueTa: HOBOPOXKAECHHbIE U JeTH 10 3-X jeT 10-12Mmr/kr/muH, ot 3 10
10 net 8-10 mr/kr/muH, crapuie 10 net 5-8 mr/kr/MuH

2.4 KoHTpOJIb aHAJIU30B:
- KIIC, >meKkTponuTsl, aMMOHUI
- Ananu3 kposu Ouoxumudeckuii oomerepaneBruueckuii( KOK, AJIT, ACT, rirokosa,
OmnpyOuH o611, mpsiMoi, MmoyeBuHa, kpeaTuHuH, ['TT, LD, oOmuit 6enok, anbOymMuH)
CIEKTP aLUIKAPHUTHHOB - CIIEKTP aMUHOKHCIIOT U al[MJIKAPHUTUHOB METOJIOM
TaHJAEMHON Macc-CIIEKTPOMETPUU

3. BeneHue nanueHTa MocJje HEOTJIOKHON CUTYaIlUM:
- [Ipy HEBO3MOKHOCTH OCYLIECTBIIATH, IIOAAEPKUBATH NIEPOPATILHOE KOPMIICHHUE, YCTAHOBUTH
Ha30TacTPAJIbHBIN 30H].
- [IpomomxuTh HHPY3HUIO pacTBOPAMH JIEKCTPO3bI 10 CTAOMIM3ALUN COCTOSHUS, MOl KOHTPOJIEM
roko3bl kKposu U KII[C
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4. IIpoTruBONOKa3aHO:
- BHyTpuBEeHHOE BBECHUE )KUPOBBIX PACTBOPOB

- BuyTpuBeHHOE BBeieHHE KapHUTHHA 3a UCKIItoYeHneM OCTN2KapHUTHHA
- l'ononanue npu ormene B/B nH(y3uit
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Ipunoxenue I'18. IlepeyeHb 0OCHOBHBIX JIA00PATOPHBIX UCCJIEIOBAHMIA,

KOTOpPbI€ MOI'YT IOMOYb B OKa3aHUMN MeIlHIII/IHCKOﬁ MOMOIIM IPA COCTOSTHHUH

0CTPOM MeTa00JINYeCKON TeKOMIICHCALIMH

Neni/mn JlaGopaTtopHblii TecT KomMmenTapmii
1 Uccnenosanue KUCIOTHO- | OlleHKa CTEIEHHU alua03a
IIEJIOYHOT0 COCTOSIHUSI KPOBU
2 W3mepenue ypoBHS TuOKO3bl B | OlleHKa CTENEHU TUIIOTJIMKEMUN
KpOBU
3 N3mepenne KOK B kpoBu OrneHka cTeneHu padjoMHoIIn3a
4 Ornpezenienre ypoBHS NMEYCHOUYHBIX | 3a00JieBaHUsI TIEYCHU MOKHO YBHUJCTH Y
dbepMeHTOB U (YHKIMOHANBHBIC | MALIMEHTOB C TSHKENOM MeTaboIu4YecKou
poOb! (abOyMUH, OUITUPYOUH) JEKOMITEHCAlEN
5 WN3mepenne  ypoBHA  MOJIOYHOM | Moxer OBITH TOBBIIIEH npu
KHCJIOTHI B KPOBH THUTIOBOJIEMUH
6 Ornpenenenue ypOBHsI | MOKET HCHOJIB30BATHCS I OLIEHKH
AlUJIKAPHUTHUHOB B KPOBU CTETIeHH TSKECTH 3a00JIeBaHUS
7 Omnpenenenue ypoBHs cBoOojHOrO | J{71s onpeneneHus 103MpPOBKH KapHUTHHA
U 00I1[ero KapHUTHHA
8 OKI" n Oxo0-KT" N3mepstor pu HapyLIEeHUU
Metabonusma LCFA wu kapHuTHMHa npu
3HauMTeNbHO TMOBbIIEHHOM K®K wu
MPU3HAKaX KapAMOMHOIIATHH
9 Wudeknmonnoe obcnenoBanue | [{s BISICHEHUS STHOJIOTHI
(OAK, ananu3 Mouu H T. 11.)

* Tlpu oTmpaBKe JabOpaTOPHBIX AHAIM30B HEOOXOIMMO PYKOBOJCTBOBATHCS KIMHUYECKOH KapTHHOM
ManyeHTa. JT0 HEe MCYEPIBIBAIOINN CIHCOK, U HEKOTOPHIE U3 MEPEUUCIEHHBIX 371€Ch TECTOB MOTYT HE
YKa3bIBAETCS.

MHO- mexnyHapoanoe HopManuzoBanHoe oTHomeHne, KK-MB- MB-dpakuust kpearunkunassl; MHII-

MO3roBoii HaTpuitypeTnueckuii nentua; Ixo-KI'- Oxokapanorpadus; OAK- oOmmii anaaus KpoBH;
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IIpunoxenue I'19. Pacumdposka npumedanunii

... " — Ipemapar BXOIMT B IEPEYEHb KM3HEHHO HEOOXOIMMBIX M BOKHEHINMX JIEKAPCTBEHHBIX
npenaparoB (Pacnopspokenne IlpaBurensctBa PO ot 12.10.2019 Ne 2406-p «O0 yTBepKaeHUU
NepevHs KU3HEHHO HEOOXOIUMBIX M BKHEHIIMX JIeKapCTBEHHBIX mpenaparoB Ha 2020 rox, a
TaK)K€ IEpPEeYHEM JICKapCTBEHHBIX IpEnapaTroB JJs MEIULUHCKOIO IPUMEHEHUs U
MUHUMAJIBHOTO AaCCOPTUMEHTA JIEKAPCTBEHHBIX IIPerapaTroB, HEOOXOMUMBIX i1 OKa3aHUS
MeAMIIMHCKOU nTomotm», Paciopspkenue [IpasurensctBa PO ot 23 Hos6ps 2020 r. Ne 3073-p

# - npumenenue off-label — BHe 3aperucTpupoBaHHBIX B MHCTPYKIIUHU JEKAPCTBEHHOTO CPE/ICTBA
MOKa3aHUN OCYILECTBISETCS MO PEIIEHUI0 BpaueOHOM Komuccuu, ¢ paspemieHus JlokaabHOro
ATHUYECKOr0 KOMUTETa MEJUIMHCKON opraHu3auuu (Mpu HaJMYUM), C YCIOBUEM IOANKMCAHHOTO
MH(OPMUPOBAHHOTO COTJIACUS POJUTENEH (3aKOHHOTO MPEICTaBUTENs) U MAllMeHTa B BO3pacTe
crapuie 15 ner;

LRERRR L crenMalIU3UPOBAHHBIA MPOAYKT JICUEOHOr0 TUTAHUS, BKJIOYCHHOMY B IE€pPEUYCHb
CHEUaIM3UPOBAaHHBIX MPOIYKTOB JeUeOHOro MuTaHus s jnered-uHBanuoB (Pacnopskenue
[IpaButensctBa P® ot 7 gekabps 2020 1. Ne 3242-p OO yTBEpXKAECHUU IEpEUHS

CIICUAJIN3UPOBAHHBIX ITPOAYKTOB J1e4eOHOT0 IMUTAHUS JUIS JeTe-UHBAIMI0B Ha 2021 F.)
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