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Cnmcok cokpameHui
AJIT — anannnamuHOTpaHcdepasa;
ACT — acriapraTamMmuHOTpaHcdepasa;
aruiI-KoA — kogepMeHT A, CBSI3aHHBIN C IIENBIO JKUPHBIX KUCIIOT;
I'A2 — rinyrapoBas auugypus THI 2;
JUT — nnuHHOLENOYeYHbIE )KUPHBIE KUCIOTHI (TPUTIULIEPUIbI);
KK — >XupHBIE KUCIIOTHI;
KT — xommnberoTepHast Tomorpadus;
K®K — kpearunpocdoknnasa;
MPT — MarHuTHO-pEe30HAHCHAsI TOMOTpadUs;
HBO — nacnenctBennsie 00s1e3HM OOMEHA BEIIECTB;
[THXK — nonuHeHackIeHHbIE He3aMEHUMBIE KUPHBIE KUCIIOTHI,
CCC — cepneuHo - COCyIUCTast CUCTEMA,
CUT — cpenHenenoyeyHble )KUPHbIE KUCIOTHI (TPUTITHLIEPUIbL);
TMC — TanaemMHas Macc-CleKTPOMETPHUS;
VY3U — ynbpTpa3ByKOBOE HCCIIEAOBAHNUE;
OKTI" — sanextpokapauorpadus;
OHMI — snextponelipomuorpadusi;
CACT (Carnitine-acylcarnitine translocase) — kapHUTHH alUIKAPHUTHH TPAHCIOKA3a;
CPT1 (Carnitine palmitoyltransferase |) — kapuutua nansmuToraTpancdepasa 1;
CPT2 (Carnitine palmitoyltransferase 1) — kapuuTiH nansmMuToMNITpaHchepasa 2;
DHA (Docosahexaenoic acid) — noko3arekcaeHoBasi KHCIIOTA;
ETF (Electron transfer flavoprotein) — anekrpoHnepeHocsmii (pIaBonpoTenH;
ETF QO- ETF (Electron transfer flavoprotein ubiquinone oxidoreductase) -
AIIEKTPOHTIEPEHOCAIINN (HITaBONPOTENH- YOUKBHHOH OKCHIOPEIYKTa3a,
FAOD (Fatty acid oxidation disorders) — HapyIeHuss MUTOXOHIPUAIBHOTO [3-OKHCICHHE
KHUPHBIX KUCIIOT,;
HELLP — cuHOpoM-akpOHHM OCHOBHBIX COCTaBISIONIMX CHHIpPOMA: TEMOJIH3a,
MOBPEXICHHS TEYCHOYHON TTAPEHXUMBI M TPOMOOITUTOTICHUN;
LCHAD (Long-chain 3-hydroxyacyl-CoA dehydrogenase) — miuHHOLIETIOYCUHAS
rusipokcuin-KoA neruaporeHasa >KUpHBIX KUCIIOT;
LCFA (Long chain fatty acids) — mmHHOLIETIOUCUHBIC )KUPHBIE KHCIIOTHI,
LCT  (Long-chain  triglycerides)  —  AIMHHOIICTIOYEYHBIC  TPUTIIAICPHUIBI

(IITMHHOIIETIOYEYHBIE JKUPHI);



MCFA (Medium-chain fatty acids) — cpearenenodcutbie KUPHBIC KUCIOTHI,

MADD (Multiple acyl-CoA dehydrogenation deficiency) - mMHOXeCTBEHHbBIH aeUIUT
anmi-KoA neruaporenas;

MCAD (Medium-chain acyl-CoA dehydrogenase deficiency) — cpennenenodeunas
arm-KoA perunporeHnasa sKUPHBIX KHCIIOT;

MCT (Medium chain triglycerides) — cpennerenouedHbie TPUTIIUILCPHIBL;

OCTN2 (Organic cation / carnitine transporter 2) — TpaHcHopTep KapHUTHHA
TUTa3MaTHYECKO MEMOpaHBbI;

SCAD (Short-chain acyl-CoA dehydrogenase) — xkopotkomemnoueunoi ami-KoA
ACTUAPOreHasa ) XUPHbIX KHUCJIOT,

TFP (Mitochondrial Trifunctional Protein) — MmutoxoHapHanbHbIi TpU(YHKIMOHATBHBIH
0€JIoK;

TFPD (Mitochondrial trifunctional protein deficiency) — aepuuuT MHTOXOHIPHATIBLHOIO
TpUPYHKIIMOHAIBHOTO OeTKa;

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

JIIMHHOOCIIOYCYHAA aunn-KoA JACTUAPOrcHasa JXUPHLIX KHUCJIOT.



Tele/IHLI n onmpeacacHus
ANWJIKAPHUTHHBI — Y)UPBI KUPHON KUCIOTHI U KAPHUTHHA;
KaTa6oau3m — npoiiecc pacmajia ClI0KHbBIX BELIECTB;
PadapomMuo1u3 — pa3pyliieHue KJIETOK MBIIIICYHON TKaHU;
Cunapom Peiie — 3a0oseBaHue, NPOSABISIIONICECS OCTPOM  HEBOCHAIUTEIHHOU
(Toxcuueckoif) sHIedanonaTHel B COYETAaHUH C >KUPOBOW IUCTpoduel BHYTPEHHUX
OpraHoB, IPEUMYILECTBEHHO MeYEHH (OCTPBI MUKPOBE3UKYJISIPHBII CTEaT03);
HELLP-cuHAPOM — TSDKENIOE€ OCIOXKHEHHE OCpEMEHHOCTH, JUIsi KOTOPOTO XapaKTepHa
TpUaza MPU3HAKOB: T'€MOJIM3, MOBPEXKACHUE MEUEHOYHOM NapeHXUMbl C HOBBILIEHHEM

AKTUBHOCTH IICUCHOYHBIX TpaHCaAMHHAa3 U TpOM6OIII/ITOH€HI/IH.



1. KpaTkas nHpopManus no 3a00J1eBAHNI0 UM COCTOSTHMIO (rpynime

3200J1eBaHUI MJIH COCTOSIHUI)

1.1 Onpeaenenne 3a00J1eBAHUS WM _COCTOSIHHSL _(IPyNObI_3200J1€BAHMI __HWJIH

COCTOSIHM)

MI/ITOXOH,Z[pI/IaJ'IBHOG B-OKI/ICHGHI/IG KHUPHBIX KHCJIOT SABJIACTCA OJHHUM H3 Ba)XXHBIX

OMOXMMHYECKHUX MPOIECCOB I BEIPAOOTKH SHEPTUU B MUTOXOHJIPHUSIX.

HacnencTtBeHHble HapymeHHss MUTOXOHIPUAIBHOTO [-OKHUCICHUS JKUPHBIX KHCIOT
(FAOD)- rpymnmna MOHOTEHHBIX 3a00JICBaHUI, CBSI3aHHBIX C HAPYHICHUEM MHUTOXOHIPUAIBHOTO
[-oxucIeHHs U TPaHCIIOPTa KAPHUTHUHA U YKUPHBIX KUCIOT B MUTOXOHIPUSIX.

Hna Bcex FAOD xapaktepHo HapylleHHe TMNPOAYKIUU »HHepruu. KiumHuueckue
CHUMIITOMBI, TaKUM OOpa3oM, pa3BUBAIOTCS WM YCHJIMBAIOTCS Ha (OHE KaTabOIMYeCKHX
COCTOSIHWH, HampuMep, P MHTEPKYPPEHTHBIX MH(EKIHUAX WM rojofanuu. Hambomnee dacto
3aTparvBalOTCs OPraHbl, JUIsi KOTOPBIX JKUPHBIE KHUCIOTHI CIIY>KaT OCHOBHBIM HCTOYHUKOM
SHEPrHH, TAKKE KaK CEep/Ile U CKeleTHbIe MbIibl [1,2]. Bo3pacT maiuenTa Ha MOMEHT Je0r0Ta,

CIICKTP KIMHHUYCCKUX CHMIITOMOB W CTCICHb TSIXKCCTU 3a00J1cBaHUs MOTYT pasin4yaThbCs

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

1.2 DTHOJ0rusl U NaToreHe3 3a00J1eBaHMs WM COCTOSIHHS (rpynnbl 3200J1eBaHMIi

HJIN COCTOSTHUM)

XKupubie kucnoter (OKK) SBISIFOTCS BaKHBIM HCTOYHHKOM DHEPIMH OCOOCHHO B
CKEJICTHBIX MBIIIIAX, CEpPALlE M INEYEHU, U UX DHEPreTHYecKass PoJib BO3PACTAET B YCIOBHAX
rononanus. KK MoOmin3yrores u3 KUPOBOM TKAHU U TPAHCHOPTUPYIOTCS B KPOBOTOK, Oyayun
NEPBUYHO CBS3aHHBIMM C alnbOyMHUHOM. BoJibIIMHCTBO TkaHel crnocobHo pacuiensaTts KK 1o
YIIEKUCIOro rasa W BoAael. Ha mo3mgHuMX  cragusx TOJNOJAHHMS OHM  CTaHOBATCS
IIPEUMYIIECTBEHHbIM HCTOYHUKOM IPOAYKIIMH DHEPIMM YEpe3 MX OKHUCIEHHE B CKEJIETHBIX
MBIIIIAX U UCHOJIb30BAHUE I MTPOAYKIIMA KETOHOBBIX Tell B nedeHu. KK saBisroTcs riaBHbIM
UCTOYHHUKOM SHEpruM Juisi cepaua: B Hopme 60-70% sHepruu, HEOOXOAUMOW il CepACYHOMN
MbIIIIbl, oOecrnieunBaercs okuciaeHueM KK, u 3T mudpbl Moryt ObITH Jake BbIIIE B
OTIpe/IeNIEHHBIX CUTYaIUsX, HallpUMep, PU TOJI0JaHUH U Juadere.

Hus ocymectBienus okucienus JKK HeoOxoauMma onpenieneHHas Mociae10BaTeIbHOCTb
OouoxuMuueckux peakuuit: 1. TpaHcoOpT XKMPHBIX KHCIOT B MUTOXOHJAPHIO (IIPOHUKHOBEHUE
XK uyepe3 HapyXHYIO M BHYTPEHHIOIO MeMOpaHy MHUTOXOHApHii); 2. IlosTamHoe ykopoueHue

YIIIEpOAHOM IEMOYKH KUPHBIX KUCIOT J0 MOJIYYeHHUsI KOHEYHOTo MpoaykTa — auetui-KoA (puc.

1).



N3eectrHo 11 pasnuunbix ¢popMm HacienacTBeHHBIX FAOD. JlaHHBIC O TEPBUYHOM MOJIEKYIISIPHO-
TeHETHYECKOM JedeKTe MpH Hambosiee YacThIX 3a00J€BAaHMAX M3 3TOW TPYIIBI MPHUBEACHBI B
npuioxennu ['l.  CpaBHUTENbHO HEAaBHO ObUIM BBISBICHBI HOBBIE 3a00JIeBaHHS M3 ITOM

rpyIbl, cBA3aHHbIe ¢ MyTaiusimMu B renax ACAD9 u ECHS1 [74].

Ka PHUTUH ——— LCFA MCFA

a
Auetun-KoA

e
Aunn-KoA FADH2

3-Ketoaumn-KoA
NADH
v

B-oKMCAUTENbHbIN LMKN
EHon-KoA
o O NaDt \_HE /
\ 3-OH Aumn-KoA

Puc. 1 TpancnopT u OKHCIIEHHE KUPHBIX KUCIOT B MUTOXOHAPUN

TFP — muTOXOHApHANBHBIH TpUQYHKIMOHANBHBIN Oenok; [IM — ruasmarmueckas membpana; CI,CIHI —
KOMILIEKCHI JbIXaTeIbHOM 1en MuToXoHapuit; MitoOM — BHemHsAs MUTOXOHApHAIbHAS MeMOpana; MitolM
— BHYTPCHHSISI MHUTOXOHIpHanbHas memOpana, ETF — snextponmnepeHocsmuii ¢uaBonporenn; CPT1 -
kapHUTHH nanbmutomnTpancdepasza 1; CACT — KapHUTHH allWJIKapHUTHH TpaHciokaza, CPT2 —
KapHUTHH nanpMmutownTpanchepaza 2; LCFA- mnuHHONENOYeUHbIe XUpHbIe KuciaoTel; MCFA —
cpennenienovednble xupHble kuciaoTel; OCTN2 — TpaHcnopTep KapHUTHHA TUIA3MaTHYECKOH MEMOpaHBI;

ETF QO — ETF(anexTpoHnepeHocsnui GpiaBonpoTerH )-AeruaporeHasa.

Monekynsipabie MexaHu3Mmbl naroreneza FAOD  u MHOTHE KIMHMYECKWE MPOSIBICHUS
oTUX Oone3Hed cxomHbl. bompmmHCcTBO FAOD  XapakTepu3yrOTcs  HEKETOTHYECKOU
THITOTIIMKEMHEH MTOCIIe TIEPHOia TOJIOIaHMS, TIO3TOMY THITOTIIMKEMHIO 3TH TAIIMEHTHI TIEPEHOCST
0COOCHHO TskelNo. VIcToneHne SHEPreTHIECKUX PECYPCOB MPH HEBO3MOXKHOCTH UCIIOJIb30BAHUS

KK u Tokcudueckoe aelicTBHE TOCIEAHUX OOYyCIABIMBAIOT BO3HUKHOBEHHE Pelie-mogo0HOro
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cunapoma. lnst mHOorux ¢opm FAOD xapakTepHO MOpa)KeHHUE MBIIIICYHONW TKAaHH C MHOIIATHEH
W/WIA KapMOMHOIIATHEH, YTO CBS3aHO KAaK C MCTOIICHHEM JYHEPTreTHYECKHX PECYPCOB, TaK U C
TOKCHYECKUM JIEHCTBHEM CyOCTpaTOB OJOKMPOBAHHBIX (DEPMEHTHBIX PEAKIM HA MBIIMICYHYIO

TKaHb.

1.3 DnuaeMuoJorus 3a001eBaHUS WJIH cOCTOSIHMS (rpynnbl 3a00J1eBAHUNA MM

COCTOSIHM)

[Tocne Bximouenns FAOD B mporpaMMbl MacCOBOTO CKpUHHHTA HOBOPOXICHHBIX OBLIH

YTOYHEHB! JaHHbIE O YacTOTE 3TOM TpYIIbl HACIEACTBEHHBIX Oone3Hel. CumrTaercs, yTo HX
cyMmMmapHas yactora coctasiseT 1:9000, X0Ts MeX1y NOMYJISIIUAMU MOTYT ObITh 3HAUUTEIbHbIE
ornuuust [7]. OgHO M3 cambIX YacTbIX 3a00J€BaHUN W3 ATOM TPYIIBl — HEIOCTATOYHOCTh
cpeaHenenoyeyHon aeruaporenassol sxupubix kucinot (MCAD) - 1: 14600- 1: 20 000. [Janubie o

yacToTe 3a00JIeBaHMii U3 STOU IPyMIbI IPUBEIEHBI B puioxeHuu ['1.

1.4 Oco0eHHOCTH KOAHPOBAHMA 3200J€BAHUH WM  COCTOSSHUA (Tpynnbl

3200JeBAHUIl MJIH COCTOAHHKA) 1m0 MeXIvVHAPOIHONW CTATUCTHYECKON KJaaccupuraimu

00JIe3HeH M MPo0JaeM, CBA3AHHBIX CO 3I0POBLEM

Cornacno MKB-10, 3aboneBanune otHocuTcs K kiaccy [V, 6oie3HsM 3HIOKPUHHON
CUCTEMBI, PaCCTPOMCTBY MUTAHUS U HapylIeHHI0 oOMeHa Bemlect, E71.3 - Hapymenus oOMeHa

JKUPHBIX KHUCJIOT.

1.5 Kaaccubukanus 3a00JeBaHUA HJIH COCTOAHUA (rpynnbl 3200JeBAHMIT WJIH

COCTOSIHUH
N3eectHsl 11 ocHoBHBIX (opm FAOD. Bce oHM cBsi3aHbl C HapylleHUEM (DYHKIUH
0eIIKOB, KOTOPbIE YUacCTBYIOT B MeTabO0JIM3Me JKUPHBIX KUCJIOT U KapHUTHHA (TpuiioxkeHue I'1).
Kpatkast knuHHYecKass XapaKTepUCTHKAa OTACIbHBIX (OpM TpHBEIAeHA B mNpmioxkeHnn [2. B
3aBUCUMOCTH OT METa0O0JIMUeCKOro OJIoKa pa3iaudaroT (pOpMbI, CBA3aHHBIE HEMOCPEICTBEHHO C
HapyIEHUIMUA (EPMEHTOB OKUCIIEHUS XUPHBIX KHUCIOT U (OPMBI, CBSI3aHHBIE C JedeKTaMH
MeTaboM3Ma U TPAHCIOPTa KAPHUTHHA U )KUPHBIX KUCIIOT.
[To BemgymeMy cHMITOMOKOMIUIEKCY, BBIIEISIOT cienytomue popmber FAOD:
— CHCTEMHYIO C TIOpaKEHHEM Cep/lia U MEeYEeHH;
— MEYEHOYHYIO;
— MHOIATHYECKYIO.
[To cpokam mosiBiIeHUs MEPBBIX MPU3HAKOB PA3JINYaAIOT (POPMBI:
— HEOHATAJIbHYIO;

— JIETCKYIO ¢ MaHU(DecTalnel B MepBbIe ABa TOJ1a )KU3HH,
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— IIO3AHIOHO.

1.6 Kiinaudeckass KapTHHA 3200J1eBaHUs] WJIHM cOCTOSIHMS (rpynnbl 3a00J1eBaHU

HJIN COCTOSTHHUM

[Tpu Bcex ¢opmax FAOD Bbimensior pasHble MO CpokaM MaHH(ecTaluu BapUaHTHI
3a00J1€BaHU.

Obwue knunuyecKue nposAeHUss HAPYULeHUll OKUCTEHUS HCUPHBIX KUCTIOM

FAOD wumeroT MHOro oOOMmMX KIMHUYECKHX NposBieHU. OOBIYHO BBIACISIOT
HEOHATaJIbHYIO (PAHHIOW), NETCKYI (MHGAHTWIBHYIO) W TO3IHIOK (B3pOCiIyi0) (HOpPMBI
0one3nu. Panusas ¢popma oTauvaercss 0COOEHHOM TSKECThIO, META0OINYECKUE HAPYILIEHUS 4acTO
MNPUBOJAT K HAPYIIEHUIO CO3HAHUSA, XOTS KOMATO3HBIE COCTOSHUSI MOTYT BO3HUKHYTH U IPH
JIETCKOM, U TIpU Mo3AHEN hopMmax.

OcHOBHBIE KIIMHHYECKUE TIPOSBICHUS: HEBPOJIOTHUSCKUE HAPYIICHUS B BUAC YTHETCHUS
CO3HAHUS 10 COMHOJICHIINM M KOMBI, OOIIEH BSUIOCTH, IIOBTOPHAS PBOTA, YBEIHMYCHHE Pa3MEPOB
MEYEeHU, MPOrpeccUpyrollee MOpakeHUEe cepilla B BHAE KapIAWOMHOINATHU WM HaPYIICHUS
CepJeYHOro puTMa. J[eTn MOTryT OTCTaBaTh B MCHXOMOTOPHOM pa3BUTHUU. Y MAIIMEHTOB Ooliee
CTapIIero BO3pacTa JOMHHHPYIOT MUOTATHS W TMOPKEHUE MHOKapJa, XapaKTepPHBI MPUCTYIIBI
MBIIIEYHOH Oom, padaoMHoNIHM3a W MHUOTIOOWHYPHUH, IMPOSBISIFOIIMECS W3MEHEHUEM I[BETa
MOUH.

XapaxtepHoit ueproit FAOD sBnsercss To, 4TO KIMHUYECKHE CHMIITOMBI Pa3BHBAIOTCS
WM YCHIMBAIOTCS Ha (DOHE KaTaOOJMYECKHX COCTOSHUMN, HAapUMep, MPH IMPOIOJDKUTEITBHON
(bu3HYECKON Harpy3ke, WHTCPKYPPEHTHBIX WH(MEKIHSIX WU TOJIOJaHWH, KOTJa TPOUCXOIWT
BBICBOOOJK/ICHHE DH/IOTCHHBIX TUNUA0B. Hanbomnee yacto 3aTparuBaroTCsl OpraHbl, Al KOTOPHIX
JUTMHHOIIETIOYEYHBIE KUPHBIE KHCIOTHI CIyXKaT OCHOBHBIM HMCTOYHHMKOM JHEPIHH, TaKue Kak
Cep/Ilie U CKeJIETHhIE MBIIIIIHI [3,8].

Yacteimu  cumnTomMamMu  FAOD  sSBISiFOTCA = HEKETOTHYECKAsT  TMIIOTJIMKEMUS,
KapJAOMHUOMATHUSI ¥ MHOIATHUS, 3TH CUMIITOMBI MOTYT TIPOSIBIISITHCS KaK U30JIMPOBAHHO, TaK U B
COUYCTAHUH.

Hapymienust cepiedHoro puTMa H  KapAUOMHUONATHs, HAWOOJee dYacTO BBIPAKEHBI B
HEOHATAJIbHBIN TIEPHO U PAHHEM JIETCTBE, HO MOTYT Pa3BUBATHCS B MOMEHTHI METa0OJINICCKOTO
KpHu3a U JEKOMIIEHCAllUH, a TaKKe B Oojiee mo3AHEM Bo3pacTe. B paHHeM JeTcTBe mopaxkeHue
Cep/iia MOXET MPUBECTH K JIETATBHOMY UCXOAy. JloBONBHO yacTo HabmogaeTcs runepTpodus
JIEBOTO KENyl04Ka, KOTopas 3aTeM MPOrpeccHpyeT B AMIATAIIMOHHYIO KapJIUOMHOIATHIO CO
cHIKeHHeM (pakuuu BbiOpoca. MHorna HaOmogaeTcss KapIMOMHOINATHS B COYETAHUH C

BBIIIOTOM B niepukapn [9,10].
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Hapymenust cepmpednoro putMa omnucaHbl npaktuuecku npu Bcex FAOD u BcTpewarorcs: B
COYETaHUU C KapJHOMHOIIATHEH WU N30JIMpoBaHHO [11].
Muonarust oueHb yacTblii cuMnToM Ipu HapymeHusax FAOD. IlanueHTsl MOTYT NpEAbSBIATH
KaNoObl Ha MHUANITHUIO, OBICTPYIO YTOMJISIEMOCTb, HEMEPEHOCHUMOCTh (PU3UYECKOW HarpysKu.
Yame Bcero MuonaTusi MaHUGECTHPYET B MOJAPOCTKOBOM BO3pacTe, Ha 2-3 NeCATUICTUN JKU3HU,
HO MOJKET OBITh BEIyLIMM CHMIITOMOM M paHee. VHOTr/a MUOMATHS MOXET MPOBOIMPOBATHCS
aHAdPOOHBIMH YIPAKHEHUSIMH, HO TaKXKe MOXET HaOJI0JaThCs IMOCIe aHeCTe3MH M BUPYCHOMH
unbekun [ 1-5].
['emaromeranusi BO3HHMKAaeT BCJEACTBUE HAKOIUIGHHWS B II€YEHHU OHKUPHBIX KHUCIOT C
(dopMupoBaHueM KUPOBOH aucTpoduu medeHu [25]. Y manMeHToB ¢ HEIOCTATOYHOCTBHIO
LCHAD u TFP moxer Ha01r01aThCS KIIMHUYECKask KapTUHA MepH(EePUIECKOi MOTUHEBPOIIATHH,
pHUYMHA Pa3BUTHS KOTOPO# 10 KOHIIA He u3BecTHA [6,113, 114].
VY nanuentos ¢ gepunurom LCHAD (u ¢ nedunutom TFP, HO peke) pa3BuBaeTcs MUrMEHTHas
nerenepanus ceryarku [115-117].
Hamnbosiee yacTple KIMHUYECKHWE CHMIITOMBI MpHU pa3inyHbix popmax FAOD mnpuBeneHs! B
npunoxenuu [ 2a.

Oc00EHHOCTH KIIMHMYECKHUX MPOosBIeHUH oTneabHbIX popm FAOD npuBenacHsl HUKE.
Hapymenus Tpancnopra u MeTado,in3Ma KAPHUTHHA U JKUPHBIX KHCJIOT

B rpymiy BXOAUT HECKOIBKO 3a00JI€BaHUI, Pa3IMYArOIIMXCS [0 CPOKaM MaHU(eCTaIuH,

TSDKECTH T€UEHUSI U OMOXUMHUYECKUM XapaKTCPUCTHKAM.

Tpancnopt anuHHOLENOYEYHBIX ani-KoA B MUTOXOHIPUM OCYHIECTBIISETCS  C
MOMOIIbI0 KAPHUTHHOBOTO IIMKJA, BKJIOUaromero 4 Oenka: 1) KapHUTHHOBBIA TpaHCIOPTEP
wiazmMatudeckoit  memOpanbl  (OCTN2), oOecnednBaronvii BHYTPUKIETOUYHYIO JJOCTaBKY
KapHUTUHA; 2) KapHUTUH-anbMuTounTpaHcdepasy 1 (CPT 1) na BHemHel memOpaHe
MUTOXOHJIpHi, KoTOpas nepeHocut auuiabHble ocTaTku JKK oT KoA k kapHuTHHY; 3) KapHUTHH/
anunkapuutuH  TpaHcnokazy  (CACT),  oOecnedywBaromiyl0  4YETHOYHBIH  TPAHCIOPT
AlMJIKAPHUTUHOB 4Yepe3 BHYTPEHHIOIO MeMOpaHy B OOMEH Ha CBOOOJHBIH KapHUTHH; 4)
KapHUTUH-TTaTbMuTOoMATpanchepasy 2 (CPT 2), koTopas mepeHOCUT Ha BHYTpEHHEH MeMOpaHe
MuTOXOHApUM anuibHble ocTaTku KK ot kapautnHa k KoA. Myrtanunu cOOTBETCTBYIOLIMX
TeHOB, KOJAUPYIOIIUX JaHHbIe OENKU, MPUBOAST K HACIEACTBEHHBIM HAapyIIEHUSM TpaHCIOpTa

KapHUTHHA U JXUPHBIX KHUCJIOT.

Cucmemmuniii depuyum KapHumuHa
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AyTOCOMHO-periecCBHOE 3a0oyieBaHuE, CBs3aHHOE C MyTamusmMu reHa SLC22A5,

KOJUPYIOIIETO TPAaHCHOPTHBIM Oenok — mnepenHocuuk kKapuutuHa (OCTN2). Cpoku
MaHudecTaryu 3aboeBanust oT 1 Mecsna 10 7 et (B cpeaHeM 2 rojaa).
Y nereil paHHEro BO3pacTa OCHOBHOE IMPOSIBJICHHE CUCTEMHOIrO AeQHUIMTa KapHUTHHA—
TUIOKETOTHYECKasl THUIOTTIMKeMUYecKas sHuedanonatus (BsJIOCTb, COHJIMBOCTh, MOBTOpPHAs
pBOTa), UMEIOIIasi NpUCTynoodpa3zHoe TeueHHe. OTMeuaeTcs yBETHYEHHE Pa3MEpOB TECUCHH.
Hepenko y Takux mauueHToB pa3BUBAETCA CUHAPOM Pelie ¢ rurepaMMOHUEMHEN U TOBBIIEHUEM
YpOBHsI TpaHCaMHHa3. Takke HaOJI0AI0TCs TOBBIIIEHUE YPOBHEH MO4YeBON KHCIOTHI 1 KDK.
Kak mpaBuiio, 1eTu yMepeHHO OTCTAIOT B ICUXOMOTOpPHOM pa3BuTuu. [lozxe (kak mpaBuio, B
BO3pacTe 2-3 JIeT) MPUCOCIUHSIETCS IPOTrPECCUPYIOIas TUepTpoPpuIecKas Win IuaaTaluoOHHas
KapAMOMUONATHS B COYETAHMM C HApPYUIEHUSIMH CEPJIEYHOI'O0 PUTMA, KOTOPHIE B OTCYTCTBHE
JiedeHus: Hen30eKHO BEIYT K CMEPTH OT CepJeYHON HEeIOCTAaTOYHOCTH M CHHIPOMY BHE3AITHOU
cmeptu. Jletn vacto OO0JICIOT MHTEPKYppeHTHbIMHU 3aboneBanusmu [12,13, 14]. HeoObrunoit
manudecranuend 3a00eBaHUsT BO MJIAJIGHYECKOM BO3pAcTe SBISACTCS KIMHHYECKas KapTHHA
nepuepuyecKoil TMOJMHEBPONIATUH C OTCYTCTBHEM CYXOXXWIBHBIX pe(IIeKCOB U Tpy0Ooit
3aJIepKKOM IICKXOMOTOPHOTO pa3sutus [118].

VY narueHTOoB OoJiee CTapiero Bo3pacta JOMHUHUPYIOT IPU3HAKU CKEJIETHOW MUOMATUU U
MOpaKeHWs MHOKapAa. B MblliedHOM OHoNTaTe y MAalMeHTOB PErHCTPUPYIOT HAKOTICHUE
xupoB. Hepenxo HaOMOgaI0TCS HAPYIIEHUS CO CTOPOHBI JKEIYJOYHO-KUIIEYHOTO TpakTa: 0oy
B JKUBOTE, 1uapes. B HEeKoTophIX ciyyasx Habmoganack nepudepuyeckas HeBpomnaTus BEpXHUX
U HIWKHUX KoHeuHoctel [17,18]. Ilpu cBOeBpeMEHHOW AMAarHOCTUKE M Ha3HAYEHHUU TEparuu
HaOII0TaeTCs MOTHOE MCUE3HOBEHUE KIMHIUUECKON CUMITTOMATHKH.

Heduyum xaprumun-ayuikapHumMunmpancioKassl

AyTOCOMHO-peIleCCHBHOE 3a0ojieBaHWe, cBsi3aHHOe ¢ MyTamusmu TeHa SLC25A20,
KOAMPYIOMIETO KapHUTHH-alWIKapHUTUHTpaHcIoka3zy. JloBonmbHO peakoe 3aboneBaHue, B
auTeparype onucano He 6osee 60 cimyuaes [95, 104]. Havano 3abosneBaHust - B HEOHATAIbHBINA
nepuos (MepBble HENENU >KU3HM) WIM Yy JeTed paHHero Bo3pacTa (Ha 1 roay »KHU3HH).
3aboneBanre MaHU(PECTUPYET OCTPOM CEepIEeUYHO-IETOYHON HEIOCTATOYHOCTHIO (KOJIIAIC) WU
KEIYAOYKOBBIMA ~ apUTMHSAMH, MBIIIEUYHON ciabocThi0 W TunoToHued. Habmiomaercs
TUTOTJIMKeMHEs], TunepamMmMorremusi. CHHIpOM BHE3alHOW CMEPTH MJaJIeHIla HaOIIoJaeTcs B
Bo3pacTte OT 4-x mHeW no 24 wMecsmneB. HawmbOosee dYacThiMM HaYadbHBIMH CHMIITOMaMHU
aBnsoTca: renaromeranus (34%), aputmus u / wim Opamukapaus (32%) u AbIxatenabHas
HepoctaTouHOCTh (30%). ['umokeroTHyeckas runoriankeMus (68%) u runepammoruemus (54%)
Haumbosnee 4dactele JaboparopHele wu3MeHeHus. CepaeyHas CHMIITOMATHKA — BKIJIFOYAET

TUNEepTPOGUUECKYIO WM AMJIATAIMOHHYIO KapJUOMHONATHIO B COUYETAaHUHM C Pa3HOOOPa3HBIMU
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HapylEHUsAMH  CEepACYHOro puTMa. [ledeHoyHass HENOCTATOYHOCTh WJIM  yYMEpPEHHas
rernaToMeragusi ¢ MeTa0OMMYEeCKUM  aluJ030M M THIIOKETOTHYECKOW THIIOTIMKeMHUEH
XapakTepHbl JuId JaHHOro 3aboneBaHuss. OcTpas HEBpPOJIOTMYECKAs CHUMITOMAaTHKa
MIpEICTaBJICHA HAPYIICHUSIMU CO3HaHUs (JeTaprueid u komon) [23, 24, 102, 103]. 3a6oneBanue
MOKET MaHU(ECTHUPOBATh C MBIIIEYHON CIa00CTU U 3a€PKKU ICUXOMOTOPHOIO Pa3BUTHUA.
Take wMoxer Habmomatbess mnosbimeHue ypoBHs KOK. Ilpu mno3aneit manudecranuu
OTMEUaeTCsl MEHbIIAs TSHKECTh KIIMHUYECKHX MPOsiBIIeHui [7, 27, 28].

Hepuyum xaprumunnaromumounmpaucghepasot 1

AyTOCOMHO-pEIIECCUBHOE 3a00JieBaHKE, CBsi3aHHOe ¢ MyramusamMu TeHa CPTI1A,
KOJMPYIOIIETO KapHUTHHIATBMUTOMITPaHChepasy 1, TOKaTn30BaHHYIO B IIEYCHHU.

Hauano 3a6oneBanust - 00bIYHO Ha TIEPBOM IOy KH3HH, WK B MitafieHyecTBe. OOBIYHO Y
MAIMEHTOB OTMEYAETCsl HE3HAYUTENILHOE YBETMUCHHE MTEUEHH, U 3a00JIeBaHe TPOTEKAET B BHUJIE
OCTPBIX METabOJMYECKUX MPUCTYNOB, Kak Pelie-moJo0HBI CHUHIPOM, COIMPOBOMKAAIOIINXCS
TaXHUIHO?, PBOTOM, OTKa30M OT €/1bl, CYI0pOramMu, jJeTapruei, komoi. JIabopaTopHO BBISBISIOT
NOBBILICHUE YPOBHSI TpaHCaMHHAa3, YAJIMHEHHUEM MPOTPOMOMHOBOIO M TPOMOOIJIACTUHOBOIO
Bpemenu. Hepenko 3a0oneBanue npoTeKaeT Moj] MacKoi cencuca

TpurrepusiMu (akTopaMu MOTYT OBITH TOJOJAHUE, HHTEPKYPPEHTHbIE HH(EKIUH,
OPUBOAAIINE K TUIOKETOTHYECKON/HEKETOTHUeCKoW rumnoriukeMud. Ha BeicoTe mnpuctyna
OoTMeuaeTcst MeTaboauueckuil anuao3. [Ipuctyn MokeT NpuBeCTH K BHE3AMTHON CMEPTH.

Moser HabOmOIaThCS 3aJep’KKa MCHUXOMOTOPHOTO pa3BUTHUS. B eAMHMYHBIX Cilydasx
coolIanock O CKEeJNEeTHOW MHOMAaTUH, KapauomuonaTuu. WHoraa pas3BHBaeTcsi MOYEYHO-
TyOyJSpHBIM aunMa03, KOTOPBI HMeEeT MNpexXOMsAlIMi XapakTep M YacTO COYeTaercss ¢
MHOINIATUYECKUM CHHIPOMOM M MOBbIIIeHHEM YpoBHA K@®K. V KeHIIMH MOryT oTmMedarses
TSDKENblEe OCIOXHEHUs BO Bpemsi OepemeHHoctu - HELLP cunapom (remonus, MOBBbINIEHHE
MICYCHOYHBIX TpaHCaMHUHa3, TpoMOoruToneHus) [19].

KorHuTuBHbIN 1eUIMT Y TAIIMEHTOB 3aBUCUT OT TSKECTU MEPEHECEHHBIX TUIIOTTIMKEMUYECKUX
cocrosiauii [119].
Hedhuyum xaprnumunnanemumourmpancgepasvl 2

AyTocoMHO-peliecCuBHOE 3a0oieBaHue, cBsi3aHHOoe ¢ MmyTanusamu rena CPT2. Beigensitor
TPpU KIMHWYECKHE (OpMBI TATOJIOTMM B 3aBHUCUMOCTH OT BO3pacTa MaHHU(eCTaluu:
HEOHATATBHYIO, MIIaJIeHYECKYIO (MH(AHTUIBHYIO) ¥ TIO3HION (MbITeunyto) [13].

Teuenue 3aloneBaHus ocTpoe WM nporpeaueHTHoe. Havamo 3a0oneBanHus -
HEOHATAJbHBIN MEepHo. Y MalMeHTOB ¢ HEOHATaJbHOM (OpPMOI HaONII0IaeTCs PeCUpaTOPHBII
JUCTPECC-CUHIPOM, KapAHMOMUONATHs, HapyIIEHHE pUTMa U CEPAECUHON MPOBOJMMOCTH CepaLa

[120, 121] remaromeranusi, NeUEHOYHAs HEIOCTATOYHOCTh, dHIedagonarus. bes3 jeucHus
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CMEpPTh OT TSDKEJIOW CEepACYHOM ApUTMUU M MOJUOPraHHOM HEAOCTATOYHOCTH HACTYIAET B
nepBble HeleNH KU3HHU. BeTpevarores au3mopduu: cKomeHHbIH 100, MUkpouedanus, BBICOKOe
He0O, aHOMaJbHBIC YIIHBIE PAKOBUHBI, UIMHHBIE KOHYCOBHJHBIC NAaJIbIbl, KOHTPAKTYPHI,
runoriasus Horredl [31, 32]. YacteiM cHMOTOMOM 3a00JI€eBaHUS SBISCTCS YBEIHUYCHHE
pa3sMepoB U MOJIMKKCTO3 mouek [122].

Y mnauueHTtoB ¢ wuH(aHTWIBHOW (opMol Ha (OHE THKEIOW T'HIIOKETOTHYECKOM
TUIOTIIMKEMHUH U TUIIEPAMMOHUEMHH TIPU OOCIICOBAHUH BBISBIIAIOT T€IaTOMETAIHIO, CUHAPOM
UTONU3a W/WIM TPU3HAKH [EYCHOYHONW HEJOCTaTOUYHOCTH, KapAHOMHOIIATUIO, apUTMHUIO,
MSTKYI0 MUOMNATHIO CKEJETHBIX MBIIII. BHe3amHas cmepTh MilajieHIla HaO0JIaeTcsl 4acTo B
IIEPBOE MOJIYTO/INE KU3HU.

[To3nHss MpimeyHast popma BCTpEUaeTcs Yalle ¥ XapaKTepH3yeTcsl HHTEPMUTTHPYIOLIHM
TEYCHHEM M BO3pacTOM Hauana 3a0olieBaHUs - Ha 2-3 JAecATUJICTHH >XU3HHU. 3aloyieBaHueE
MaHUGECTUPYET MPUCTYNIAMU MBIIICYHBIX OO0Jiel, MBIMIEYHONH C€1ab0CTH, MapOKCHU3MAIbHOMN
MHUOTIIOOMHYpHEH, KaK peakuusi Ha (U3WYECKYI0 Harpy3kKy (HEHEepeHOCHMOCTh (U3MYECKHUX
HArpy3ok). B pemkumx ciaydasx ST TPUCTYNBI HACTYMAIOT KaK peaklus Ha TOJIOJaHuE,
WHTEPKYPPEHTHBIE HH(EKIMH, SMOIMOHANBHBIE CTPECChl, OxJaxiaeHue. [Ipuctymsl ocTpoit
JEKOMIICHCAIIMU W TUCHYHKIIUS CEpACUYHON MBIIIIIBI HAOTIOAAI0TCS PEIKO.

IToueuHast HEOCTATOUHOCTD BCIIEJACTBUE MHOITIOOMHYPUHU BBIsABICHA y 25% malnueHTOB.
D10 3aboneBaHuE SBISETCS caMOW 4YacTOM MPUYMHOM HAcleACTBEHHOW MHUOTIOOMHYPHUH.
Teuenue 3a00eBaHusI OTHOCUTEIBHO TOOpOKayecTBeHHOE [23, 24, 106].

Hapywenus mumoxonopuanvnozo [-oKucienus #CUpHuix KUCIOm

B muroxonnpuansHom Mmarpukce anui-KoA sdupsl KK Bxomar B [ -okucieHHe,
KOTOpOE€ TEPEHOCHUT 3JEKTPOHBI it cuHTe3a AT® (mpixarenpHas 1enb MUTOXOHIpuUi). B
pesynbpTate B -okucienus KK mocnenoBarenbHO paciIeruisitoTcst a0 aneTuia-KoA, KOTopslit
3aTeM IpeBpallaeTcsi B KETOHOBBIE Tena B medeHd. IlepBas peakiust JeruaporeHU3aluu
ocymectBisiercss anuia-KoA-gerunporenazamu. B okucnenun KK npunumaror ydactue
KOPOTKOIIETIOYEeYHAasl, CpPEIHEIEeNOYeYHas, JIMHHOICTIOYeYHAasT W OYEHb UTMHHOIICTIOYEYHAs
ai-KoA-neruaporenassl (B anrauiickoit Tpanckpumnuuu - SCAD, MCAD, LCAD u VLCAD,
cooTrBeTcTBeHHO).  CyOcTpaTHas cnerupUUHOCTb BCEX MEPEUUCIICHHBIX (PEPMEHTOB pa3inyHa
U TOJIBKO YaCTHMYHO MEePEKPHIBACTCA.

Hepuyum ayun-KoA decudpocenasvl HCupHulX KUCIOM C KOPOMKOU YeIepOOHOL YEnblio.

AYTOCOMHO-PEIIECCHBHOE  COCTOSIHHME, CBs3aHHoe ¢ Myrtamusmu reHa ACADS,
Koaupytomiero ammi-KoA nerumaporeHasy KUpPHBIX KHCIOT € KOPOTKOH YIJIEpOIHOW LEnbio

(SCAD).
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B MHOrmx cnydasx oTmedaroT OeccuMITOMHOE TeueHue, modtomy SCAD Ttemnepb
paccmaTpuBaeTcs Kak OMoxuMmuyeckuil (eHotun, a He 3abosieBaHue. BolbIIMHCTBO neTel co
SCAD Obumi BBISIBJICHBI TPH TPOBEIACHWHM CKPUHHHTAa HOBOPOXKICHHBIX, M TIOJABJISIONICE
OOJIBIIMHCTBO M3 HUX OCTAIOTCS OECCUMIITOMHBIMU Ha MPOTSKEHUU HECKOJIBKUX JIET.

Panpire BeiaesuM TSOKENMYIO M JIeTKyto ¢opmy 6omnesnn [17, 53]. BnocienctBum Ob110
O0HApy>KEHO, YTO HAIWYHE B TOMO3ZUIOTHOM COCTOSIHUM MJIM B KOMIAYHJI-T€TE€PO3UTOTHOM
COCTOSTHUM HECKOJBKHX PACIPOCTPAHCHHBIX MOJUMOP(U3MOB TMPHUBOIUT K CHIDKCHHUIO
akTuBHOCTH ¢epmeHTa SCAD u BBIIBICHUI0O OHOXMMHYECKHX M3MCHEHHMA B CIEKTPE
AIUJIKAPHUTHHOB, HO HE UMEET KaKUX-JTH00 (PU3HOJOTUUECKHX MTOCIENCTBHM [75, 76].
Hegpuyum xopomroyenoueunot 3-euopoxcuayun- KoA oecuopoeenasor depuyum (SCHAD)

AyTOCOMHO-pelilecCHBHOE 3a0ojieBaHue, CBs3aHHOe ¢ Myramusmu rtena HADH,
KOIHMPYIOIIEM KOPOTKOLIETIOUeUHYI0 3-Tuapokcuanuia- KoA neruaporeHasy >KUPHBIX KHCIOT
(SCHAD).

3aboneBanne B OOJNBIIMHCTBE CIydaeB MaHHU(ECTHPYET Ha MEPBOM TOIYy KU3HHU, HO
BO3MOXKEH M 0oJiee MO3JHUI BO3pacT Hayaja CUMNOTOMOB. OIMCAaHO OKOJO JECSITH CIIy4acB
nepuuta SCHAD B nuteparype. OCHOBHBIE  KIMHMYECKHE TPOSIBICHUS  ITOTO
MeTaboNIMYecKOro 3a00JIeBaHUs OTJIMYAIOTCA OT JAPYTUX HACJIEICTBEHHBIX JepeKToB [-
OKHCJIGHHS JKUPHBIX  KHCIOT, TIOCKOJNBbKY TIpM HEM THUIOINIMKEMHsS CBsi3aHa C
THIEPUHCYTUHU3MOM. Takke y TaIlMeHTOB OTMEYaeTCsl MUOTIIOOMHYpHUS (B TOIPOCTKOBOM
BO3pacTe), TUIOKETOTHUYECKAas THIOTIMKEMHUYecKas OJHiedanonaTus, runeprpodudeckas/
MUIAaTallMOHHASsT KapJUOMHOMATHS, MBbIIIeYHas THUIOTOHMs, CTeaTo3 TIeUeHH, IeUYeHOYHas
HeJocTaToYHOCTh. ONMucaHbl HECKONIBKO cy4yaeB BHe3amHou cMepTH. CTpecc, roiolanue MOTYT
MTPOBOITUPOBATH CUMITTOMBI.

[To3nHee ycTaHOBIIEHHE IUArHO3a MOXKET NPUBECTH K (HOPMUPOBAHHUIO SIWICTICHH U
YMCTBEHHOW OTCTATIOCTH M3-3a TIOBTOPSIONIEHCS THITOTInKeMuH [77].

SCHAD crenyer knaccupuIMpOBaTh KaK CUHAPOM BPOXKICHHOI'O THIEPHHCYIUHH3MA,
MOCKOBKY y  TAaIMeHTOB C  JoKa3aHHbIMH MyTamusmMud HADH moxer — HaOmrogathest
PEIUIUBHPYIOIIAS TUITOTITMKEMUS ¢ THTICPUHCYJIMHA3MOM, YYBCTBUTEIIBHBIM K JHA30KCHTY [77-
79].

JlpyruMy 4acThIMH CHMITOMAaMH SIBIISETCS 3aJIepKKa PEUYEBOTO Pa3BUTHsI, MbIIICUHAs
runotoHus. Hepeako oTMedaroTCs SIHISNTHYCCKHE TIPUCTYIBI, MUOIATHSA, 3aJepiKKa
(Gu3MUecKOro pa3BUTHS, HAPYIICHHS BCKApMIIMBAaHWA. Pexe BcTpedaroTcst aucMopdudHbie
4epThl, Kapauomuonarus [75].

Hedpuyum ayun-CoA-decudpozenasvl cpeOHeyenoyeubiX HCUPHbIX KUCIOM
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AyTOoCOMHO-periecCuBHOE 3a0oJieBaHue, cBsizaHHOoe ¢ MyTtamusmu reHa ACADM,
koaupytoriero anmi-COA-IeruIporenasy cpeaterenoyeynbix upHbix kuciaot (MCAD).
3aboneBanue B OOJIIIMHCTBE CIy4aeB MaHU(ECTUPYET B BO3pacTe OT 3-X 10 24-X MECSIIEB.
Hepenko (ot 10 mo 40% cny4aeB) 3a0ojieBaHHME HAYMHAETCA B MEPHOJE HOBOPOXKIACHHOCTH.
[IpucTymnsl NPOTEKAIOT TAKEIO U MOT'YT 3aKaHUMBAThCA JeTalbHO. B 5% ciiydaeB cmepTh aeteit
IPOUCXOAUT B HepBble AHU KU3HU. Okono 20% mnanuMeHTOB YMHUpPAKOT A0 YCTaHOBJICHHUS
muarHoza [11, 17]. B OonbIIMHCTBE CIy4aeB OCHOBHBIMH TIPOSIBICHUSMU  SIBIISFOTCS
TUIIOKETOTHYECKasl TUIOTJIMKEMHUs, KOTOpas MOXET COYeTaTbCcsd C JIaKTaT-aluio30M U
runepaMmonueMueil. KimHudeckue mnposBiIeHUs BKIOYaOT cuHapoMm yraerenus [HHC,
COHJIMBOCTH M PBOTY Ha (poHe MH(PEKIIMOHHBIX 3a00JI€BaHMA, TOJIOJaHHUS WITH TIPU OTIEPATHBHBIX
BMEUIATEIbCTBAX. Y HEKOTOPBIX MAllMEHTOB OTMEYAeTCss METa0OJIMYECKUH KpHU3, HECMOTPS Ha
M30BITOYHOE HAKOIIEHUE KETOHOBBIX TET U HOPMAaJbHYIO KOHIIEHTPAIMIO TIIOKO3bI B KPOBH.
W3peaka mamueHTHl JEMOHCTPUPYIOT BO BpeMsl NPUCTyNa ‘“‘TIapaJioKCadbHO” BBIPAKEHHBIN
kero3. B mepuon kpusa oTMeyaeTcs COHJIMBOCTb, PBOTA, JbIXaTelbHas HEAOCTaTOYHOCTH,
CyJOpOrH, TelaTroMeraiausi, a TakXke OBbICTpOE€ pa3BUTHE CEPAECYHONW HEJOCTaTOYHOCTH.
[ToBpexaeHne rolIOBHOTO MO3ra, KOTOPOE MOKET BO3HHMKHYTH BO BpeMs METabOIMYECKOTO
KpHU3a, YBEIMYMBAET PUCK OTJAICHHBIX HEBPOJIOTHYECKHX HapylieHuil. MoxkeT HaOlronaThes
cnenuduyeckas moruMopdHas KkemyI0uKoBas TAXUKAPAMs B BUJIE XapaKTePHbIX U3MEHEHHUH Ha
OKI' B Bume torsades de pointes (bp. — «CKpy4YeHHBIE IIHYPKHY), WM KEITYIOUKOBAs
TaxukKapaus Tuna «aupyst». HampaBnenne xommiuekcoB QRS  MeHsieTcss HIMKIMYECKU:
HECKOJIBKO KOMIUIEKCOB HAallpaBJI€HO BHHU3, 3aT€M B TOM K€ OTBeleHuH —BBepX. [lpu
O0OBEKTUBHOM OOCIICIOBAHUH OMPEACISICTCS YBEIUYEHUE TEeYeHH, CHHApoM nuTonu3a (Peiie-
MOAOOHBIN CHHIAPOM). MEXIPUCTYIHBIA MEPUOJ] MPOTEKaeT OjaronpustHo, y 80% mnarueHToB
OTMEYAETCs] HOPMaJIbHOE HEPBHO-IICUXUYECKOE Ppa3BUTHE C IOJHBIM OTCYTCTBHEM JAPYTUX
Npu3HaKoB natoyioruu [ 15, 17, 48, 49].

Hedpuyum ayun-KoA decudpozerasvl JHCUPHBIX KUCIOM C 04eHb ONUHHOLU Y2lepOOHOU Yenbio

AyTOCOMHO-peIleCCHBHOE 3a0ojieBaHue, cBsizaHHOe ¢ Mytamusmu rena ACADVL,
Koaupytomero auuia-KoA npermaporeHas’y >KUPHBIX KHUCIOT C OY€Hb JUIMHHOM YIJIEpOIHOM
nensio (VLCAD).

[To cpokam moOsBIEHUS TEPBBIX MPU3HAKOB BBIICIAIOT TpuU (HOpMBI 3a00JCBaHMUS:
HEOHATAIBHYIO0, JCTCKYI0 W TOo31HI0. [Ipn HeoHaTtanpHON M JETCKOW (opmax pa3audaroT
CJIEMYIOIINE HECKOJBbKO KIMHNYecKuX Genorumnos [8, 13, 36, 37].

Haubonee pacnpoctpaneHHol ¢Gopmoii 3a0oneBaHus SIBISETCS TsDKenash MiaJeHdeckas gopma
(cepreuHast u moauopranHas popmMbl) ¢ paHHelH MaHH]ecTalel U BEICOKOM cMepTHOCTBIO. [Ipn

3TUX (QopMax OTMedYaeTcsi MOuYTH HyJeBas (epMeHTaTUBHAasT AKTUBHOCTb, a KIMHUYECKU
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OpeBaIMpyeT TMOpaXKeHHe cepaua B BuAe (TUnmepTpouyeck WM JWIATalMOHHON
KapJMOMHOIIATHH, HAPYIICHHS CEPACYHOTO PUTMA) M BBICOKOM JICTAJTbHOCTHIO HAa TIEPBOM TOJY
xm3Hu [123]; a Takke MBIMICYHON CNa0OCThI0 M TUNOTOHHEW Ha (OHE TUIepaMMOHUEMUH,
HEKETOTHUYECKOM/  I'MIIOKeTOTMYECKOM  TMNOIIMKeMMM M Jakrar-aumpgo3oMm.  Octpas
HEBpPOJIOTMYECKas CHUMITOMAaTHKa HpeCTaBieHa Jjerapruedl u Komoi. CHHIPOM BHE3alHOMN
CMEpTH MJaJIeHI]a B HEOHATAIbHBIM IMEPUOJA WIM HA TEPBOM TOJY >KM3HH XapaKTepeH s
nanHou opmer [131].

bosee nerkas gopma 3a0oseBaHMs ¢ TaKOW e paHHEH MaHH(ecTalueld IpoTeKaeT Kak
Peiie cunapoM. KiimHuka B BHJE OCTpBIX INPHUCTYNOB, CONPOBOXIAIOUIMXCSA PBOTOH, BSJIBIM
COCAaHMEM/OTKa30M OT NHINM, MBIIIEYHOH TUIIOTOHHMEH, Tunopeduiekcueil/ apedrekcuet,
TaXMITHO?, aITHO), JIETAPTUEH, KOMOW, pa3BUBAETCA KaK PEaklus Ha TOJOJAaHWE WM BUPYCHBIE
UHQEKIMH, PacCTPONUCTBA JKEJIyJOYHO-KMILIEUYHOTO TPaKTa, MPHUBOJAIIME K HEKETOTHYECKOH
runornukemMud. Ha  BeicoTe mpucTyna oOTMEYaeTcss METa0OJIMYeCKUil — J1aKTaT-aluios,
THIIEPYPUKEMUS, TeAaTOMET TN, MBIIIIeuHas c1abocTh. [IprcTynn MOKET MPUBECTH K BHE3AIMHOU
cMepTH. B psAne ciyd4aeB TUIOTIIMKEeMUYECKHE TPUCTYIBI COMPOBOXAAIOTCS CYAOpOTaMH,
yapeei, MUaJirued, MUOrIoOuHypHuel, MPOKCUMalIbHON MuonaTtued. DHuedaaonaTus MOXET
HaOJII0aThCs ke B OTCYTCTBHE I'€HEPaIM30BAHHBIX MeTaboymdyeckux pacctpoiict. Ilocne
MHOXECTBEHHBIX IPUCTYIIOB MOXXET pa3BUTbCS YMCTBEHHas OTcTaiocTb. HecmoTps Ha
OTHOCHUTENIBHYIO  JIETKOCTh KYMUPOBAHHS TPHCTYIIOB TPOTHO3 3a00JIEBaHUS  OCTAaeTCs
HEOMpEeeNIeHHBIM, TOTJa KaKk TMpH HEOHATAIFHOW KapAMOMHONATHYECKOH ¢dopme OH
HeOJaronpusTeH.

ITo3nusas ¢gopma (okono 15% ciydaeB) MaHH(ecTUPYET OOBIYHO HAa BTOPOM-TPETHEM
JECATUIIETUH )KU3HU HETIEPEHOCUMOCTBIO (DU3MYECKHUX HArpy30K, MHAITHEH, MUOTIIOONHYpHEN 1
nonséMoM KOK B orBer Ha (usnueckoe mnepeyroMieHHE U ToJoJ. MOXET pa3BUTHCS
Iporpeccupyronias NpokcuMaibHas Muonatus [38].

Heduyum  mumoxonopuanrvhoco mpughynkyuonarvrnoeo oeika (TFP)/medocmamounocmo
onunnoyenoueynou 3-OH ayun KoA oOecudpocenaszvt ocupnvix xuciom (LCHAD) /
Hedocmamournocms OnuHHoyenoueurou 3-kemo-KoA muonazvr (LCKAT).

MuroxonapuanbHeiii  TpudyHKIMOHANEHBIH Oenmok  (TFP) -  mynbTHdepMeHTHBIH
KOMILIEKC, cocToaummii u3 3 OenkoB. Haubonmee uacTto BcTpedaeTcss HEIOCTATOYHOCTD
nmuaHOoTienouedHo 3-OH amun KoA nermpporenassr xupHbix kucior (LCHAD), xpaiine
PEAKO HEAOCTATOYHOCTD JUTHHHOIIeTTouedHoi 3-keTo-KoA tnonaszer (LCKAT) [125].

Myrtanuu B 2 TeHax MPUBOIAT K JaHHOMY 3a0oneBanuto - HADHA, HADHB. Otu renst
KoaupyloT o u B cyopemunuubl TFP.  Myramuu B 3TUX TeHaX MOTYT TNPHUBOIUTH K

reHepaIn30BaHHON HEA0CTaTOYHOCTH | FP, BhI3bIBas €ro HECTAOUILHOCTH, a TAaK)KE€ MyTaIlud B
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reie HADHA sBisitorcs npudnHoi n3onupoBaHHo Henoctatounoctd LCHAD, a myranuu B
HADHB rene — nzonupoBanHoi HegocratouHoctu LCKAT.

Knuanyecknit  ¢enorun  m3onmpoBanHoi  HenmoctatouyHoctH LCHAD — mckimouynTenbHO
FeTEepPOreHeH, HAllOMUHAs [0 CBOMM HposBIeHHSAM HegoctatoyHocTh VLCAD. Takxke
KIIMHUYECKHEe  (PEHOTUNBl  YCIOBHO  MOAPA3NCISIIOTCS Ha  THKEIYI0  HEOHATaJbHYIO
Kapauomuonaruueckyro (opmy (1), dopmy, NperMMyIIECTBEHHO MpOTEKalomyro kak Peiie
cHHIpOM (2) B coOYeTaHMH C TOpaKEHHEeM Ie4yeHu, Jerkyio ¢opmy (3) c mo3aneit
MaHuecTale 1 NpeuMyIeCTBEHHBIM ITOPAKEHUEM CKEJIETHBIX MBI, Tedenue 3a0oieBaHus
octpoe (1) u mHTEpMUTHpYIOIIEe WU porpeaueHTHoe (2 u 3).

Knunnueckue nposiBiaeHust 00JIe3HU B HEOHATAJIbHOM IE€PHOJIE HAauOOoJee TSKENble, KakK
IPaBWIO MPUBOAIIME K JIETAIBHOMY HCXOJY: KapJUOMUONATHs, CTeaTo3 TIeNaTOLUTOB,
MBIILIEYHAS TUTIOTOHUS, HEHPOIATHUS M CETICUC-TI0I00HOE COCTOSIHUE.

B pannem pnerckom Bo3pacTe: XapakTepHa ocTpas Manudecrtanus (pBota, oOmas
MBIILIEYHAS] TUIOTOHUS, TOHUKO-KJIOHUYECKUE CYJOpPOTH, BAJIOCTb, COHJIUBOCTb, JbIXaTECJIbHbBIE
paccTpoiicTBa, KOMATO3HBIE COCTOSIHHS). Y MHOTHUX JIeTe HaOMIoJaeTcss CcouyeTaHue
rUNepTpoGUUECKOl KapAMOMHUOINATUH, TeNaTOMEraany, MBIIICYHON THUIOTOHHH M CJIa0OCTH.
[Tpu ayckynbTallMi cepjlia BBICTYUIMBAIOTCS TIyXHE TOHBI, pUTM Tajomna, Mpu HCCIeI0BaHUU
oOpamjaer BHHMMaHHE KapAUOMErajusi, TUIepTpodus JIEBOrO JKEIyA0YKa, HapylleHue
cucronnueckod ¢yHknuu. OmnucaHa Takke nepukapauanbHas 3¢dy3us. XapakrepHa
HEKETOTHYECKas/ TUIIOKETOTUYECKAasi TUIIOTIMKEMUS KaK peakiusl Ha rojlo/laHue.

Haubonee gacto BcTpeuaercst hopma 3ab0s1eBaHus ¢ BO3PACTOM Hauaia B MepBble 2 roja
*KU3HU (2 mHA — 2 rona.). Y OONBIIMHCTBA MAIIMEHTOB 3a0ofieBaHuEe MaHU(ecTHpyeT kak Peiie
cugapoMm. KiuHuka B BUAE OCTPBIX U, KaK MpaBWIO, MHOKECTBEHHBIX IPHUCTYIIOB,
COTIPOBOXIAIOITUXCS PBOTOM, BSUIBIM COCAHMEM/OTKA30M OT THIIM, MBIIICYHON TUIIOTOHUEH,
rernatroMerainuei, runopeduaexcueil/apeduexcueit, TaxunHod, neTaprued, KOMoH, pa3BUBaeTCs
KaK peaklysi Ha TOJI0JIaHNe WM BUPYCHble MH(EKIMH, pacCTPOHCTBA HKETYA0YHO-KUIIEYHOTO
TpakTa, TNPUBOJASIIME K HEKETOTHYECKON TumoriaukeMuu. Ilpuctym MoOXeT mnpuBecTH K
BHE3AaHOM CMEpPTH. Y HEKOTOPHIX MAlUEHTOB OTMEYAeTCsl MPOrpeIUEeHTHOE TeueHUe
3a00neBaHUg B BHJE NPOTpecCUpyIOllell KapAWOMHONATHUH, MBIIIEYHOH TUMNOTOHMU U
renaroMeraguy. Y BcexX MallMeHTOB BBISIBIISIETCA JaKTaT-alll03 U BbIcOKas akTUBHOCTh KDK.

B crapumiem Bo3pacte y HalMeHTOB MOTYT MOSBUTHCS MPHUCTYIBI MBIIIEYHBIX Oosei u
MUOTJIOOMHYpUH. Y HEKOTOPHIX MAalUMEeHTOB C TO3AHEeH MaHudecTanueld pa3BUBAETCS
KIMHUYeckas (opma 3abosieBaHus, cxoaHas ¢ MblmieyHoi ¢opmoit CPT 2 HenocTaTOYHOCTH.
Ora ¢opma MaHH(ecTUpYeT OOBIYHO Ha BTOPOM-TPEThEM JAECATHICTHM JKU3HU (HO MOXKET

MaHU(ECTUPOBAaTh ¥ paHbIIE) HEMEPEHOCUMOCThIO (PU3WYECKUX HArpy30K, MHAJTHEH,
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muornoounypueit u nogbéMom KOK B oTBeT Ha husmdeckoe nepeyromiaeHue u ronoj. OaHako,
JUIsL 3TUX IAMEHTOB XapaKTEpPHO COYETAaHUE JTOM KIMHUYECKOW CHMIITOMAaTHKU C
nepugepuyecKoil HeBporaTHel u TMCHyHKINEH TeYCHH.

[TopaxkeHne medeHu SBISIETCS ONHOM W3 HambOonee xapaktepHbix ueptr LCHAD
HEJOCTAaTOYHOCTH U MPEACTABICHO rernaTtoMeraiueil, CHHIPOMOM IIUTOIN3a, B PEAKUX CIydasX —
OCTPOM XOJIECTATUYECKOM IKEJITYXOM M IE€YEHOYHOM HEIOCTATOYHOCTBIO C MACCHBHBIM
TOTAIBHBIM HEKpo3oM miedeHu [13, 41]. V >xkeHIuH 4acto BO BpeMsi OEpEMEHHOCTH MOXKET
HaOmoaaThes xupoBas nuctpodus nedenu win HELLP - cunapowMm [16, 80].

Knununueckas xaptuna nedekra TFP oueHb cxojHa ¢ TakOBOH NMpU HEJOCTATOYHOCTHU
LCHAD, HO sBnsercss Ooiee TSAKEIOH M CONPOBOXKIACTCS PAHHUM JIETAIbHBIM HCXOJOM.
Hayano 3a0osieBaHus - B HEOHATAJIbHOM IE€PUOJIE: NPOTPECCUPYIOIIAsl MBbILIEUYHAs TUIIOTOHUS,
JeTaprusi, KOpMJICHHE 3aTPYAHEHO, IPOrPEeCcCUpyrolas cepieyHas HeI0CTaTOYHOCTh, CHHIAPOM
BHE3AIHON CMepTH MilafieHIa (B Bo3pacTe A0 2-X MecsieB). OdeHb Tshkenas reHepaain30BaHHas
HEOHaTajJbHasi TUIOTOHMS, KIMHUYECKH HEOTIIMYUMAas OT BpOXKICHHOW MHOIIATHH, Oblia
MaHU(PECTUPYIOMIMM CHMIITOMOM Yy 5 TAIWeHTOB. B omHOM ciydae oTMedanach IO3THSS
MaHudecTanus 3adonaeBanus (B 2,5 r) ¢ OTHOCUTENBHO MSTKUM UHTEPMUTTUPYIOUIIM TEUCHUEM.
YHUKaIbHBIA KIMHUYECKUH (EHOTUI OMUCaH y JOBYX MHAIMEHTOB ¢ MaHu(ecranueil B BUIE
MPOrPECCUPYIOLIEH XPOHUUECKON MOJIMHEMPONAaTHH U MUOIATUU B OTCYTCTBUE MATOJIOTMUYECKUX
VM3MEHEHUH CO CTOPOHBI IEYEHU U CEPJICYHON MBIIIIIHI.

I'nymaposas ayudypus 2-eo muna (Muodcecmeennwiii depuyum ayun-KoA decuopoeenas)

AyTOCOMHO-peliecCUBHOE 3a00JIeBaHHWE, TI'€HETHYECKH TeTepOreHHOE, CBSA3aHHOE C
mytanusamu reHoB ETF-B, ETF-A, ETF-DH, kotopsie komupytot anbda- u 6eta-cyObeAMHUIIBI
¢maBonporenHa, sBisomierocs mepeHocunkom snektpoHoB (ETF), m ETF-kodepment Q-
OKCHIOpeMyKTa3bl. Hapymenus QyHKIMH TH000r0 U3 5TUX ABYX (DIaBOIPOTEHHOB IIPUBOJUT K
HapYIICHUIO OKUCIICHUS )KUPHBIX KHCIIOT.

Brigensitor Heckonbko knuHudeckux ¢opm ['A2: 1) Tspkenyro HeoHaTanbHYI0 GOpMY C
BPOXKICHHBIMU aHOMATHUSAMU; 2) TSKEIYI0 HEOHaTadbHYI0 Gopmy 0€3 BpOKIECHHBIX aHOMAIUH;
3) markyro ¢GopMy WIM 3THIMAJOHOBYIO/aAUNHMHOBYIO anuayputo. Kpome Toro, paszmuyaror
pubodIaBUH-pE3UCTEHTHYIO U prOOGIaBUH-UYyBCTBUTENbHYIO GopMbl [13, 14].

[Ipu TspKenol HeoHaTandbHOUW (opMe ¢ BPOKICHHBIMH AHOMATHUSMH, Kak IPaBUIIO,
peOEHOK pOXKJIaeTcs HEJOHOIIEHHBIM. Y JeTed C TepBbIX JHEH KHU3HM pa3BHBAETCs
JIbIXaTeNbHbIE HApYIICHUS (TaXWUITHOD, allHO?), MBIIIEYHAsT THIOTOHUS, BSUIOCTh, COHJIMBOCTH
BIUIOTh JIO0 JIETapTU{, PBOTA, YBEJIMUYEHUE IEUEHU M CEeJe3€HKH, HEOOBIYHBIH 3amax MOYH
(«IOTHBIX HOTY), Tskenas aHeMus. UepTsl nuna au3mMophudecKkue, HaIOMUHAIOIINE TAaKOBBIC

npu cuHiapome lLlempBerepa: BBICOKHHN J100, TMIIEPTENOPU3M, THIIOIJIA3Us JIMIA 1O CpeaHei
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JMHUH, JUCIUIACTUYHBIE HU3KO IIOCAXKEHHBIE YIIHBIE PAKOBUHBI. XapaKTEpPHbl BPOXKICHHBIC
MOPOKU PA3BUTUSA: MBIIICYHbIE JCPEKThl TEepeaHell OpIOIIHONH CTEHKH, TUIOCTaIus,
MCKPUBJICHHE MOJOBOr0 WieHa, "cToma-kadaika". CMepTh B HEOHATAIbHBIN mepuoj (B MEPBYIO
HEJIEII0 KU3HU) Ha (DOHE JIeTapruu U KOMBI.

HeonaranpHas ¢opma 0e3 BpOXICHHBIX aHOMaJIMil, TakXke, KaKk W Mpeablaylas,
OTIIMYAeTCs paHHEW MaHudecTanued, TSKEIbBIM TCUCHUEM W HEPeIKo BelneT K rubdenu. Jletu
OTCTAalOT B TICHXOMOTOPHOM U (pr3MYecKOM pa3BUTHUH. XapaKTepHO pa3BuTHe Peiie-mogo6HOTO
CUHApOMa U Kapauomuomnatuu. TeueHue 3aboneBaHus MNPUCTYHooOpa3Hoe. B HEKOTOPHIX
ciydasix 00JIe3Hb IIPU OTCYTCTBUU SBHBIX KIMHUYECKHUX MPOSIBICHUNH MOXET SBUTHCSA MPUUHMHON
BHE3AITHOM I€TCKOM CMEpPTH B paHHEM Bo3pacTte [6].

[Mo3oasst gopma oTimyaercs Oojee JerkuMm TedeHreM. OCHOBHBIMU KIIMHHYECKUMHU
MpU3HAKaMU SBIISIOTCA: TOIIHOTA, PBOTA, YBETUUYECHUE MTEYCHH, JKEITYyXa, MbIIIeYHas c1adoCTh U
TUIIOTOHMS. YMCTBEHHOE pa3BuTHe He cTpafaeT. [Ipu mo3nneit dopme 3a0oneBaHusl MPUCTYIIBI
TUIOKETOTUYECKON TUIOMIMKEMUM IPOTEKAIOT HETSKENIO0, OOBIYHO HE CONPOBOXKIAOTCS
METa0O0JIMYECKUM allU030M U THIIEPAMMOHHEMHUEH.

Y dYacTh TANUEHTOB HaONIONaeTcs yIAydlleHHEe COCTOSHUSA TMpH  Ha3HAuYCHUU
pubodnaBuHa. buoxumuueckue ™apkeppl ['A2 MOryT coBmajatb C H3MEHEHUSAMH,
BBISBIISIEMBIMU TIpU AedekTe TpaHcmopTepa puboduaBuHa. Ita GopmMa KIMHUYECKH CXOAHA C
['A2 u nposBisieTcss OCTPHIM T€UEHHWEM Ha TIEPBOM TOAY JKM3HU B BUJIE TSKEIOW MBIIICUHON
TUIIOTOHUM W CTPUIOpa M XapaKTepU3YeTCs IIOJHBIM BBI3JIOPOBICHUEM IpU Ha3HAYEHUU
TepaneBTUYECKUX 103 pruOodIaBuHA.

BropuyHble HapylmieHHs] MHTOXOHAPHAILHOIO [P-OKUCJIEHHUS KUPHBIX KHCJIOT/

cxoanblie ¢ 'A2 npyrue HacjieicTBeHHbIE 3200/1eBAHUSA

H3BecTHBI pAx  HACICACTBCHHBIX 38.60.]'[6B8.HPII>1, IIpu  KOTOPBIX Ha6J'IIOI[aeTC$I HN3MCHCHUC

AIWIKaPHUTUHOB, CXOJIHBIE C HAPYILIEHUSMHU B-OKUCICHUS KUPHBIX KUCIIOT.
JMeduuut nepenocunka pudodiaBuna

Cunnpom bpayna-Buanerro-Ban Jlaspa (BVVL) (MIM211530) - penkoe HEBpOJIOTHUECKOE
3a0oJieBaHNE, KOTOPOE MPOSBISETCS HEHPOCEHCOPHOM TYroyXOCTbhl0, OyJIb0apHBIM MapaTudoM
U JBIXaTeNbHBIMA HapylIeHUsIMH. Bo3pact Havyama BapbUpyeT OT MIIaJIEHYECTBA 10 B3POCIOTO
[124]. Knuauueckue npuszHakd u cuMmntoMbl BVVL cxomubel ¢ Oose3nbto Darmo-JIonae
(MIM211500), koTopoe mepBOHAYATBLHO pacCMATPUBAIACH KaK OTAeNbHAs (Gopma, HO Terephb
U3BECTHO, YTO 3TO ayuienbHbli BapuanT BVVL [124]. K naHHBIM 3a00ie€BaHHSM TPUBOJIST
mytaruu B rene SLC52A3, xotopelit koaupyer nepenocurk pudodiasuna (RFVT3), win B

rene SLC52A2, xoxupyiieM JApyroi mepeHocuuk pubodraBHHA IIa3MAaTHYECKOM MeMOpaHbI
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(RFVT2). Kilunndeckue mposiBieHust y manueHToB ¢ jgepumurom RFVT2 u RFVT3
MPAKTUYECKU HEOTIIMYMMBI. Y MHOTUX IMALMEHTOB C 3TOW MMATOJIOTUEN BBISIBISIOT U3MEHECHHBIN

npoduiIb alMIKApHUTUHOB B KPOBH, cXoHbId ¢ ['A2 [125].

Hns  Tepanum cunapoma bpayna-Buanerro-Bam Jlaspa u  Oomesnn  @anmo-Jlonaa
BbICOKO3()(hekTHBEeH pruOOGIaBUH B BBICOKHX J103aX, YTO TpeOyeT MPOBEACHUS HCCIEIOBAHUI

Ut muddepeHIManbHON TUarHOCTUKY JaHHBIX HapymeHui ¢ ['A2.
HMedpunutr FAD-cunTassl (FADS)

Hedunur FAD-cuntassl (FADS) Obut BrepBeie omucan B 2016 romy B 7 HEpPOACTBEHHBIX
CEMBSIX, C HEBPOJOTMYECKUMH MPOSBICHUSIMU U OMOXMMUYECKUM MPO(dUIIEeM, YKa3bIBAIOIIUM Ha

['A2 [126]. IIpu neueHus 5TOM NATOJOTHU TAK)KE MPUMEHSIOT puOOdIaBHH.
JepuuuT MUTOXOHAPUAIBLHOTO NepeHocuuka FAD

B 2016 romy Obu1 omucan AeGUIMT MHUTOXOHIpHATIbHOrO npeHocunka FAD y 14-netneit
JICBOYKH C HEMEPEHOCUMOCThIO (H3MYeCKUX Harpy3ok [127]. JlabopaTopHbie HCCIICIOBaHHS
BBISIBIIIM TIpOoGuib, moxokuid Ha ['A2. beimn BeisiBiaeHsl myTanuu B reHe SLC25A32, koTopblit
KOAUpyeT O€lOK M3 CeMEHCTBAa  TPaHCIPOTEPOB, ( MHTOXOHIIPHATBHOTO TEPEHOCUYUKA
FAD). B 2017 roay ObL1 OmucaH BTOPOM MAIMEHT C JIaHHBIM HApYIICHHEM, HO Oojiee TsHKemoit
KIMHAYECKOW KapTHHOW (arakcusi, [AW3apTpHs, MHOKIOHYC, MBbIIIEYHas CIaboCTh U
HEMEepeHOCUMOCThIO (PU3NUECKUX Harpy3ok). COCTOsSHUE MalMeHTa YIyqIIHIoCh IOocie MpueMa

pubodnaBuna [128].

Huddepenunanshas quarnoctuka FAOD npoBoauTCs ¢ MUPOKOM KPYroM 3a00jieBaHui
HACJICJICTBEHHONH M DK30T€HHOW IMPHPOJBI: MUTOXOHAPHAIBHBIMU OOJIE3HSMH, CBSI3aHHBIMHU C
nedexramu JBIXaTETbHOM HEeTH MHUTOXOH/IPHA, HaCIIe/ICTBEHHBIMHU dopmamu
TUNEePTpOPUUECKUX KapIMOMUONATUH, HapyIIEeHUsIMH OOMEHa YIJIEeBOJOB, MHUONATHIMH,
OpPraHUYeCKUMH alluypPUsIMUA U HAPYIICHUSMH LIUKJIA MOYEBUHBI.

Cnenyer mpoBoauTh audPepeHIUAIbHYI0O  AHATHOCTUKY C  THIOKCHYECKUMU
MOpPOKEHUSIMA ~ HEPBHOM  CHCTEMBI, BHYTPUYTPOOHBIMH  HWHQEKIMSIMHA, a TaKkKe C

KapAMOMUONATUAMH, TeaTUTaMU pa3InyHOro nmpoucxoxaenus [4,9,10,11].
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2. IluarHocTuKa 3200/ eBaHNS WIN COCTOSIHUSA (Tpynnbl 3200/1eBAHNIA HJIH

COCTOHHHﬁ), MEIUIMNHCKHUE ITOKAa3aHUA ! IIPOTUBOINOKA3AHUA K IPUMECHCHHUIO

METOJ0B JHATHOCTUKH

HI/IaFHOS YCTaHABJIMBA€TCAd Ha OCHOBAaHHUHW COBOKYIIHOCTH KIMHHYECKHUX JaHHBIX,

pe3ypTaToB JabOpaTOPHOIo MccieaoBanus [5, 7].

2.1 ’Kaa00bLl 1 aHAMHE3

[lpu cOope aHamHe3a W KajloO PEKOMEHIOBAHO OOpATUTh BHHMAHHE Ha CICAYIOIIUC

JKaJI0OBI M aHAMHECTHYECKHE COOBITHA:

OTsromeHHbIl ceMENWHbI aHaMHe3 (CXOJHbIE CUMITOMBI Y POAHBIX OpaTbeB U
cecTep npobdana, OJIM3KOPOICTBEHHBIN OpaK);

Ciydyau BHE3aIrHOM JETCKOM CMEPTH;

HELLP - cunzpom wmnm xupoBasi IucTpous NEUYEHU Yy >KEHIIUHBI BO BpeMs
OCpEMEHHOCTH;

PBota (B mo6oM Bo3pacte);

Cynoporu (B 1000M BO3pacTe);

N3menenue nieta Moun (KpacHOBaTo-0Oypas Mova) (B 1:000M BO3pacTe);
Onu30/pl HapYIIEHUS CO3HAHUS (B J1I0OOM BO3pACTE);

Onu30/1bl HAPYIIEHUH cepJIeuHOro pUuTMa (B J1F000M BO3pacTe);
HenepenocumocTs  (u3nueckoil Harpy3ku (B3pocible M J€TH CTapIlero
BO3pacTa);

MBpimeynsle 007 (B3pocible U JETH CTapIIero Bo3pacTa);

BricTpas yromisiemocTs (B3pocible U IETH CTapIIEro BO3pacTa);

9HI/I3OI[BI TUIIOIJIMKEMHHN B aHAMHE3€.

2KanoObl 1 aHaMHE3 TaK»Ke OIMCAHBI B pasaciic «KKIMHUYICCKas KapTUHa».

2.2 duzukajbHoe 00Cae10BAHUE

FAQOD:

[Ipu ocMoTpe He0OX0MMO 0OpaTUTh BHUMaHHE HA OCHOBHBIE KIIMHUYECKUE MPOSBICHUS

- COHIIMBOCTB, BSIIIOCTb,
- Hapyenus co3nanus;
- Cynoporwy;

— MpliieuHas runoOTOHHUS,

- MeImieuHast ¢i1aboCThb;
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— bosi B MpIIIIax npu najabnanuy,
— YBenuueHue pa3MepoB MEYEHU;
— Hapymenue cepeunoro purma,
- [Ipu3Haku cepaeyHOil HEJOCTATOYHOCTH.
[TonpoOHO nmaHHBIE (U3MKAIBLHOTO OOCIIEOBAHMS OMKMCAHBI B pa3felie «KIMHUYESCKas

KapTHHAY.

2.3 JIaGopaTopHbIe THATHOCTHYECKHE HCCAe10BAHUS

OcHOBHBIE JTA0OpAaTOPHBIE METOIBI MOATBepkAeHHs nuarHoza FAOD BxiodaroT
olpeneNieHne aIIKapHUTUHOB MeTogoM TMC, aHaim3 OpraHuYecKuX KUCIOT MOYH U
MOJICKYJISIPHO-TEHETHYECKHUE HCCIECIOBAHUS TE€HOB, OTBETCTBEHHBIX 32 [-OKHUCICHHE >KHUPHBIX
KHUCIIOT, METa0ONu3M M TPAaHCIOPT KapHUTHUHA. JlaHHBIE HCCIEAOBaHUSA TMPOBOJAATCA B
CHEIMAIM3UPOBAHHBIX T€HETUUECKUX JTA00PaTOPHSIX.

PexoMeHI0BaHO ONpCICICHUE AlNWJIKAPHUTHHOB B IISITHAX KPOBH, BBICYNICHHBIX Ha
¢unsTpoBasibHOU Oymare (¢uiabTp Ne903) BceM mNanMeHTaMm ¢ KIMHUYECKUMHU CHUMIITOMaMH,
xapaktepusiMu 1151 FAOD [6-8].

YpoBeHb yoeIUTEJILHOCTH 10KA3aTeJILCTB A (YPOBEHb J0CTOBEPHOCTH PEKOMEHIAIUN — 2).
Kommenrtapuu: /[ xkaxcoou uz gopm FAOD xapaxmepen ceoti cnekmp ayuikapHumuHos,
npunodicenue 13. Husxuil yposenb c60000H020 KAPHUMUHA MAKAHCE MOHCEM HADII00aAMbCs NPU
paoe 3abonesanuti uz epynnvt FAOD. Crnedyem ommemums, umo, eciu yposenv c60600H020
KAPHUMUHA HU3KUL, NOGbIUEHUE CNeYUPDUUECKUX aYUIKAPHUMUHO8 O)y0em He 8blpaAdiCeHHbIM U
9MO MOJCem Npueecmu K JIOHCHOOMPUYAMENIbHbIM pe3yibmamam ananusa. Ilpu eviasnenuu
npouns  ayuIKapHumunos,  xapakmeproeo o I'A2  Heobxooumo  npogooums
oughghepenyuanvuyro ouacHocmuxy ¢ oeghexmamu memaborusma pudoghrasuna (cm. Pazoen
Knunuueckas kapmuna 3a601e8aHust uiu COCMOAHUSA).

IIpasuna 3abopa kposu na unbmp npusedena é npunodxceruu I'4.

o PexomMeHna0BaHo BceM MalMEHTaM C KIMHUYECKHMMH CHUMITOMAaMU XapaKTEPHBIMU IS
FAOD omnpenenenne cojep)KaHUs OPraHUYSCKUX KHCIOT B MOYEe METOJIOM Ta30BOM
xpomarorpadun Macc-CIeKTPOMETPHH Il WCKIIOYSHHs Jpyrux 3a0ojieBaHHWiA W3 Kiacca
HACJICJICTBEHHBIX O0JIe3HEeH oOMeHa BemecTB U quarHocTuku ['A2 [6,13].

YpoBeHb yoenuteqasHOCTH J0Ka3aTebecTB C (YPOBEHD J0CTOBEPHOCTH PEKOMEHIAIUH — 2).
Kommenrapun: B moue y nayuenmos ¢ FAOD moeym nosviuwamvcs konyemmpayuu
OUKapOOHOBLIX KUCIOM, JIAKMAamad, 21ymaposoi KUCIOmbl N0 CPABHEHUI0 C peghepeHCHuIMU
3HaueHuAMU. B Gonbuwuncmee ciyuaee smu usmeHenus Hecneyugpuunol, 3a uckioyeHuem 1'A2

(npunooicenue I'4).
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o PexoMeHn10BaHO BceM TMAIMEeHTAaM TMPH BBIIBICHUM OWOXUMHUYECKUX HW3MEHEHUH,
cBuaeTenscTByOmUX B mnonbdy FAOD  wuccnenoBaHue COOTBETCTBYIOIIMX T'€HOB IS
MOJITBEPK/ICHUS IMAarHO3a U MTPOBECHUS MEIUKO-TeHETUYECKOT0 KOHCYJIbTUPOBAHUS ceMbH [9].
YpoBeHDb yOeIUTEeILHOCTH 10KA3aTeJILCTB B (YpOBeHB 10CTOBEPHOCTH peKOMEHAANMH — 2).
Kommenrtapuii: Hogvle 6apuanmul Heuzsecmuoco 3HaueHus, mpeoyrom @yHKYUOHATbHBIX
uccnedosanull, Hanpumep, Ha Kyibmype KOICHbIX Guopobaracmos, umobvl YCMaHOBUMD,
ABNAIOMCA IU OHU NPUYUHOU 3a001€8AHUSL.

o PexomeHg0BaHO BcCeM TMalMEHTaM C KIMHUYECKUMU W/WIK OUOXMMHUYECKUMU
npuzHakamu FAOD oOmmii  (KJIMHMYECKHi) aHadu3 KPOBU Pa3BEPHYTHIM (TeMOTIO0HWH,
KOJIMYECTBO DJPHUTPOLIUTOB, IBETOBOH IIOKa3aTeNb, KOJIMYECTBO JIEHKOIIUTOB, TPOMOOILIUTOB,
JekoruTapHas (opMyla M CKOPOCTh OCEJaHUsl SPUTPOLUTOB) JUIS OLEHKH OCHOBHBIX
napaMeTpOB KPOBETBOPEHUSI U HAJTMYKS BOCIIATUTENBHBIX Mpoiieccos [1, 2, 5].

YpoBeHb yoenuTeIbHOCTH T0Ka3aTebeTB C (YPOBEHD JOCTOBEPHOCTH peKoMeHaauu — 4).
o PexomeHI0BaHO BCEM TMalMEHTaAM C KIMHUYECKUMU W/WIK OUOXMMUYECKUMU
npusHakamu FAOD mpoBenenne aHanmm3a KpOBH OHOXMMHUYECKOTO OOIIETEPANIEBTUYECKOTO
(comepkaHme TIIOKO3BI, 00IIeT0 Oenka, OenKoBBIX (hpakiui, anbOymuH, C-peakTHBHOTO OeiKa,
oOurero 6mnupyOouHa u ero Gpakiuy, XolIecTepruHa, TPUTITULEPUIOB, JTUOTPOTEHIOB HU3KOU U
BBICOKOM IUIOTHOCTHU (MCCIIEZIOBAaHHE YPOBHS JIMIIONPOTEMHOB B KPOBH), LIETOYHON (ocdaTassl,
KpeaTMHHHA, MOYEBHMHBI, MOUYEBOM KHCJIOTHI, aMMOHUS, anaHuHaMuHoTpaHcdepaszsl (AJIT),
acrapTaTaMuHOTpaHc(epass (ACT), raMmmarJIiroTaMuiITpancgepasbl (I'TT),
kpeatuHpocokunazsl  (KDK), HccnegoBanue  ypOBHS/aKTUBHOCTH  H30(EPMEHTOB
KpEeaTUHKUHA3bl B KPOBH, JakTaTAeruaporenasa (JIJII'), xanplus oOLero u HOHU3UPOBAHHOTO,
HaTpHs, Kanus, HeopraHuueckoro Qocdopa, xenesa, GpeppuTHHA, MarHus, XJopa, MOJOYHOH
KUCIIOTBI), MHCYJIMHA, MOKa3aTelell KUCIOTHO-OCHOBHOTO paBHoBecus (MccienoBaHue ypoBHSI
Oy(depHbIX BemiecTB B KpoBH, lccrnemoBanue ypoBHs BOAOpOIHBIX HOHOB (pH) KpoBm),
UCCJIEIOBAaHUE YPOBHS MOJIOYHOW KHCJIOTHI B KPOBH (JIaKTaTa) C IEIbI0 OLIEHKH COCTOSHHS
NeYeHH, MoYeK, OaaHca BaXKHEHIINX HYTPUEHTOB MPU JUETOTEpaNuH, KalbliueBo-(pochopHOro
oOMeHa a TakxKe JUIs OI[CHKH PUCKa MeTaboIn4YecKoit nekommencanuu [12, 132].

YpoBenb yoenuTebHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PeKOMeHIauu — 4).
Kommenrapum: y nayuenmos ¢ FAOD u maubonee 3nauumo 6 nepuoo memadonuueckoi
0EeKOMNeHCayuu NO8bIULAEMCs YPOBEHb  MPAHCAMUHA3, KPeamUuH@oc@hoKuHassl, Habaooaemcs
euno2nukemusi u Mmemaboaudeckui ayuoos. Ilepeuenb ocHoOBHBIX 1aOOPAMOPHBIX UCCIE008AHUI,
Komopbvie MO2ym NOMOYb 6 OKA3AHUU MEeOUYUHCKOU NOMOWU NpU COCMOAHUU OCMPOU

Memabonuveckou dekomneHcayuu, npusedensl 8 npunoxcenuu I 18.
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e PexoMenayercsi ompeaencHue 1a00OpaTOPHBIX TMOKa3arenedl (KUCIOTHO-MIEIIOYHOTO
cocrosiHusl kKpoBH (MccienoBanue ypoBHsi OydepHbIX BellecTB B KpoBH, VccnenoBanue
YpOBHSI BOAOPOIHBIX HOHOB (pH) KpoBH), HcciaenoBaHUE YPOBHS MOJIOUYHOM KUCIIOTHI B
KpPOBH (JIaKTaTa), TJIIOK03a, JJICKTPOJIUTHI (Kalui, HATPUH, KaablIMid HOHHU3UPOBAHHBIMH,
XJIOP) B TEpPUOA W TPU TOMO3PCHHH HA METa0OIMYSCKUN KpU3 MalUeHTaM C
KIMHUYECKUMH W/uiu  Ouoxumuyeckumu mnpuszHakamu FAOD ¢ wenpio  OLIEHKH
COCTOSIHHS M CBOCBPEMEHHOM KoppeKuuu Tepanuu [12, 132].

YpoBeHb yoenuTebHOCTH 10Ka3aTebeTB C (YPOBEHD I0CTOBEPHOCTH PeKOMEH 1Al — 3).
o PexomeHg0BaHO BCeM TMalMEHTaM C KIMHUYECKUMU W/WIK OUOXMUMHUYECKUMU
npu3HakaMu FAOD o0muii (KIMHUYECKUIT) aHAJIM3 MOYH, OINpEJesieHHEe KETOHOBBIX Tell IS
OILIEHKH COCTOSIHUSI MOYEBBIBOIAIINX MyTel u mouek [1, 2, 5].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTesibeTB C (YPOBEHDb 10CTOBEPHOCTH PEKOMEHIAIUN — 2).
KomMeHTapuu: 6 cgia3u ¢ 6blCOKUM PUCKOM pa3eumus UHMEPKYPPEHMHbIX UH@eKyull y
nayuenmos ¢ FAOD  pexomenoyemcs nposedenue 0annoeo ucciedosanus e pexce 5 pas 6 200
o Pexomenayercsi BceM TallMeHTaM C TAaTOJOTHEH CepAeYHO-COCYIUCTOW CHUCTEMBI
UCCIICIOBaHMSI ypOBHS N-TepMUHAIBHOTO (hparMeHTa HATPUUYPETUYECKOTO MPOTENTHIA
Mo3roBoro (NT-proBNP) B KkpoBu Isi CBOEBPEMCHHOW JIMATHOCTHUKH  CEPJCYHOMN
HEJAOCTaTOYHOCTH,  Au(depeHnnaIbHol  JUArHOCTUKKA € OJBIIIKOW,  BBI3BAHHOMN
peCIpaTOPHBIMH HapYIICHUSIMH, JUIS  PEHICHHWS BONPOCOB O  CTapTe/KOPPEKITUU
KapauoTpoIHo# Tepanuu [133].

YpoBeHb yoenuTeqbHOCTH 10Ka3aTesibcTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAIUHT — 2).

2.4 NHCTpYMEHTAJIbHBIE TMATHOCTHYECKHE MCCIIEI0BAHMS

o PexoMeHI0BaHO BceM TMAalMEHTaM C KIMHUYECKMMHM W/MIM  OMOXUMHYECKUMHU
npuzHakamMu FAOD mposenenne DKI™ u OxoKI™ mist orleHKH cOCTOSIHHS cepia, Py HATUIAN
HapyYIICHNH PUTMA U MPOBOJMMOCTH MPOBEICHHE XOATepOBCKOro MorutopupoBanus IKI' [97,
109, 129].

YpoBeHb yoenuteasHOCTH J0Ka3aTebecTB C (YPOBEHb 10CTOBEPHOCTH PEKOMEHIAINH — 2).
KommenTapuu: pecynsapnoe nposedenue IOKI, Oxo-KI, neobxooumo nayuenmam OaHHOU
namono2uel, Max KAk ¢ PAHHe20 B03pACMA ) HUX OMMeualomcs CepoeuHOo-CcoCyOucmole
HApYUWEeHUA.

B coomsemcmeuu ¢ [lpuxazom Munzopasa Poccuu 13 okmsaopsa 2017 2 Ne 804u om «O6
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ymeepacoeHuu HOMEHKIamypbl MEOUYUHCKUX yemyen: MOHUMOPUPOBAHUE
nekmpoxapouozpaguueckux OanHvix, Xoimeposckoe MOHUMOPUPOBAHUE CEPOEYHO20 PUMMA,
pacuugposka, onucanue u UHMepnpemayisi I1eKmpoKapouocpapuyecKux OaHHuIx,

Pecucmpayus snekmpokapouocpammoi.

e PexoMeHI0BaHO BCeM TalMeHTaM C KIMHUYECKUMH W/WIK  OHOXMMHYECKUMHU
npusznakamu FAOD ynbeTpasBykoBoro uccienopanus (Y3UW) opranoB OprOIIHON TOJOCTH
U TOYEK IS UCKITFOUCHUsI/TIOATBEPIKICHHS TATOIOT MU TieueHu U movek [9, 12, 13, 15].
YpoBeHb yoenuTebHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAIUH — 2).
o PexomenaoBaHno BCEM TAIMCHTaM C KIMHWUYECKUMHU W/WIN OHOXHUMHYECKUMU
npu3HakamMu FAOD nipoBenieHue UCCIIEIOBAaHUS  COCTOSIHUS TJIQ3HOTO JHA C IEJIBIO BBISBIICHHS
MMUTMEHTHOM AereHepanuu ceryarku [1, 2, 5].

YpoBeHb yoeIUTEJILHOCTH 10KA3aTeJILCTB B (YpOBeHb 10CTOBEPHOCTH PeKOMEHAAMH — 2).

2.5 UHble THATHOCTHYECKHE MCCAeT0BAHUSA

KoHcysbTanuu CrenuaiucToB MOTYT OKa3bIBaThCsS MAIlMEHTaM Ha pa3HbIX 3Talax OKa3aHUs
MEIUIIMHCKOMN TTOMOIIH, B TOM YKCJIE B IIEPUO]T THATHOCTHKH 3a00JICBaHMUS.

o PexoMeHayIOTCSl TP TOCTAHOBKE JWArHo3a MaldeHTaM ¢ KIMHAYECKUMHU W/UIH
onoxumuueckumu mpusHakaMu FAOD mpuMeHSATh MYJIbTHIUCIMILIMHAPHBIA TOIXOA B BUAY
TOTO, YTO 3a0O0JICBaHUsS XaPAKTEPU3YIOTCS MOPAKCHUEM MHOTHX OPraHOB M CHUCTEM, TpeOyer
KOMIUIEKCHOW TepanuH, 4YTO JIUKTYeT HEOOXOJAMMOCTh COBMECTHOTO BEICHUS MAI[MeHTA
creUancTaMy pa3HbIX mpoduieii [12,13, 15].

YpoBeHb yoenuTeabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
KoMMeHTapuu: noxazanvl nepeuyHvle KOHCYIbMAYUuu U NOSMOPHbIe KOHCYIbMAayuu epayd-
2eHemuKa, gpaua-opmanvmonoza, gpaua-rHesponoza, 8pava-ouemonoea, epaya-
2aCMpodIHmMeEPoNoed, 8pPauA-3HOOKPUHON02A, BPAUA-KAPOUOLO2d, 8PAUA-0eMCKO20 Kapouonioad,
epaua-nwegpponoea, epaua-neouampalspava-mepaneema/spava obwel NpaKmuku (cemeiuHozo
epaua), a maxaice epaveil opyeux cneyuarviocmeti nayuenmam ¢ FAOD, umerowum napywenus

@yHKYULL coomeemcmayouwux oOpearos u cucmem
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3. Jleuenne, BKJIIOYASI METUKAMEHTO3HYI0 H HEMEIUKAMEHTO3HYI0 Tepanum,
AHETOTEepPanuIo, 00e300/1UBaHNe, MEAUIUHCKHE OKA3AHUS U

IMPOTHBOIIOKA3aHUA K IPUMCHCHUIO METO/0B JICUCHHUA

3.1 O0mme pekoMeHIANUH 10 AHeToTepanuu namueuros ¢ FAOD

Crparerust neueHust manueHToB ¢ FAOD HOCHT KOMIUIEKCHBIH XapakTep, B €ro OCHOBE
JISKUT KOPPEKIHSI METa0OIUYECKIX HAPYIICHHUN MOCPEICTBOM JIUEThI, KOTOpAs 3aKJIFOYaeTCs B
CHW)KCHHU TIOTPEOJICHUS] THINEBBIX XHUPOB B KAa4eCTBE PE3EPBHOM COCTABISIONIEH TKAHEBOM
OMOPHEPTeTHKH, MUHUMH3AIMHA KaTa0OoIM3Ma KUPHBIX KUCJIOT M YMEHBIICHHH UX 3HAYUMOCTH
JUTS. BOCIIOJTHEHHSI SHEPro3aTpar KIETKU ¢ 00eCreueHHeM HOPMaJIbHBIX MPOIECCOB aHA00IM3MA,
pocta W HYTPUTHBHOTO craryca. [JaBHas 3agaya AMETOTEpANMd — OTO MNPOQUIAKTHKA
TOJIOJIAaHUS, TPEAYNPEKJACHUE THUIOTIMKEMUN W MHUHUMAIBHO JIOMTYCTUMOE CHIDKEHHUE
MOCTYIUICHUS C MUIICH AaTOreHETHYSCKH 3HAYUMBIX KHPHBIX KHCIIOT H UX UCTOYHHUKOB.

[TocryreHne JOCTATOUHOM SHEPTHH 32 CUET YIIICBOJIOB SIBJISICTCS KIIFOUEBHIM MOMEHTOM
B jauerorepanuu FAOD. Ilpoumecc anabonm3ma MOJABISAET OKHUCICHHWE J>KUPHBIX KHUCIOT M
CHW)XKAeT YPOBEHb ITUPKYIUPYIONINX AIMJIKAPHUTHHOB. PacdeT KaJIOpHITHOCTH MUTAHUS JOJKCH
o0ecrieurBaTh aJIeKBaTHOE MOCTYIUICHHE SHEPTUH, MPEISTCTBYS KaTabOJIU3My, U B TO )K€ BPeMsI
HE MPUBOAUTHL K TEpEeKapMIIMBaHHUIO M K MaTojiornyeckoil mpubaBke Beca. [lo pesynpTaram
IIPOBEJCHHBIX HccienoBaHuil y nanneHToB ¢ FAOD Obuir oTMeUeHbI CaeayIoe 0COOEHHOCTH
merabonusma [81]:

- OoJlee HU3KHE YHEPro3aTPaThI;

- IPEUMYIIECTBEHHOE OKUCIIEHUE YTJIEBOAOB JUIS MONTYYCHUS SHEPTUH;

- HU3Kas MBIIIEYHAsi Macca Tena U OO0JIbIIast )KUPOBasi Macca Tela.

. Pexomennyeresi m3berath IMTENBHOrO ronofaHus BceM manueHtaM ¢ FAOD pns
NPEIOTBPAICHHS Pa3BUTHS METa0OIMUECKUX Kpu3oB [11-14].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIauu — 3).
Kommenrapuii: 6 npunoocenuu 'S cymmuposansvi pekomeHOayuu no npoooadcumenrbHOCmu
nepuooos 2o0100anus 8 coomeemcmeuu ¢ 6o3pacmom.  OOHAKO YKa3aHHble 3HAYEHUS
NPUMEHUMbl K 300pO8bIM  O0emsaM U CMAOUTbHLIM — COCMOSHUAM, K020d 6 YCIOBUSX
HOPMOKANIOPULIHO20 ~NUMAHUSL  OHEeBHble 3aNacbl  2IUKO2eHd UCHONL3YVIOMCSA 6 Nepuoo
APOOONIHCUMENILHO20 HOUHO20 20]100aHUs Ol NPOOYKyuu 21ioko3vl. Heobxooumo yuumwsieams
UHOUBUOYATIbHBIE OCOOEHHOCMU pebeHKa, O/ HeKOMOPbIX NAYUeHmos mpedyIomcs MeHbliue
UHMEPBATbL MENCOY NpUEMaMU MUY OJisk COXPAHEHUsL CMAOUTbHO20 COCTNOSHUSL.

Hauunas ¢ 6—12 mecayes, ¢ yenvto npedomspaujenus Kamaboausma 6 HOYHOU nepuood, MON*CHO

dasamv neped CHom KyKypy3Huiil kpaxman (1 2/ ke /Oenv (pazeedenue kpaxmana 6 O0emcKou
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cmecu unu 6 6oode 1:2), npu peeucmpayuu 2unO2IUKEMUU 6 HOUHbIE YACbl BO3MONCHO
O0ononHumenvHoe 68edeHue Kpaxmaia 6 mou e 003e) 0N obecneueHuss NOCHYNJIeHUs
a0eKeamHou SHepauu 6 meyeHue HOYU, OAHHAs MAKMUKA OObIYHO UCHONb3YEeMCs MONbKO Y
NayueHmos ¢ mANcenblM meyeHuem 3a001e8aHus, CKIOHHbIX K unoziukemuu. B npunoscenuu 16
npuBedeHvl CPeOHeCymounble HOPMbL PUUOI0SULEeCKUX nompebHoCcmell 8 IHepeul OJisl Oemell.

. PexoMeH10BaHO Ha3HayYeHHE gueToTepanuu BceM mnamueHTam ¢ FAOD  (kpome
MCADD, SCADD, cucteMHOl HEIOCTAaTOYHOCTH KApHHUTHHA) MOCJIE YCTAHOBJICHHS TOYHOTO
JIMarHO3a C I[ENbI0 CHIKCHUS PHCKOB BO3HHKHOBEHHSI METAa0OIMYECKOW JekomrieHcaruu [11-
14].

YpoBeHb yoequTeILHOCTH 10Ka3aTe)IbcTB C (YPOBEHDb 10CTOBEPHOCTH PEKOMEHIAINN — 2).
KomMmenTapuu: 6 3asucumocmu om ¢opmel 3a001€6aHUS PEKOMEHOYIOMC DA3Hble CXeMbl
nevenus. B npunoowcenuu I'7 npusedenvl 0cHOBHblE peKOMEHOAYUU NO COOMHOWEHUIO HCUPOS U

yeneeo0os 6 oueme.

3.1.1 Jleuenue nanuenToB ¢ FAOD B nepuoa HHTEPKVPPEHTHLIX NHbeKImii

VY nauuentoB ¢ FAOD snu3onpl MmeTabonnyeckoil JeKOMIIEHCAUd MOTYT HaOMI01aThCs
NPY UHTEPKYPPEHTHBIX 3a00JICBAHUSAX, TACTPOIHTEPHTE.
o PexoMenayercsi moepkuBaTh BBHICOKOE MOTPEOJIEHHE YIIIEBOJOB BO BpeMs JHO00T0
MeTa0oIruecKkoro crpecca BceM mnamueHTam ¢ FAOD nmns mpenoTBpamieHus pa3BHTHS
Merabonuaeckoro kpusa [110].
Kommenrapum: nanumku c 20-25% pacmeopom oOekcmposvl unu KyKypy3HO20 Kpaxmana
(kyxypysuolil kpaxman - nayuenmam cmapuie 8 Mecayes HCusHu 6 pazoeol 0ose 1 2/xe) ciedyem
HAYUHAams NpU Nepebix NPUHAKAx 3a001e6anus, a 3amem pasHOMEPHO PACNPeOelsims 8 meyeHue
cymok. [na mex nayuenmos, y KOMOPbLIX YCMAHOBIEH 30HO NPOBOOUMCS HENPEPbIGHOe
SHmMEpPAIbHOEe NUMAHUE UTU NOSMOPHBLLL DONIOC NUMAMENILHO20 PACMBOPA, YHCe UCHONb3YEMO20
HOUbI0, MOdcem Dblmb NPEONodNCeH 8 medenue 6ce2o OHA. B ciyuasax kiunuyeckoz2o yxyouieHus ¢
OMKA30M Om eobl, PBOMOl, HeoOXO0uUMa 20CNUMAIU3ayus OJisi NPOBedeHUs. UH@Y3UOHHOU

mepanuu ([Ipunoscenue I' 9).

3.1.2 Pekomenaamumu no JedeHuo nanmeHTtos ¢ FAOD B nepuoa Meradoinuyeckoi

ACKOMIICHCAIIUH

VY Bcex IaIueHTOB C FAOD, HC3aBUCUMO OT HaJIWYUA WM OTCYTCTBHA KIIMHUYCCKUX
CHUMIITOMOB, KaTaOOJIMYECKHE COCTOSHHUS Tpe6y}0T IMPUMCHCHUSA PCIKHUMaA HEOTJIOXKHOMU

CUTYallUH.
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CocrosiHre MeTa0OJNMYECKOT0 KpW3a SIBISETCS MOKAa3aHWEeM ISl TOCIHUTAIN3ALUN |
MPOBEJICHUS] MHTCHCUBHOM, B TOM 4YMCiie MH()Y3UOHHOU Teparuu, KOTopas JT0JDKHA HAYMHATHCS
He3aMeUIUTeNbHO. TaKkThKa JeueHus JeTell B Tepuoa KpH3a BKIIOYACT JIOTIOJHUTEIHLHOE
BBCJICHUE TJIOKO3bI JUIA DHEPreTHYECKOW IMOMNCPKKH ¢ YMCHBIICHHS WHTCHCUBHOCTH
IPOIECCOB KaTaboJIM3Ma, KOPPEKIIMI0 METa0OINIECKOTO alu103a, THIEPAMMOHUEMHH U BOJIHO-
AJIEKTPOJIUTHBIX HAPYIICHUN, KOPPEKIIUIO TUETOTEPAITUH.

YcTpaHeHWe — THUNOTJUKEMHW W DHEPreTUYECKOW  HEJOCTATOYHOCTH  HMMEET
NEPBOCTEIICHHOE 3HAUCHHE JJIs1 COXPAHCHHUS YKU3HH U 370POBBS JICTEH.

o PexomenayeTcsi BHYTPUBEHHOE BBEICHHE PACTBOpA ACKCTPO3BI*™ IMOJ KOHTPOJIEM €€
ypoBHs B KpoBu maruentam ¢ FAOD npu pa3Butiu Metabonndeckoro kpusa [5,12, 130].
YpoBeHb yoequTeJILHOCTH 10Ka3aTeJIbcTB C (YPOBEHDb 10CTOBEPHOCTH PEKOMEHIAIUN — 2).

Kommenrapuu: Buympueennoe 66edenue pacmeopa O0eKCmposvl U3 pacyemad:
HosopodicoelHble u Oemu 00 3-x iem 10-12me/ke/mun, om 3 0o 10 nem 8-10 me/ke/mun, cmapue
10 nem 5-8 me/xe/mun. Ilpu cuudicenue onoxo3vl Hudice 2,5 MMOIL/L 8 Kposu HeoOX00uMo
sHympueennoe cmpylinoe egedenue 10%-25% oexcmposvr™* u3z pacuema 2-3 ma/xe, danee

** co ckopocmvio 7 - 9

nepexoosim Ha 6HYmpuseHHoe KaneibHoe egedenue 10% oexcmposvl
Me/Ke/MUH 00 HOPMATU3AYUY YPOGHSL 2IOKO3bl 8 Kposu.) Haznauenue oexcmpozol™™* ne moavko
B0CNONIHsIeM MKAHEBOU IHepeemuyecKutl oepuyum, HO U NOOAGIAEH JUNOAU3 U CHUdNCAEm
NPOOYKYUIO MOKCUUHBIX 0EPUBAMOB HCUPHBIX KUCTON.

Heomnooicnyro enympusennyio mepanuio ciedyem HAYUHAMb KAK MOJNCHO paHbuie npu
bonee madMCENbIX COCMOSHUSX, C BbICOKOU MeMNepamypoll, NOSMOPAIOWENCcs pPEOMOU UlU
MAACENLIM 2ACPOIHMEPUMOM.

Pacmeopwi onsa enympusennvix ungysuil, cooepacawue 10% oexcmpozy™™* (unu bonee)
cedyem UCnoaIb308ams 0adce Npu HOPMAIbHOM YposHe 2itoko3bl 8 Kpoesu. Ilayuenmor ¢ FAOD
NOJIHOCMbBIO 3A8UCSI OM 2II0OKO3bl O CBOUX DHEPeemuyeckux nompedOHocmell U ee 3anac
Modxcem Ovicmpo ucmowamscsa. Ecnu y nayuenma pazeusaemcs 3HAYUMENbHASL 2UNEPRIUKEMUS]
(Hanpumep, yposeHs 2n0K03bl 8 Kposu bonvute 250 m2/0n) ¢ enoko3ypueti U umMeromecs npusHaKu
Memabonu4eckol 0eKOMNeHcayuu, mo ciedyem paccmompenb 803MONCHOCHb HAYAA UHPY3UU
UHCYIUHA (UHCYIUH PACMEOPUMBLIL (4eNI08eHeCKUll 2eHHO-UHICEHEPHBITL) **) emecmo cHudiceHus.
ckopocmu un@y3uu, oexcmpo3vi™*, cnocobcmeys anabonuuweckomy cocmosinuto. Hauanvnas
0o3a ona un@ysuu uucyruna cocmaegigem 0,01 ME/ke/mun. Yposenv umcynuna ciedyem
MUmMpo8ams, Ymoowvl NOOOEPHCUBAMb YPOBEHb 2NII0K03blL 8 Kposu medxcdy 100 u 150 me/on.

Cneoyem ommemums, umo uH@y3us 0Oonee KOHYEHMPUPOBAHHOZO  PACMBOPA
oexcmposzvr™** (15-25%) npu 6onee nuskou ckopocmu uH@ysuu nocpeocmeom YeHmpaibHO20

Kamemepa Modxicem nompebo8amvpcs nNpu Hedocmamounol cepoeunol ghyukyuu. Kpome moeo,
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cnedyem coon00ams 0OCMOPONCHOCHL NPU NPEKPAUYEHUU BHYMPUBECHHOU UHPY3UU - He0OX0OUMO
MEONEeHHO CHUHCAMb CKOPOCMb, YMOOblL U30eHcamsb COCMOAHUSA PeaKMUBHOU 2UNO2TIUKEMUU.
o PexoMeHayeTcsi KOPPEKIHMs METa0OoIMYecKoro anuao3a (Ipu ypoBHE OWKapOOHATOB
CBIBOPOTKH KpoBH <16 MOkB/n) mamuentam ¢ FAOD npu pa3Butum MeTabOIM4ecKOro Kpusa
[5,12].
YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD A0CTOBEPHOCTH PEKOMEHIAIUH — 2).
KommenTapuu: oJeduyum oOuxapbonamos Kynupyemcs nymem 6HYMPUBEHHO2O BBEOCHUs.
WeNoUHbIX  PACMBOPOS: euopoxkapbonama Hampus, Kanus xnopuo+Hampus
euopokapoonam+Hampuss  xnopuo uwu  (mpucoygepa) mpucamuna (THAM). Hampus
euopokapbonam npumensemcs 6 suoe 8,4% u 4,2% pacmeopa 011 yoobcmea nepepaciema Ha
mmonv NaHCO. Ezo 0o3uposka (Mmonw) onpedensemcs no ¢opmyne: (-BE) X macca mena (ke)
X 0,3. Taxowce nayuenmam HA3HAYAIOM WjeN0YHOE NUMbE — paAcmeop coovl u3z pacuema 1/2-1
yaunas aodcka Ha 200 ma 800bl, WeloyHble MUHEPAIbHbIE B0ObL.
B 3asucumocmu om msoicecmu cocmosinus kadxcovle 6-12 yacoe Konmpoauposams nokKazameinu
KUCTIOMHO-0CHOBHO20 COCMOSHUSL KPOBU, YPOBHS HAMpUsl U Kaaus 8 Kposu nayuenmam ¢ FAOD
npu pazeumuu memabonuyeckozo kpusza [5,12,13,14].
o Pexomenayercst KOpPpEKIUsi BOIAHO-3JICKTPOJUTHBIX HapylleHuil namuentam ¢ FAOD
IpY pa3BUTHUHU MeTaboIMYecKoro kpusa [5,12].
YpoBeHb yoenuTeIbHOCTH 10Ka3aTesibcTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AU — 2).
KomMmeHTapum: npu coxpausiowelicss 2uno2uopamayuu nposooumcs: nymem GHYmMpueeHHo20
86edenust Hampusi xaopuoa** 0,9% (¢usuonocuueckozo pacmeopa). Oonako Heob6X00UMO
umems 8 U0y, YUMo 2IA6HbLIM MePONPUAMUeM 8 KOMNIeKCe UHMEHCUBHOL Mepanuu s61semcs
86edeHle pacmeopos 0eKCmpo3bl U WeL0UHbIX PACBOPOS.
o PexoMeHayOTCSl Ha3HaueHHE AaprMHUHA WM [HUTPY/UIMHA MajaTa HW\WJIW HaTpUs
OcH30aTa TpM ypOBHE amMMmHuaka B KpoBu Beimie 200 Mimonbs/n mamueHtam ¢ FAOD mpu
pa3BUTUHU MeTaboInYecKoro kpusa [5, 12].
YpoBeHb yoenuTeJbHOCTH 10Ka3aTeqbeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAIUH — 2).
KommenTapuu: oJononnumenvunoe wuasnauenue 250-300 wme/ke apeununa uau 350 me/ke
YUMpPYIIUHA Marlama cmumyaupyem pabomy yuxia moveeunsl. Hampus 6ensoam om 250 me\ke
\6 cymiu. IIpu nosviwenuu yposus ammornus 6 kposu eviute 200 MKkmMonv/1 Ha3HaweHue benzoama
Hampus u3z pacuema 250me/xe/cym (maxcumanvro 0o 5S00me/xe/cym, eciu macca mena
npesviutaem 20ke 0o 35, 52/M2/cym) u/unu apeununa/yumpyiiuna uz pacuema 250me/xe/cym [139-
141].

Coenacno mexncOyHapoOHbIM PEKOMEHOAYUAM NO Je4eHUI0 cUNepamMMOoOHUeMuy NOKAa3aHo

GHYMPUBEHHOE 66edenue npenapamoe, CeA3bledrouux AdMMUak, 00HAKO 6 Hacmoruiee epems Ha
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meppumopuu  Poccuiickou ~ @Dedepayuu  Oanmvle  1eKApPCMBEHHbIE — CPeOCmBd  He
3apecucmpupoeanvl. benzoam nampus 0ns nepopanrbHo20 86edeHus 3ape2ucmpuposat, Ho no
opyeum nokaszaunusam. Iloomomy 6ce npenapamovl, cA3bl6aAOWUE AMMUAK, ABTAIOMCA
npenapamamu off-label u mpebyrom ogpopmnenus peoepanvrnozo spauebnoco koncunuyma u/unu
8PAUEOHOU KOMUCCUU U CO2NACUSL POOUMeNell/3aKOHHbIX npedcmasumerneil u pebenka cmapute 15
nem. Ilpuem OannblX npenapamos npu UNEPAMMOHUEMUU HEOOXOOUM NO  HCUSHEHHBIM

NOKA3AHUAM.

o PexoMeHayeTcsi KOPPEKIUs TUETHUYSCKUX Meponpustuii Bcem mamueHtam ¢ FAOD B

IIEpUOJT METAO0OIMYECKOIO KPH3a ¢ IENIbI0 KOMIIEHCAIMK JaHHOro coctostaus [1, 105].
YpoBeHb yoequTeJILHOCTH 10Ka3aTeJIbcTB C (YPOBEHDb 10CTOBEPHOCTH PEKOMEHIAIUN — 2).
KommenTapuu: IIpu VLCAD, LCHAD ouemuueckue ocpanuuenus npu xpuse: NOIHOCMbIO
UCKTIOYUMb nompeo.eHue HCupos Ha nepuod ocmpo2od kpuza (Ha 24-48 uacos), danee 6600ums
MUHUMATbHOE KOIUYECNE0 CPeOHeYenoyeuHblX HCUPO8 NPU COXPAHEHUU BbICOKOLL KATOPULIHOCTIU
(ne menee 100—115 kkan/ke) payuona 6 OCHOBHOM 3a cuem y2n1e80008; u3zbe2amsv 20J100aHUS,
K020a NpeKpawjaromcs uH@y3uu.

o Pexomenayercsi MCIONIB30BaTh MPHEMIIEMBIA SHTEPaIbHBIA CHOCOO KOPMIICHHUS IS
naruenta ¢ FAOD st npenoTBpaiiieHust pa3BUuTHs Kataboindeckux cocrosauii [1, 105].
YpoBeHb yoenuTeIbHOCTH 10Ka3aTesibcTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AU — 2).
KomMeHnTapuu: camocmosmenvro uepes pom, yepe3 30H0 Ul 2ACMPOCHOMY.

Kopmnenue uepez mazocacmpanvuwiii 30H0 8 pAMKAX OO0J20CPOYHOU mMepanuu, 6 UYeioMm,
HeJHCeNamenbHo, HO pPEeKOMEeHOYemcs 6 YCI08UAX 3a00/1e6aHus HAd HAYAAbHOM dmane
Memaboniuieckoeo HapyuwieHus. B noseceonesnoii npaxmuke HazHauenue 0eKcmpo3vl™* unu
KVKYPY3HO20 Kpaxmaia wuepe3 pom He mpeOyemcs, a NPUMEHSAemcs MOAbKO Npu yepose
B03HUKHOBEHUS UNU 80 BPEMS MEMAOOIULeCK020 Kpu3d.

B cayuyae HeoOXoaMMoOCTH BBeleHHsi JnuHeppunHa** Bcem manumentam ¢ FAOD
PEKOMEHIOBAHO ero BBeneHue BMecte ¢ 0% pacmeopom oekcmposvl™™*

Kommentapum: Dnunedppun™* moocem cmumynuposames 1unonus, nodsmomy npu HA3HAYEHUU
amum oemsam ciedyem 000a8iams 0eKcmpo3y™*

MesxTyHapoIHbIE KIIMHUYECKUE PEKOMEHIAIIUH T10 JICYCHUIO Pa3padOTaHbl TOJBKO JUIS
ornenbHBIX popm FAOD — nmedekrax cpeaHENENnoYeuHOl AETHAPOTeHA3bl KUPHBIX KUCIIOT U
JUTMHHOIIETIOYEYHOHN AeTUAPOTeHasbl KUPHBIX kucnoT. s npyrux ¢opm FAOD pexomenmanuu
Mo  JAMETOTepaluud MOTYT pa3lu4aThCs B pPa3HBIX CTpaHax. Hibke MPHUBOISATCS OCHOBHBIC

pPEKOMEHIalli1, KOTOPbIE IO MHEHUIO pabouell TPYIIIbI SBISAIOTCS HanboJiee MOTHBIMU.
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3.2 PexoMeHaauyu no tepanuu oraeabHLIX hopm FAOD

B 3aBucuMoOCTH OT NEpBUYHOTO META0OMMYECKOTro nedeKTa MOAXOAbI K TEepamud MOTYT

CYHICCTBCHHO Pa3JIMYaTbCA UJIM UMCTh MUHOPHBLIC pa3JIndusl.

3.2.1 PexoMeHIAIMH 110 JJEYEHHI0 CHCTEMHOI HEIOCTATOYHOCTH KAPDHUTHHA

. He pexoMeH10BaHO Ha3HAUYCHUE CIEHHAIBHON NUETOTEPANUU NALUEHTaM C CUCTEMHOU
HEJOCTAaTOYHOCTHIO KAPHUTHHA, TOCKOJbKY BEOYLUIUM  MAaTOr€HETUYECKUM MEXaHU3MOM
pa3BuTHs 3a00J1¢BaHKS ABISETCA AeUIIUT KapHUTHHA [82].

YpoBeHb yoenuTeJIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AN — 2).
KomMmeHTapum:  gocnonneHue KapHUMuHa s618emcsi OCHOBHbIM MemOoOOM JNedeHus: OaHHOU
namonoauu. Taxoce nayuenmam ciredyem uzbe2amsv nepepvléos 8 npueme nuwu (cm. obujue
pexomenoayuu 0 FAOD u Ilpunoosicenue I'4).

e PexomennoBaHo Ha3HaueHHe JeBokapHHTHHA B jg03¢ 50-400 wmr/kr/cyTkw, BCEM
NalUeHTaM C MOATBEPKACHHONW MEPBUYHONW HEIOCTATOYHOCTHIO KApHUTHHA C LEJBIO
CHIDKEHHE PHCKA BOSHUKHOBEHHUS THITOTIIMKEMUYECKHX MHU3010B [54].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAIUH — 2).
KommenTapuu: Jlegokaprumun nasnauarom 6 0oze 50—400 me / ke / cymku, pazoenenHoll Ha
mpu npuema. Tounas 003a  1€60KAPHUMUHA OONHCHA ObIMb CKOPPEKMUPOBAHA 8 3A8UCUMOCTIU
om ypogHs kapHumuHa 6 niasme. Konyenmpayuro xaprumuna ciedyem uzmepsams Kax MUHUMYM
uepe3 4 u nocne nocneonezo npuema npenapama. Konyenmpayus c6o600H020 KapnumuHa y
NayueHmos ¢ nepeuyHbiM 0euUyYUmMoM KapHUMUHA COXPAHAEMCs HUNCe HOPMbL 0adice Npu e2o
npumenenuu [14]. He cywecmeyem ycmanoeienno2o «mepanesmuiecko2oy YpoeHs, KOmopo2o
cnedyem 0OCMuUSHYmMb U A0eKBAMHOU CUUMAEmcs KOHYeHmpayusi c600600H020 KapHumuna > 2()
MKM.  Vpoeenv kapnumuna 6 naazme Ovicmpo naodaem nocie NpeKpaweHus mepanuu
JlesoxapHumunom u 3amem NPouUCXooum UCmMoujeHue e2o 3anaca 8 mKaHax. JIOmo 00vbsACHAem,
nouemy — nayueHmvl ¢ NEPBUUHbIM OePUYUMOM KAPHUMUHA, KOMOpble NPONYCKAom Hnpuem
npenapama, 0ocmaromcsi 0ecCUMNMOMHbIMU HECKONbKO MeCcayes, Ymo MOdXcem npusecmu K
MoMy, Ymo OHU NPEeKpawaom npuem j1eOoKApHUMUHA. Dmu nayueHmvl no08epeaomcs pucKy
6HE3ANHOU CMepmU U3-3a OCMAHOBKU cepoeunoll oeamenvHocmu. Ouenb 8aiCHO NPOOOIHCAMb
mepanuio exceOHesHo, 4moobbl U3bexdcamv — MANCENbIX HAPYUWEHUU CO CMOPOHbl cepoyd.
Jnumenvnas mepanus JlesokapHumunom  NOIHOCMbBIO KYyNupyem KIUHUYEeCKUue NposeieHus
3abonesanus ¢ Hopmanuzayueti pasmepos cepoya u IKI" ¢ meuenue mecaya c occmanosieHuem
MbIUWEYHO20 MOHYCA, XOMs MKAaHesble (68 MbIUEYHOU MKAHU) KOHYEHMpAayuu KapHUmuHa

ocmaromes owenv HuUskumu (<10 % om N) 6 meuenue OnumenbHo20 8pemeHil.
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Ilpuem JlegokapHumuHoM 6 BbICOKUX 003aX MOJCEem Bbl3bl8aMb YCUNCHUE MOMOPUKU
HCENYOOUHO-KUUEUHO20 MPAKma, ouapero, U 6blpabomKy MpUMEeMUIAMUHA, 4mo A6IAemcs
APUYUHOU «PbIOHO20 3anaxay» om Mouu u mend. YmeHvulenue 003bl KAPHUMUHA MONCEM
YMeHbuwums 9mu nodounvie d¢hgexmol. Eciu Henpusmmuwili 3anax cOXpamsemcs, 603MONCHO
HA3HaveHue Kypca nepopaivHo2o npuema #Hwmempornuoazona™* e ooze 10 me / ke / cymku 6

meuenue 1—10 oneir [83].

3.2.2 PexoMeHAAIIMM 110 JIeYeHHUI0 JeHINTa KADHUTHH-ANMJIKAPHUTHH TPAHCJI0KA3bI

Knunuueckue pekoMeHIalun, OCHOBAHHBIE HA JOCTATOYHOM YPOBHE JI0Ka3aTeIbHOCTH U
yOeaAUTeNbHOCTH, AJIS JICYEHUS U MOHUTOPHMHIA 3TOrO0 KOHKPETHOro 3a00JieBaHUS B MHUpE HE
pa3paboraHbl. Beuin OmyOIMKOBaHBI TOIBKO PEKOMEHJIAIIMH, OCHOBAHHBIE HA OIBITE AKCIIEPTOB
0 KIMHUYECKOMY U OHOXMMHYECKOMY MOHHTOpUHTY mnamueHntoB ¢ FAOD. Her emunoro
MHEHHS OTHOCHUTEJIBHO HCIOJIb30BAHUS JIEBOKAPHUTHHA IpU 3ToM popme Oosieznu. Hexoropsie
aBTOPBI HE PEKOMEHYIOT 3TOr0, IOCKOJIbKY HAKOIUIEHUE JJIUHHOLETIOYEYHbBIX allMJIKAPHUTHHOB
MOJKET OBbITh TOKCUYHBIM JUIs cepaeuHoro purMa [84]. Tem He MeHee, Ipyrue aBTOPbl CUUTAIOT
1enecooOpa3HbpIM  MPUMEHATh €r0 MPH  AMH30AaX MeTaboIMYecKoil JIeKOMIICHCAUH, IS
BOCCTAHOBJICHUSI MUTOXOHIPHAILHOTO TTyJia Ko3H3uMa A [66, 85-89].

o Pexomennyercst mnamueHTam ¢ ycraHoBieHHbIM auarHosom CACT coOmroneHue
HU3KOXKUPOBOM JMeThl (MOTpebsieHNe XKUPOB TODKHO cocTaBiATh 30% winm MeHee OT oOuieit
kajnopuiiHoctH, 20% wu3 Hux - MCT ¢ Huzkum coxepxkanuem CI10 um 10% LCT
(JUTMHHOIIETIOYEYHBIC TPUTIIUIIEPHIBI) ISl IPETOTBPAILCHHS PAa3BUTHS METa0OIMYECKOTO KpH3a
[66, 87-89].

YpoBeHb yoequTeabHOCTH 10Ka3aTesibeTB C (YPOBEHD I0CTOBEPHOCTH PEKOMEHIAUH — 5).
Kommentapum: pexomenoosano MCT ¢ nuskum cooepowcanuem  CIl0 6 ceéa3u ¢ mem, umo
arcupor C10 mpebyrom ons oxucaenus akmusrnou pabomor CACT [90].

o Pexomennyercst nmanuentam ¢ ycranoBieHHbIM auarno3oM CACT nzberaTh UIMTEIbHBIX
HIepepPBIBOB B IIPUEME MHIIH IS TPEIOTBPAICHHS THIIOTTHKEMUYEeCKUX cocTosiHui [66, 87-89].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTeibeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAIUH — D).
KommeHnTapum: wne cywecmeyem eounoco MHeHUsi O 0e30NACHbIX UHMEPBANax Medcoy
KOPMIIEHUAMY, 6 OAHHbIX KIUHUYECKUX PEeKOMEeHOayuax Hamu Obliu 6blOpanvl me, KOmopbvie
onyonuKoeanvl 6 pabome 2cpynnvl IKCNEPMO8 U3  eBponeuckux cmpan. Maxcumanoro
00nycmuMblil Oe30NACHbIN UHMEPEATl OJi PA3HLIX 803PACMHbIX 2pynn npuseder 6 llpunoowcenue
16 [66].

PexoMenayroTest mamueHtaM ¢ yctaHoBieHHbIM guarHo3oM CACT noGaBku He3aMEHMMBIX

KUPHBIX KUCIIOT, C LIENBIO MPEAOTBpallleHus ux Aeduuura - nuHoaeBoi (3—4%) u TMHOIEHOBOM
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(0,5-1%) - B coornomenun ot 5:1 1m0 10:1, UX UCTOYHMUKOM MOTYT SIBIISTFOTCS MAcjo TPEIIKOTO
opexa, JbHIHOE, coeBoe  [66, 87-89].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebCTB C (YPOBEHb J0CTOBEPHOCTH PEeKOMEHAAUH — 5)
KommenTapuu: Codepoicanue kuciom 6 pasnvix maciax npueeoero 6 Ilpunosxcenue I'l3 [66].

. Pexomenayercsi maunueHtamM ¢ ycraHoBieHHbIM auarHosom CACT B nepuon
MHTEKYPPEHTHBIX MH(EKIHNI U IPYruX COCTOSHUM, IPU KOTOPBIX AKTUBUPYIOTCS MEXaHU3MBbI

KaTtaboau3Ma, IpUMEHEHUE MepopaIbHO PacTBOPOB JIEKCTPO3BI™*

WIN TIOJMMEPOB JEKCTPO3bI
(MaIbTOIEKCTPUH (JIEKCTPUHMAIIBTO3a)) U TOBBIIICHHOE MOTpebieHue yriieBoaoB [89].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD I0CTOBEPHOCTH PEKOMEH AU — 5).
KommeHnTapuu: oJemanvubie pekomenoayuu cm. 6 pazoene 3.1.2 Pexomenoayuu no neueHuro
nayuenmos ¢ FAOD. B nepuod memabonuueckoi OeKOMRNEHCAyuu  CHUICEHUEe YPOBHS

()ﬂuﬁﬂouenouelmbzx AYUIKAPHUMUHOE6 cHumaemcst 6dHNCHbIM MApPKepoM 3(])d)el<mueﬂocmu

JIeYEHUA.

3.2.3 PexoMeHIAIIMM TI0 PAIMOHY NUTAHMA NpPH_JedHIUTe KADHUTHH najabMUTOMI-COA

Tpancdepassl L, 11

Knumanueckue pekoMeHaanuy, OCHOBaHHBIE HA JOCTATOYHOM YPOBHE JIOKa3aTebHOCTH H
yOenuTenbHOCTH, Juist JiedeHuss U MoHuTopuHra aeduumura CPT II m CPT I B mupe He
paspaboTaHbl. beuin 0myOIMKOBaHbI TOJIBKO PEKOMEHJAIlMK, OCHOBAHHBIE Ha OIBITE SKCIEPTOB
10 KJIIMHUYECKOMY U OMOXMMHUYECKOMY MOHUTOPUHTY naiueHToB ¢ FAOD.

. Pexomennyercs manuentam c ycraHoBieHHbIM guarHo3oM CPT II u CPT I uzGerats
JUIMTETIFHBIX TIEPEPHIBOB B TpUEME TMHUIMU JUIS TNPEAOTBPAIICHUS TUMOTIHKEMUYECKIX
cocTosiHui. [66].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAIUH — D).
KomMmenTapuu: vacmoe xopmienue kadicovie 3-4 uaca pekomeHoyemcs, 0cOOeHHO 015 0emell,
VUUmMbLeas UX 02paHudeHHvle 3anacsl 2auKozena. /lobasnenue KyKypy3sHo20 Kpaxmaia Ha HOYb U
8 HOUHble KOpMIEHUs onpeoesiemcs YpoeHeMm 2luKeMuu u obecneyusaem HOCMOSIHHbBIL
UCTMOYHUK V2TIe80008 C MeOIeHHbIM 8blC8000NCOEHUEM O NPEOOMBPAUeHUs. SUNOSTUKEMUU 60
epems cua. [lemu 6onee cmapuie2o 803pacma He O0NNCHbL UMEMb HOUHbIE NEPePLIBbl 8 npueme
nuwu 6onee 12 uacos, a 6 nepuod UHGEKYUOHHO20 3aD0Ne6aHUs. NePepbiebl 68 npueme Nuuju
00/10iCHbl ObIMb ewje MeHbue. B3pocivie nayuenmvli 00ndCHbL OblMb NPOUHDOPMUPOBAHBL O
DUCKAX, CBA3AHHBIX C 20JI00AHUEM, U OHU, U UX Je4auuii 8payd OOAHCHbL 3HAMb O PUCKAX 80 8PEMS
xXupypeuueckux onepayuti u avecmesuu. Cnedyem peKxoMeHO08amb GHYMPUBEHHOE B8e0eHUe

dexcmpo3ul™*, eciu Heobxo0umo eonodams 6onee 12 uacos uz-3a OONE3HU UIU MEOUYUHCKUX
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npoyedyp. MaxcumanoHo donycmumblii 6€30NACHbIU UHMEPBAT O PA3HBIX 803PACIHBIX 2PYAN
npugeden 6 Ilpunoscenue I'5

. PexomeHnayercs Auera ¢ BBICOKUM cojepkaHueM yriaeBosioB (70% kanopuil) ¢ HU3KUM
conepkanueM xupa (<20% karopwuii) manMeHTaM C YCTaHOBICHHBIM auarHo3oM aepurut CPT
II u CPT 1 gna mpemoTBpalieHus THIOTTUKEMHUYECKHUX COCTOSHHUM M MeTaboIndecKoi
nekommeHcaruu [91].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD A0CTOBEPHOCTH PEKOMEHIAIUH — D).
o Pexomenayercss B Nepuoj UHTEPKYPPEHTHBIX MH(MEKUMH W APYTUX COCTOSHUU, MpU
KOTOPBIX aKTHUBUPYIOTCS MEXaHU3Mbl KaTaboiu3Ma, MalueHTaM C YCTAaHOBJICHHBIM TUArHO30M
nepurut CPT II m CPT 1 ¢ menpio mpemoTBpamieHUs: METabOIMYECKON JEKOMIICHCAINU
YIOTPEOISATH MPUMEPHO TPETH OT 00mIero kommdectsa kanopuit B Buae MCT [91].

YpoBeHb yoequTeJILHOCTH 10Ka3aTe)ibcTB C (YPOBEHDb 10CTOBEPHOCTH peKOMeHIaIuu — 5).
KommenTapuu: soccupnsie xkuciomor C6-C10 ne mpedyrom KapHUmMuHO8020 YeIHOKA 01 6X00d 8

Mumoxom)puio, nosmomy MCT moowcem NPUMEHAMBCA 68 Kadecmee OCHOBHO20 UCMOYHUKA

9HepaUU.
o C uenbi0 TPOPWIAKTHKU SIH30/I0B MHOTJIOOMHYPUU TAIUEHTaM C YCTaHOBJICHHBIM
muarnozom CPT |, CPT2 pexomennyercsi usz0erarb (U3MYECKMX HArpy30K BO BpeMs

UHTEPKYPPEHTHBIX MHPEKIUI U TIPU JUTUTEIBHBIX TIepephiBax B mpueme muiu [91].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAIUH — 5).
° B3pocnbeim  mamuentam ¢ yctaHoBineHHbIM nuarHozom CPT |, CPT2 B mepuon
METa0OJIMYeCKOT0  KpH3a, COMPOBOXKIAAEMOTOo  pPabJOMHUOIIM30M M MHUOTIOOMHYpHEH
PEKOMEHAYyeTCsl TIPUMEHEHUE CTaHJAPTHOTO IMPOTOKOJA JICYCHHSI ITOTO OCJIOKHECHHS, YTOOBI
IPEeI0TBPATUTh OCTPYIO MOYCUHYIO HEAOCTATOYHOCTH [13, 93].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTesibcTB C (YPOBEHDb 10CTOBEPHOCTH peKOMeHIaIuu — 5).
Kommenrapum: npu npucmyne muo2ioounypuu npo6oosAm BHYMPUBEHHOE 66e0eHUe
SUNOMOHUYECKO20 Pacmeopa Hampus xaopuoa™* u unampus (euopoxapbonama (nampus
xnopuoa®** 110 mmonv / 1, mampus eudpoxapoonama 40 mmons / 1) 6 5% pacmeope
dexcmposul™*, Kk  komopomy Oobaeiaiom 10 2 mannumonra** wa aump (uz  20%
pacmeopa). Pacmeop cnedyem 6800ums MOIOOOMY 63DOCIOMY HeNOBEeKY 6ecom 75 K2 u3
pacuema 12 n/cym, umobwl noayuums ouypes 8 a/cym u noooepxcusame pH eviue 6,5. Imom
mepanesmu4eckuti pexdcum no3ojsem KOHMPOIUPO8AMb SUNEPKATUEMUIO U  ayudo3 U,
C1e0068ameNbHO, MOodiCem npedomspamums OCmpyro NoYyeuyHylo Hedocmamounocms. Eciu
nayueHmsl He peazupylom Ha pecuopamayuro, Modcem Nnompedo8amvcs 2eMOOUAIU3.
I'emoouanus xoppekmupyem memadoIuyeckuti ayuoo3 U HAPYWeHUs 31eKmpoIumos u

cnoco6cm6yem y()afzeﬂuro MUOHEKPOMUHECKUX MOKCUHO8 U3 Nd3Mbl. ﬂuaﬂus noxkasan npu
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NOYeyHOU HeOOCMAamoyHOCmu, eciu y NnayueHma auypus u ouype3 He 60CCMAHOGIEeH NOcje
pecudpamayuu. Ecmb 0cHO8aNUA NOAA2AMb, YMO YRPeNCOalowee Hauanio 2eMOOUdIU3a MOICem
VAYUUUMD UCXO0bL NymeM YOaneHUsi He@POMOKCUHO8 U NPeOOMBPAUCHUS YePOICAIOUWUX HCUSHU
OCJI0JICHeHUL, MAKUX KAk 2unepKaiuemus u 2ryooKuli memaoonudeckuti ayuoos. Jleuenue
0CMpOoll NOYeyHOU HedOCMAamoyHOCmU ciedyen nposoounms 8 COOMEEMCmMeUU ¢ KIUHUYECKUMU

PEKOMEHOAYUAMU, PA3PAOOMAHHBIM NPOGDECCUOHATLHBIMU CO0OUeCmB8aAMU NO HePPOTIO2UU.

3.2.4 PekoMeHIaMu 110 panuony nuranus npu nepunure SCAD

Tak xak 6osnpmmHCTBO MareHToB ¢ SCADD He MMEIOT CUMIITOMOB, JISYCHHE HE TpeOyeTcs, He
CYIIECTBYET OOUICTPUHATHIX PEKOMEHIAINI 10 IUeTOTepanuyl Uil MPUMEHEHUIO KapHUTHUHA U

pubodaBuHa.

3.2.5 PekoMeHanuu no pauuony nuranus npu nepunure MCAD

Bo MHOrux crpaHax npoBOAMTCS HEOHATAJIbHBIN CKpUHUHT Ha HegoctaTouHocTh MCAD,
[O3TOMY MAaLMEHTOB BBUIABIAIOT JI0 Hayajla KIMHUYECKMX CHUMITOMOB. PexkomeHmanuu 1o
JUETOTEpANNU Pa3IMyaroTCsl B 3aBUCHMOCTH OT BO3pacTa M CTaTyca MOATBEP KICHUS AUarHosa.

o PexoMenayercs nmanyeHTaM ¢ yCTaHOBJICHHBIM UarHo3oM Ha HepoctatoyHocTs MCAD
npueM JieBoKapHUTHHA B J103€ 50-100 Mr Ha KI B CYyTKH C LI€JbIO KOMIIEHCAIIUM BTOPUYHOIO
nedurura kapautuHa [130].

YpoBeHb yoenuteabHOCTH 10Ka3aTeabcTB C (YPOBEHb 10CTOBEPHOCTH peKOMeHAauu — 4).

Kommentapuu: I[IpodeccuonanbHoe  cooOmectBO  HE  BbIpabOTalo  €IMHBIX
pexomenaauuii 1no mnpumeHeHuto JleBokapuutuHa 1pu MCAD. Hekotopsie aBTOpBHI
pekomenaytor 100 mr / kr / JeHb JEBOKapHUTHHA, YTOObI KOMIEHCHPOBAaTh BTOPHYHBIN
NeQUINUT KapHUTUHA U YIy4YIINTh BbIBEJJCHHE TOKCUYHBIX METAO0JINTOB, IPyTUE CUUTAIOT, YTO B
TOM HeT HeoOxoaumocTu [94]. B uccnenoBaHUsSX MEPEHOCUMOCTH (UBMYECKUX HArPY30K Yy
nanuenToB ¢ nedunurom MCAD 6bu1o mokazano, mocie npuema Jlesokapuutuna 100 mr / kr /
JeHb  TEepEeHOCUMOCTh (PU3MUECKOM Harpy3ku Bo3pacTaeT [95]. XO0Ts y NalUeHTOB C
nepuuurom MCAD He ObUIO OTMEUEHO CEepbE3HBIX IMOOOYHBIX APQPEKTOB MpH TNpUEME
JleBOKapHUTHHA, HEKOTOpBIE MAI[MEHTHI JKaJOBAJUCh HA TOLIHOTY, AHapero, 00ib B KUBOTE U
pBIOHBIN 3amax npu npueme B no3e 100 mr / xr / gens [96]. YuurtsiBasg 3Ty HHQOpMAIHIO,
HEKOTOpbIe Bpaul PEKOMEHIYIOT HCIIOJIb30BaTh HU3KUE J103bl JIeBOKapHHUTHHA, €CIIU YPOBEHb

CBO60I[HOFO KapHUTHHA B KPOBU HUKC HOPMBI.

3.2.5.1 Pexomengaummu no auerorepanuu HOBOPo:xkaAeHHBLIX ¢ MCAD, BBISBJEHHBIX

IIPU HECOHATAJIBbHOM CKPUHHUHI'€

38



o PexomenaywTcest co0It01aTh HHTEPBAIBI MEXKITY KOPMIICHUSIME He Oonee 3-4 yacoB AJis
JOHOIICHHBIX J€Tel C  BBIIBJICHHBIMU H3MEHEHUSMU B aHaIM3€ KPOBU IPH IMPOBEACHUU
HEOHATaJbHOIO0 CKPUHHMHTA, XxapakTepHbiMu mnsi nedpunura MCAD, nmoka nuarHo3 He OyneT
MOATBEPIK/ICH MJIU UCKIIIOYEH HA OCHOBAHHH JIOMOJIHUTENbHBIX TeCTOB [98].
YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD I0CTOBEPHOCTH peKOMeH1anuu — 4).
Kommentapuu: Cuumaemcs, umo HoeopodicOeHuvle npu Oepuyume MCAD
noogepearomcs HauboIbuwemMy pPUCKY DA3BUMUS 2UNO2TUKEeMUU 6 meyeHue nepevix 72 4acos
JHCUBHU, OCODEHHO npu 2pyoOHOM 6ckapmausanuu. Heobxooumo cobaodame pecynaphvie
KOpMJIeHUsl, He OONYCMUMbL NPONYCKU HOYHBIX KOPMAEHUlL!
. PexoMenayercsi coOmogaTh «0€30MacHBIC) HWHTEPBAIBI MEXIY KOPMIICHUEM IS
HOBOPOXKJCHHBIX C YCTAaHOBJICHHBIM jauarHo3oM MCAD s mpeaoTBpamieHud — SIH3070B
metaboanueckoit gexkommnercanuu (IIpunoxenue I'6) [98].
YpoBeHb yoenuTeILHOCTH 10Ka3aTebeTB C (YPOBEHD J0CTOBEPHOCTH peKoMeHaanuu — 4).
Kommentapumn: besonacnvie unmepsanvt medxncoy Kopmaenuamu Ovliu onpeoeieHsl
HA OCHOBAHULU ONbIMA CMPAH, NPOBOOsAWUX CKpuHuHe Ha Oedhuyum MCAD .
o PexomenayeTcsi HOBOPOXXICHHBIM C YCTAHOBJICHHBIM JIMAarHO30M HEIOCTATOYHOCTH
MCAD npu rpygHOM BCKapMJIMBaHWUU [OMOJHUTH TMHUTAHUE AaJaNTHPOBAHHOW MOJIOYHOU
CMECBhIO B TEYEHHE MEPBBIX TpPeX MONHBIX AHe (72 waca) JUisl JOCTHKEHHUs He0OXO0IuMOi
noTpeOHOCTH B Kasmopusix [98].
YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH peKOMeH1auu — 4).
Kommenrapuu: /Jlemu ¢ MCAD, sckapmausaemvie epyOHbIM MOIOKOM, NOOSEP2AIOMCSL
0COOOMY PUCKY, NOCKOJNIbKY COOEpHCaHUue SHepeuu 6 2pyOHOM MOJOKe 8 medeHue Nepevblx
HeCKONbKUX OHell HU3Koe, U e20 00vémbvl Heboavuue. I[losmomy pexomenoyemcs OONOIHUMb
numanue adanmupo8aHHbiMu MOJLOYHbIMU cmecamu 60 mn / ke / 0enw. Kenamenono pagnomepHo
pazoerumsb 06vem cmecu medxcoy 6 u 8 KopmieHUuAMU U 0a8amv NOCAe KOpMAeHUs 2pyobio. Ecau
pebeHoK He yceaugaem 00CMAMOUHbIL 00beM cMecu U 2pYOHO020 MOIOKA, Cledyem HA3HAYUMb
KOpMIleHUe uepe3 HA302ACMPANbHbI 30HO UIU HA3HAYUMbL 6HYmpugenHyro ungyzuro 10%

dekcmpo30u™* s docmudiceHuss He0OX0OUMOU NOMPEOHOCMU 8 KATOPUSIX.

3.2.5.2 PexoMmenganuu no qpuerorepanuu nammenros ¢ MCAD

o Pexomenayercst BceM IMMalMCHTaM C YCTAHOBIICHHBIM JMAarHO30M HEIOCTATOYHOCTH
MCAD co0iroaTh HMHTEPBAIBl MEXKIY KOPMIJICHUSIMH I TNPEIOTBPAICHHUS PAa3BUTHS
runoriaukemudeckux cocrosiuuit (Ipunoxenune I'5) [98, 94].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 0CTOBEPHOCTH PEKOMEHIAIUH — 2).
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Kommenrapuu:  Peocum numanus y Oemeil cmapuie2o 803pacma U G3pOCiblX
NAYUEHmMo8 00HCeH OblMb Pe2YIAPHLIM U BKIIOYAMb MPU OCHOBHLIX Npuema nuwu (3a6mpax,
00e0, yoicun), a makdxce 2-3 nepexyca (2-oii 3aempak, NOIOHUK U NPUEM BbICOKOY2NEB00HO20
npooyKkma nepeod CHoM (X1ebo-0ynounble uzdenus, eaiemsl, Kpyniamoe 0O11000) ¢ HANUMKOM
(kucenv, xomnom, uati). Humepsan 2ono0anusi 6 HOUHbIE YACHL He O0JJiCeH npesviuams 12
4acos.

o Pexomenayercss MiajJeHIIaM IE€PBOTO TOAa JKU3HM C YCTAaHOBJICHHBIM JUArHO30M
HenoctatouHocTh MCAD kopmileHHEe MaTepHHCKHM MOJIOKOM MJIM MOJIOYHBIMH CMeECsIMH 0e3
orpannuenuss LCF u 6e3 mo6aBok MCT. Pexomenayercs coOmofaTb MHTEPBAIBI MEXIY
KOPMJICHUSIMU TSI TIPEOTBPAIICHUS Pa3BUTHS THIOTIMKeMUuyeckux coctosiHuil (IIpumoxenue
I'5) [98].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTesIbcTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAIUH — 2).

Kommenrapuu: Hebonvuue konuwecmea MCT npucymemsyom 8 00bIYHBIX OemCKUX
cMecsX, HO UX KOAuYecmea MUHUMANLbHO U He Modcem Oblmb OnachuviM. B evlcoxotl
konyenmpayuu MCT Oobaenaiom 6 Hexomopwvie Chneyuanibhvie MONOYHblE CMeCU U UX He
PEeKOMeHOYIOm 0emsam ¢ OaHHOU hopmou boreznu. Heobxooumo omkazamvcsi om cneyuanrbHbix
ouemuyecKux npooykmos, cooepxcawux 6 bonrvuux xonuvecmeax MCT.

JKupot 6 payuone y nayuenmos ¢ neoocmamournocmoio MCAD ne oepanuuusaromes [98].
Cpeoneyenoueunvle Hcupbl 6CMPEYAOmMcs 8 HeKOmopuvlx NPoOYKmax, Hanpumep 8 Ciugo4HOM
macne, KOpo8beM MOIOKe 8 HeDONLUUX KOIUYECBAX, U OHU MO2YM ObiMb BKIIOUEHbl 8 PAYUOH
0e3 ocobvix oepanuuenul. Kokoc sensemcs eOuHCmeHHbIM UCKTIOYeHUeM, 20e 5% JHcupHbix
kucrom umeiom Onuny yenu C8 unu CI10. Pexomenoyiom uzbecamo ynompeoneHus 4ucmozo
KOKOCA U KOKOCOBO20 MACIA, NOCKOJbKY HEU38eCMHO GIUsSHUE UX 00NbUI020 KOAUYeCmea Ha
cocmosiHue 300posbs nayuenmos ¢ nHedocmamounocmvio MCAD. MCT oobasnaromes K
HEKOMOPbIM CHEeYUANbHbIM CMecCsaM Ol 0emell U dHepeemudeckum 000askam (Hanpumep
Paediashure****) u ux wne credyem exmouamv 6 payuon numanus nayueHmos. BaogicHo
npogepums mexKywuli cocmag ecex npooykmos Ha npeomem npucymcemeus MCT.

o PexomenaoBaHo y B3pocibix nanueHtoB mnpu nedpunure MCAD wuzberaTh ATUTEIBHOTO
TOJIOJIAaHUS TSl TMPEAOTBPAIICHUSI TUIIOTJIMKEMUYECKIX COCTOSIHHUM U METa0OTUYEeCKHX KPH30B
[98].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTesIbcTB C (YPOBEHDb 10CTOBEPHOCTH PEKOMEH AU — 2).
. PexomMeHg0BaHO Tpy HAJIMYMU Yy ManueHta ¢ HegoctaToyHocThio MCAD mpusHakoB
PEKYppEeHTHOTO 3a00JIeBaHUS, BHITANBAHUE PACTBOPAMH, COACPKAIIMMHU TIOJMMEP JEKCTPO3HI,
4TOOBI MPEIOTBPATUTH META00INYECKYIO ieKoMIteHcaruio [98].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTeabCTB C (YPOBEHb JOCTOBEPHOCTH PeKOMeHAanuu — 4).
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KommenTapumn: Pexomenoyrom makoce 6 nepuod 0601e3HU UCKIIOYAMb HCUPBI, XOMA
ybeoumenvHblx 0oxkazamenbcms neobxooumocmu 6 smom 011 Heoocmamounocmu MCAD ne
nonyuenvi. Ilo mepe ymyuwieHuss cOCMOAHUA peOEHKA HOPMANbHAAL Oouema Modcem Oblmb
60300H06IeHA, HO clledyem 0asamsb OONOJHUMENbHbIE «IHEepPeemUUecKue» HAnumKu, 0COOeHHO
HOUbI0, 00 mMexX Nop, NOKA pebeHOK NOJHOCMbIO He 8bl300poseem U He nepeuoem Ha 0OblUHbL
pedcum NUMaHus..

) PexomeH10BaHO NpyU HAIMYMHU y MHanueHta ¢ HegoctatouHocThio MCAD B mepuon
METabOIMYECKON JEKOMIICHCAIMM B Cy4yae CIIOXKHOCTEH TMpuemMa pacTBOPOB HYepe3 pOT
NpOBE/ICHUE BHYTPHUBEHHOH WH(Y3MOHHOH TEparuu pacTBOPAMH, COAEPXKAIIUM IEKCTPO3y™*™
[98].

YpoBeHb yoequTeILHOCTH 10Ka3aTebeTB C (YPOBEHD JOCTOBEPHOCTH peKoMeHaanuu — 4).
KommenTapuu: Credyem nauunamv uH@y3uoHHYI0 mepanuio pacmeopamu 0eKCmpo3sul™™ npu
O00HOM U3 CNe0YIWUX NOKA3AHUL: MHO2OKpamuas peoma, eunociukemus, Huskuii PO,
0be360JicuBanue, HAapyuweHus CO3Hawus, Mmemabdoruyeckuli ayuoos. Iloopodomo onucano 6
pazoene 3.1.2 Pexomenoayuu no neuenuio nayuenmos ¢ FAOD 6 nepuod memabonuyeckoii

dexomnencayuu

° He pexomenaoBano manueHtam ¢ HegocrtatroyHoctbito MCAD B mepuon
METaOOIMYECKON JIEKOMIICHCAIIMM BBEJCHUE JKUPOB C IICIBI0 MPEIOTBPALICHUS YCYTyOICHUS
TsDKecTH coctostHus [99].

YpoBeHb yoequTeabHOCTH 10Ka3aTeIbeTB C (YPOBEHD 10CTOBEPHOCTH PeKOMeHIauu — 4).

o Pexomenayercsi BceM B3pOCIHBIM MMAllMEHTaM C  YCTAaHOBIEHHBIM  JIMAarHO30M
HenoctatouHocTh MCAD wu30erath IUETH ¢ BBICOKMM COJIEpKAaHUEM >KHPOB, YIMOTpeOIeHue
QJIKOTOJIsI, YTO BBI3bIBACT META0OIMUECKYIO JeKoMIteHcaruto [99].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PeKOMeHIauu — 4).
. Pexomenayercsi wu30eratb TPUMEHEHHUS  AlCTHICATAIMIOBON  KHUCIOTHI**  Bcem
MalMeHTaM C YCTaHOBJIEHHBIM auarHosoM MCAD ¢ 1uenbio MpenoTBpallleHUs pa3BUTHUS
MeTaboIn4ecKoro kpusa u curapoma Peiie [100].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH peKOMeHIauu — 4).
KommenTapum: Ayemuncanuyunosas xucioma**  ygenuuueaem MumoxoHOPUALbHOE
OKUCTIeHUe HCUPHBIX KUCTIOM, YMO CNocoOCmEyem ux HAKONJEeHUlo, a maxdce  uHeubupyem
NEePOKCUCOMHOE OKUCTEHUe.DMO NPU8oOUm K YXYOUleHUl0 COCMOSHUSA NAYUEHINO8, NOCKOJIbKY
OKUCTIeHUe JHCUPOB 8 NEPOKCUCOMAX — ABNAEMCA  ANbMEPHAMUBHBIM MemAaboIudecKum nymem,

N0380I0WeM Yacmu4Ho KomMneHcuposams ouoxumuveckuil oegpexm npu FAOD.
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3.2.6 PexoMmenaanuy no pamuony nuranus npu aepunure LCHAD u TFP

Hedpunutr LCHAD - onna u3 cambix Tsoxensix ¢opm FAOD, mpu koropoi Hambonee dacTto
pa3BuBarOTCs MeTabonmmueckue kpu3bl. COONMIOACHNE TUEThl PEKOMEHOBAHO BCEM MAIMEHTaM B
paHHEeM JIeTCKOM BO3pacTe BHE 3aBUCHMOCTH OT HaJIM4YUs WM OTCYTCTBHSI KIMHHYECKUX
cummromos [101].

) PexomenngoBano y mnanuentoB npu gebpunmre LCHAD u TFP mnpunepxuBarbes
MakcuMaibHO Hu3koro mnotpebinenue LCFA, kak mpu HaJIW4YUM CHUMIITOMOB, TaK W IPU UX
OTCYTCTBUH, JJIsl TPOQUIAKTHKA BO3HUKHOBEHUS MoJMHEiponaTuu [66].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD I0CTOBEPHOCTH peKoMeHIauu — 4).
KommenTapuu: Hosopooicoennvim  nokazan npuem CcneyuanvbHou cmMecu C  HUSKUM
cooepoicanuem LCT u evicoxum cooepocanuem MCT (MCT-cooepacawasn cmecs) ([Ipunosicenue
I 10). MCT-cooepocawas cneyuanvHas cmecb obecneyueaem 6ce NOMPEOHOCMU 6
numamenvHulx 6ewjecmeax. OOHAKO 8 d2mMom ciyuae HeoOXO00UM OONOJIHUMENbHBIN Npuem
He3aMeHUMbBIX OTUHHOYENOUEUHbIX HCUPHBIX KUCIOM.

o PexomenayeTrcsi Ha3HAYCHUE TUETOTEPANMH TIPY BBISBICHUHM XapaKTEPHBIX M3MEHEHUN
Mo pe3yibTaTaM HEOHATAJbHOTO CKPUHUHIAa W/WIM OMOXMMHYECKON JHArHOCTUKH, He
JIOKUIASCh TTOATBEPIKICHUS THarH03a MOJICKY/SIPHO-TEHETHIECKUM MeTo10M [66].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAIUH — 2).
Kommenrapum: [lockonbky y MaadeHyes Mmodxcem HAOAOOAMbCA AKMUBHLLU  TUNOIU3,
KOHYEeHMpayusi HeKOMopblX ayuIKaApHUMUHO8 MONCEN NPesbluamb HOPMATbHbIE 3HAYEHUS, YMO
ABNAEMCS NPUYUHOU JIOHCHONOONCUMENbHBIX Pe3yIbmamos ananiusa. B ciyuae ecnu ouaznos e
06yoem noomeepicoeHt, ouemomepanusi Moxcem Oblmb OMMEHEHA.

o Pexomenayercsi Tpu BBEACHWM TBEPAOW TMHUIMM B PaAlMOH MAIMEHTOB C
HepoctaTouHocThio LCHAD u MTP nonnepxuBath conepikanue o0IIUX KUPOB B palluoHe 25—
30% ot obmrero morpedienus kanopuid, rae 20-25% npuxoaures Ha MCT u 5-10% - wa LCT
(ITpunoxxenue I'11).

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AN — 2).
KommenTapuu: Onucan nonoscumenvusiii. 3¢pghekm nosviuienus nompebnenus Oeika 6
OMHOWEHUY dHepeemuiecKko2o banranca U MemadoIuuecKkoeo KOHmMpons y Oemeu C
Hedocmamounocmvio LCHAD unu TFP [134].

IIpu oeghexmax oxucieHuss ONUHHOYENOUEUHBIX HCUPHBIX KUCIOM Cledyem 02PAHUYUNMb
nompeobneHue OJIUHHOYENOYEUHbIX JHCUPO8 (8bluUCAAEeMOe KAK NPOYEHMHAs O00Jisl CYMMAPHOU
onepeuu, noayuaemou u3 ocupos). Coenacno pexomenoayusm D-A-CH  (o6veodunenue
Hympuyuonucmos I epmanuu/Aecmpuu/lllseiiyapuu), 6 payuone 300p08020 MAAOEHYA OO0

aocupos Ooaxcna cocmasiamov 40-45% om obwel kanopuitiHocmu, a 6 payuone pebeHKa
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wxonvnoeo eospacma - 30-35%. Ilpu oepanuuenuu OIUHHOYENOUEUHBIX HCUPHLIX KUCIOM 8
payuone HeoOX0O0UMbl 000ABKU HE3AMEHUMbIX JHCUPHBIX KUCIOM Olisl NOKPBIMUSL CYMOUYHOU
nompebrocmu 6 dcupax (Ilpunoscenue I' 8). /s nodoepaicanusi onmumaibHO20 COOMHOULEHUS]
omeza-3 u omeaa-6 JHCUPHBIX KUCTIOM NPEeOnOYMUmebHbl MACIO 2PeyKoco opexd, coOe8oe MAcCo

unu maciuo pocmkog nuieruywl [102].

3.2.7 PekoMenaanuu no pauuony nuranus npu nepunure VLCAD

B mnacrosimee BpeMs HE CYLIECTBYET HAyYHO-OOOCHOBAHHBIX PEKOMEHIAINHI 110
BEJICHHUIO MAIIMECHTOB C HAPYIICHUSIMH OKUCICHHS JIHMHHOIECMOYEUHBIX XKUPHBIX KUCIOT [62].
['eTeporeHHOCTh KIMHUYECKUX (DEHOTHIIOB SBJISIETCS XOPOIIO YCTaHOBJIEHHBIM (akToM [5], uto
C BBEJCHHEM B TMPAKTHKY CKPUHMHTA HOBOPOXKIEHHBIX TaKXKe TOJpa3yMeBaeT Cliydau
OeccuMnTOMHOrO TeueHus: Oonesnn [6]. ITomMumo 3TOro, MOJEKY/ISpHAas T'€TEPOreHHOCTh
3aTpyIOHSET MPOTHO3UPOBAHUE CTEMEHU TSDKECTH 3a00JeBaHMsl MM MCXO0Jla Ha MOMEHT
MPOBEJCHUS CKPUHUHTAa HOBOPOXKJICHHBIX. BhIsICHEHHE BOmpoca O TOM, HEOOXOAUMO I MPH
JerkoM (PEHOTHUIIE CHIDKEHHE B paIlMOHE JOJU JJIMHHOICTIOYCUHBIX KXUPOB, WIH JTOCTATOYHO
MPOCTO OTPAHUYHUTHCS PETYIApHBIM KopmiieHneM u nobaBkamu MCT, ocobeHHO mpHu

HOBBIIICHHON MMOTPEOHOCTH B KAJIOPHSX, TpeOyeT 0oJiee MpOoI0/DKUTEIbHOTO Hab o neH s [66].

B 3aBucumoctu 0T cocTOsIHMSI peOeHKa 3HTEpalbHOE NMUTAHHE OCYUIECTBISIETCS 4epe3 poT, a

TAKXE 4C€PE3 30HA UJIU IraCTPOCTOMY, paCd€T MMPOBOAUTCA CTPOTO HHAUBHUIYAJIBHO.

o Pexkomennayercss MpoJoDKaTh KOPMIICHHE TPYIHBIM MOJIOKOM HIIM aJalTHPOBAHHON
JIETCKOIl  CMEChIO ¢ no0aBleHHEM CIEIUATN3UPOBAaHHON HU3KOXKHPOBOM cMmecH ¢
orpannuenuemM LCT u3 pacuera 50/50 nanuenram ¢ 6eccumntoMHbIM BapuanToM VLCAD, ecnu
pe3yabpTaThl CTAaHAAPTHHIX JTaOopaTOpHBIX aHanu30B, Takux kak KOK, AJIT, ACT u riroko3a B
KPOBH HaXOJIATCS B Mpejiesiax HopMbI [66].

YpoBeHb yoenuTeqsHOCTH J0Ka3aTebecTB C (YPOBEHb 10CTOBEPHOCTH PEKOMEHIAINH — 2).
o PexomenioBano MianeHIiaMm u 0osee B3pOCIBIM JCTSM ¢ OECCUMIITOMHBIM BapHaHTOM
VLCAD cHuxeHue coaepxanus xupoB B paruone 10 30—40% ot oOuiel KaJopuifHOCTH U3
Hux 10-15% sueprum 3a cuer MCT ¢ menpio mpenoTBpalieHus] pa3BUTHSI METaA00IUIECKOTO
Kpu3a [66].

YpoBeHb yoenuTeabHOCTH 10Ka3aTeqbCTB C (YPOBEHb JOCTOBEPHOCTH PeKOMeHAauu — 4).
KommenTapuu: Hexomopsie Hogopodxcoennvle ¢ beccumnmomuvim depuyumom VLCAD, y
KOMOPbLIX NpOoQUIU AYUIKAPHUMUHOE NOJHOCMbIO NPUUWLIU 6 HOpMY HOCIe Nepeou Heodeu
JHCUZHU, He NOTYYATU OUemy ¢ HUSKUM COOEPIHCAHUEM HCUPO8 U MOOUDUYUPOBAHHBIMU HCUPAMU

8 nepevle Mecaybl HCU3HU, U Y HUX 00 cux nop He nposeuruce VLCAD-accoyuuposanuvle
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KIUHUYeCcKue cumnmomol. Yuumoeigas monekynapuyio cemepozennocms npu VLCADD, ouens
MPYOHO — YCMAHOBUMb — YemKYI0  KOPPelAYuro  2eHOMUn-heHomun U  CHPOSHO3UPOBAMb
KAuHuvyeckoe mevenue Oonesnu. Oonaxo mymayus p.V243A, kax munmumym, 0OHA KONUS
KOMOpoU 0OHAPYHCUBAEMC Y MHO2UX 0OeCcCUMNMOMHBIX NAYUEHMOS, GbIAGNIAEMbIX NpU
CKPUHUH2E HOBOPONCOEHHBIX, KAK NpABUNo, ACCOYUUPOBAHA C MAKUM @eHomunom. V
NAYUeHmos ¢ 3Moi Mymayuel Moxcem paseueamscs 2UNONUKEMUSL NPU MAHCENbIX HAPYULEHUSX
300p08bsL UMY MUONAMUS NPU CUTLHOU PUULECKOU HACPY3Ke, HO 803MOICHO U 6eCCUMNIMOMHOE
meueHue.

na nayuenmos, y KOmMoOpuIX pa3zeuaromcsi MmoJbKo C6A3aHHble ¢ (QU3U4ecKoUu Ha2py3Kol
Muonamudeckue CUMNMoMbl 8 601ee no30Hem gospacme, obozaujenue payuona MCT (ocobenno
nepeo @u3UYeCKol HASPY3KOU) MOJNCem U2pamv GAXNCHYI0 pOib, d He0OX0OUMOCHb 8
oepanuuenuu LCT mooicem omcymcmeogame.

. Pexomenayercst npu HAIMYUU CUMITOMOB Yy nanueHToB ¢ nedpuuurom VLCAD nuera ¢
NOHIKEHHBIM cojepkanueM LCFA u mepeBox mnamueHta Ha MOAU(DUIMPOBAHHBIE KUPBI
(mo6aBku MCT) is ipeI0TBpAICHHUs MBIIICYHOH 0011 U pabgomuonusa [61].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAIUH — 2).

KomMmeHnTapuu: npy HalMYuu CUMIITOMOB COZIep KaHUe 001X KupoB 25-30% ot
o0mieit kanopuitHocTH, U3 HUX 20-25% 3a cuer MCT u 5-10% 3a cuet LCT (IIpunoxenue ['12)
[61].

Ilockonvky Kaunuueckue cUMRMOMbL NPU 00N20CPOYHOM HAOMIOOEHUU Y NAYUEHO8 C
oepuyumom VLCAD npedcmasnenvl npeumyuwecmeeHHO 3INU300UYECKOU MbIUEeYHOU OO0NbI0 U
PAOOOMUOIUZOM, YMO YKA3bIEAem HA HeOOCMAamoOK MblUleYHOU SHepeuu, payuoH HeobXooumo
obozawyamv MCT, komopsie 0onxchbl cocmasname 20% om obweti kanoputinocmu (Tabauya 3).
layuenmam ¢ muluwieunol crabocmvio u 0O0ALIO NpU  QU3UYECKUX HASPY3KAX NoMo2aem
nosvlutenue nompednenus MCT (unu yeneso0os) nenocpedcmeeHno neped Ooee UHMEHCUBHOU

Qusuuecxoti Haepyskolu (Hanp., 8 do3uposke 0,25—0,5 e MCT/xe).

3.2.8 PekxoMeHIAIMY 110 JJEYEHU IO manueHToB ¢ 'A2

° PexomMeHnayeTcsl manyeHTaM ¢ YCTAaHOBJICHHBIM TuarHo3oM ['A2  coOuroeHne IHUETH ¢
HU3KHUM cofiepkaHueM XUpoB (20-25% sHepruu), HU3KUM COJEpKaHUEM OeKa JJisi CHUKCHHS
U30BITOYHOTO TIOTPEOICHHSI U30JICHITMHA, JICHIMHA, TU3KuHa, Tpuntodana u BanuHa [103].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD H10CTOBEPHOCTH PeKOMeHIauu — 4).
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. He pexoMenayeTcsl maiyeHTaM ¢ YCTaHOBJIEHHBIM nuarHo3oMm ['A2 nasznauenune MCT
[104].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAIUH — 2).
o Pexomenayercss BO BpeMsi KpHU30B MallMEHTaM C YCTAHOBJIEHHBIM JuarHozoM ['A2
MapeHTepaIbHOS BBEIACHHUE JCKCTPO3BI** i KyMUpOBaHWS TUNOTIMKEMHH W TIOJIABICHHUS
JIMITONM3KCA, OCH30aTa HATPUS - JJIsl KYIIUPOBaHUs TunepaMMonremun. [111].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebCTB C (YPOBEHb JOCTOBEPHOCTH PeKOMeHAanuu — 4).
KommenTapuu: oemanvnoe onucanue npusedeno 6 3.1.2 Pexomendayuu no neuenuro

nayuenmos ¢ FAOD 6 nepuoo memabonuueckoti dexomnencayuu

3.3 PexoMeHJALMN 10 IPHUMEHEHHIO OTAEJbHBIX JEeKADPCTBEHHbBIX MPENApaToB

Kpome nnpuMeHeHus nuetoTepanuu Ipy HapyLICHUAX OKUCIICHUS KUPHBIX KHCIIOT TAKKe
HEOO0XO0MMO MpPHUMEHEHHME Dpsjla JIEKapCTBEHHBIX IIPEernaparoB M BUTAMMHOB, YTOObI
KOMIICHCUPOBaTh JAC(PULIUT HE3aMEHMMBIX JKUPHBIX KHCJIOT B OpraHu3Me, KapHUTHHA |

JKUPOPACTBOPUMBIX BUTAMHUHOB.

3.3.1 PexoMeHIAIIMM 110 _NPHMEHEHHMIO _OTAEJbHLIX JIEKAPCTBEHHLIX INpenaparoB,

coacpRaAIUX JJCBOKAPDHUTHUH

o Pexomenayercs uzberath Ha3HaueHus: JleBokapHUTHHA B MEPHOJ KpH3a Ipu JedeKTax
OKHUCJICHUS JUTMHHOIICTIOYEYHBIX JKHPHBIX KHCJIOT, OCOOCHHO B BHJIC BHYTPHUBEHHBIX HH(Y3HI
JUTSL TIPEIOTBPAIIICHUST pa3BUTHS pabOMHUOIK3a, HEBPOJIOTHUYECKUX HAPYIICHUH U apuTMUH [63,
142, 132].

YpoBeHb yoequTeIbHOCTH 10Ka3aTe)ibcTB C (YPOBEHDb 10CTOBEPHOCTH PEKOMEH AN — 2).
KommenTapumn:/lesoakapuumun 567semcs OCHOBHOU mepanuei NnayueHmos npu nepeuyHoll
He0OCMAamoyHocmu KapHumuua. Takdce npu HUSKUX 3HAYEHUs KAPHUMUHA 8 KPOBU MOJCEm
ucnonvzoeamvcs npu opyeux gopmax FAOD c yenvio ycunenus cea3vl@aHusi mMemaboiumos
JHCUPHBIX KUCTIOM U 8bl8e0eHUs ux ¢ Mouoll. OOHako ucnonvzosanue regokapuumuna npu FAOD
ABNAEMCA CNOPHLIM, M.K. O0OKA3AMENbCMEd €20 3PGeKmusHocmu npu 6MopudHom oeduyume
kapuumuna omcymemsyiom. Ilpu nedocmamounocmu MTP u LCHAD  oobasku ¢
Jlesokapnumunom mocym UHOYYUPOBAMb oanvbHeuuLyo nPOOYKYUIo 3-
CUOPOKCUAYUTKAPHUMUHOB, ~ CHOCODHbIX — 8bl3bl8AMb  HeoOpamumvle  He8pOnamuiecKue
cumnmomsl u apummuto. Hccreoosanus na mvuwax c mooenvio depuyuma VLCAD maxowce
NOKA3aAU, YMO HeX8amKa KAPHUMUHA 6bl3bl8dem e20 HOO02EHHbI OUOCUHME3), KOMOpbli,

odnako, nooaesemcs npu 9K302€HHOM 66e0enulU ﬂeeoxapHumuHa. Y mnuoeux nayuenmoe c
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Odehexmamu  OKUCAEHUS JICUPHBIX KUCAOM, He Rnoayyanowux 006aeok Jlesokapuumuna,
KOHYeHmpayuu c80000H020 KAPHUMUHA 8 NIA3Me MAKdyice 6apbUupyiom Om HUSKUX 00
HOPMAbHBIX, YMO NO380J5em 2080pUmMb U 00 IHOO2EHHOM OUOCUHME3e KAPHUMUHA ) 4el08eKd.
Taxum obpazom, 0obasku, cooepocawue Jlesokaprumuh, OOANCHbL HAZHAYAMBCA  C
OCMOPOACHOCMbBIO, 0COOeHHO, Ko20a peub udem o uedocmamounocmu TFP u LCHAD.
Cywecmsyem KOHCEHCYCHOe MHeHUe, CO2LACHO KOMOpoMmY clledyem OmKa3amuvcs, 8 4aCmHOCm,
Om GHYMPUBEHHO20 66e0eHUsl JlesoKkapHumMuHa npu OCcmpulx MemaboIudecKux HapyueHusx,
HOCKOJIbKY 6 MAKUX CUumyayusx nosbluiaemcsi npooyKyusi NOMEHYUAIbHO MOKCUYHBIX

ayuikaprumuHos, uno npueoduﬂo K 8He3anHou cvepmu nayuermos.

3.3.2 PekoMeHIALMH 10 IPUMEHEHNIO He3aMEeHHMBIX YKHPHBIX KHCJIOT

[Manmentsl ¢ FAOD, naxonsimuecs Ha HU3KOKUPOBOHM JHETE MOJBEPIKEHBI BHICOKOMY
pPUCKY AeUIMTa >XKUPOPACTBOPUMBIX BUTAMHHOB. BakHOo u30eraTh nedunuTa HE3aMEHUMBIX
JKUPHBIX KHCIOT, W OOojblllasg 4YacTh MNOTPeOJIeHUs IJIMHHOIICTIOYEYHBIX >XHPOB JIOJDKHA
MOCTYNaTh U3 Maces, OOraThlX HE3aMEHUMBIMU JKUPHBIMU KHCIOTaMH. [[1s1 yIOBJIETBOpPECHHS
NOTPEOHOCTEH B HE3AMCHHMBIX JKHPHBIX KHCIOTaX MOXET TOTpeOOBaThCS J00ABICHHE
CIIEIUAJILHBIX Macell, TAaKUX Kak opexoBoe wiH JibHsIHOe Maciio ([Ipunoxxenue I' 13) [105].

. Pexomenayercss mnammentam ¢ HegoctaroyHocthio MTP u LCHAD, nHa3nauath
noko3arekcaeHoByro kucinoty (DHA), urparomieit BakHyro poiib B (hopMHpOBaHHH (DYHKIUI
HEPBHOW U UMMYHHOM CHCTEM, a TaK)Ke 3pUTEILHOTO aHallu3aTopa, B J03UpoBke 60 -65 mr/neHp
neTsM ¢ BecoM Tenma <20 kr m B no3upoBke 130mr B jeHb — neTsM ¢ BecoM Tena >20 Kr s
noJyiepskaHus PyHKIUI HEPBHON 1 UMMYHHO# cuctembl [105, 137].

YpoBeHb yoequTeIbHOCTH 10Ka3aTe/ibcTB C (YPOBEHDb 10CTOBEPHOCTH PEKOMEHIAIUN — 2).
KommenTapuu:  Jlunoneeas — xucioma U Q-1TUHONEHO8As — KUCIOMA — AGIAIOMCA
npeouecmeeHHUKamu 08 SHO02EHHO20 CUHmMe3a 0ojee ONUHHBIX HCUPHBIX KUCTOM, MAKUX KAK
atikozanenmaenosasn kucioma (EPA) u doxoszazexcaenosas kucioma (DHA), komopvie umerom
pewarowjee 3navenue 0 QOpMUPOBaAHUs PYHKYUL HEPEHOU, UMMYHHOU CUCEM U 3PUMENbHO20
ananuzamopa [105]. Obecneyums onmumanvhyro KOHYeHmMpayuro Smux JHCUPHLIX KUCIOM 8
niasme moabKO C NOMOWbLIO NPUMEHEHUS NUUEBbIX MACel CIONCHO, NOIMOMY NAYUeHMAM
mpebyemcs 0obasnenue UxX 6 qucmom e6uoe Ol OOCMUNCEHUS HOPMAILHO2O YPOBHSL.
Cuumaemcsa, umo 0obasku DHA mocym cmaburusupoeams, u 3amopmo3ums pazeumue
nuemenmuou oecenepayuu cemuamru npu FAOD. Coenacho npoeedeHHoOMY UCCTIe008AHUIO
(Gillingham et al. 2005), onmumanvuas ouemomepanus, HA3HAYAeMAsi HA OCHOBAHUU HUZKUX

KOHYyenmpayuui 3-2UOPOKCUAYUIKAPHUMUHA U 8blcOKUX Kounyenmpayuti DHA 6 naaszwme,
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NO0360JIA1A COXPAHAMb (DYHKYUIO CEMUAMKU U OCMPOMY 3peHus y demell ¢ HedoCmamoyHOCmblo
LCHAD unu MTP.
) B mexnpuctynueii nepuoa s nanmeHtoB ¢ FAOD Haxondmmxcss Ha  JIHETE C
OTPAaHWYCHUEM UTMHHOICMIOUCYHBIX JKUPOB PEKOMEHJAO0BAHO J00AaBISITh HATypaIbHBIE
pacTuTeNbHbIE Macia (KOKOCOBOE Maciio, MAaciio TPELKOTO Opexa) JIJIsi BOCIIOJIHEHHUS HeJIOCTaTKa
KUPHBIX KucaoT [105].
YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD A10CTOBEPHOCTH PEKOMEHIAIUH — 2).
Kommentapun: CoomHhowenue He3aMEHUMBIX JICUPHBIX KUCAIOM 6 PA3TUYHBIX MACAAX
npugedero 8 Ilpunosicenuu I'13.
. PexomenaoBaHo Ha3Hau€HUE HE3aMEHHUMBIX >KUPHBIX KucaoT mauueHtam ¢ FAOD Ha
(boHEe HU3KOKUPOBOU AUETOTEPAITUHU C IIEJIBI0 KOMITEHCAIIUN X HegocTtaTogHocTH [11-14].
YpoBeHb yoequTeJILHOCTH J0Ka3aTesibeTB C (YPOBEHb 10CTOBEPHOCTH PEKOMEHIAINHN — 2).
Kommenrapuu: B npunoswcenuu I 8 npusedenvt 0cCHOGHbIE DEeKOMEHOAUUU NO
HA3HAYEHUIO He3AMEHUMBIX HCUPHBIX KUCIOM NPU OUeme ¢ HUSKUM COOEPIHCAHUEM HCUPOSB.

3.3.3 PexkoMeHJALMM IO IPHUMEHEHUIO CPeAHENeN0UYeYHbIX TPUIJINIIEPHIOB

o PexomeHn10BaHO B KayeCTBE OCHOBHBIX IHMIIEBBIX HCTOYHHMKOB CpEAHELETIOYEYHBIX
JKUPHBIX KHUCJIOT wucnonb3oBath 50% osmynscuto  MCT B IUTAaHUU TNAIMEHTOB C
HepoctatoyHoctt TFP m LCHAD u VLCAD s npenoTBpalieHUsl pa3BUTUS MBIIIEUYHOU
cuMnTomMaruku [112].
YpoBeHb yoenuTeIbHOCTH 10Ka3aTesibcTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AU — 2).
KommenTtapuu: Coodeporcanue MCT 6 paznuunvix npooykmax je4ebHo2o NUmaHus NpueeoeHo 6
npunoxcenuu 1'14. Onuzoduyeckue MbluieyHble CUMAMOMbL, Hanpumep, padooMUoIU3,
namozeHemu4ecky Cesa3bl8arom ¢ 0eQuyumom 3Hepauu, U Ux MON’CHO Npeodoiems ¢ NOMOUbIO
yeneeooos unu MCT. B uacmuocmu, no umMernwumcs OAHHbIM, CEA3AHHbIL C uU3UUecKol
AKMUBHOCMbIO  pAOOOMUONU3  MONCHO NPeOOmMEpamums nymem npuema O00CMAaAmoyHO20
konuvecmea MCT nenocpeocmeenno nepeo nacpy3koiu
. He pexomMenayercsi HasHaueHue mnanveHtaM ¢ MCAD TtpuriuuepuzioB co cpeaHeu
mHo e (MCT) ¢ 1ienbio Ipe0TBpAlCHUsT YXYIIIECHHSI COCTOSIHHS TAI[CHTa . Pa3BUTHS
meTabouueckoro kpusa [105].
YpoBeHb y0enuTeJbHOCTH T0Ka3aTeJbcTB C (YpOBeHb JI0CTOBEPHOCTH PEeKOMEHIAIHH —
2).

Kommenrapun: JKupnvlie xuciomul co cpedHeli OMUHOU yenu MO2Ym NPOHUKAMb 6
MUMOXOHOpUU, He 0YOyuU CEA3AHHBIMU C KAPHUMUHOM, MUHYS 2MAn, HA KOMOPOM OObIYHO

pecynupyemcs okucierue sxcuphvix kucaom. Iosmomy npuem MCT moocem npusecmu K b6onee
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CEPLE3HbIM HAPYULEHUAM obmena eeuecmes, 4em npu  UCnojlb306aHuu aﬂuHHOL;QI?O'{eHHblx

HCUPOS.

3.3.4 PexoMeHIAIMH MO0 HPUMEHEHUI0 BUTAMUHOB

. Pexomennyercss mnaunumentam ¢ FAOD Ha3HaueHue BUTaMMHOB TIpynnsl B u
KUPOPACTBOPUMBIX BUTaMUHOB A, D, E B BO3pacTHBIX JO3MPOBKAX C IENBIO MPEAOTBPAIICHUS
ux faedunura [5,12].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD A10CTOBEPHOCTH PEKOMEHIAIUH — 2).
Kommentapum: Bumamunbvl Ha3Ha4aiom 6 603pacmublx NpOQUIaKMUYECKUX 003ax Kypcamu no
2-3 mecaya.

o PexomenayeTcsi BceM ManpeHTaM ¢ OMOXMMHUYECKUMHU HApPYIICHUSMHU, XapaKTEPHBIMU
s 'A2 Hasnadyenue pudoduasuna [106,135, 136].

KommenTapuu: Cxoouwiii memabdonuueckuti npoguis modcem Habnodamvcs npu oepexme
mpaxcnopmepa puboghrasuna, nosmomy HazHaveHue pudbognasun per os 6 0oze 100-200 2/0ens

no3eoJjiaent nOJHOCmMbO Kynupoeams KIUHU4YeCcKue u OuoxumMu4eckue CUMnmMomMol OOIE3HU.

3. 4 CuMnorToMaruyeckoe Je4eHue

o He pexoMeHayeTcsi TpPHMEHSATH Mpenaparbl BaJIBIPOCBONM KHCIOTHI** B cllydae
HEOOXOJUMOCTH HAa3HAYEHUS MPOTUBOAMUICHTHUECKON Tepanmuu ¢ IeNbI0 MPEeAOTBpAIeHUs
pa3BHUTHS MMEUECHOYHOM HEJOCTaTOYHOCTH [5,12].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAIUH — 2).
KommenTapuu: V nayuenmog c oegexmamu MumoxoHOpUaivbHo20 [-OKUCIEHUSL HCUPHBLX
KUCTIOM NpUMEHeHUe BAaNbnpoesoll KUCIOmMbL™* mooicem npugecmu K pa3eumuio msaiceiou

neyeHoYHOoU HedoCmamo4yHoOCHi.

3. 5 Xupypruuyeckoe JeuyeHue

HpI/I BO3HUKHOBEHUM IIOKa3aHUH O XUPYPrudeCKux BMCHIATCIILCTB PCEKOMCHAYCTCA

KOJUIETHAJIbHOE IPUHSITHE PELIEHUsI O TAKTUKE ero nposeneHus [5,12].

4. MeauuuHCKasi peaduaMTANUsI, MeIUIMHCKHE MOKA3aHUs U

NMPOTHBONOKaA3aHUA K IPUMECHCHUIO METO10B peaﬁuﬂnTauI/m
[Tanmentam ¢ BpadyoM-(DU3MOTEpaNeBTOM M BpayoM IO JeueOHOH (u3KyIbType
pa3pabaTbIBaeTCsi MEPCOHATM3UPOBAHHBIM Kypc peaOMIMTaluy, BKJIIOYAIONIMA Maccak,
nedyeOHy0  GU3KYIbTYpY,  (pu3moTepameBTHUECKHE  MpoLenypbl  (MarHUTOTEpaINHuIo,

TEPMOTEPAIHNIO, YIAPHO-BOJIHOBYIO TEPAINUIO, METOJ OMOJIOTUYECKOM 00OpaTHOM CBSI3U U ApYyTUE
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MIPOIICYPHI).
Peabunuranmonnsie Kypcol (Maccax, JIOK, ¢usmonponenypsl, MCUX0I0ro—Ieaarornieckas
MOMOII[b) PEKOMEHTyeTCsI IPOBOJANUTH B YCIOBUSX JTHEBHOTO CTal[MOHApa C 4acTOTON 3-4 pas3a B
roxa [1, 2, 14].
° Pexomenpyercs nanyueHTaM u YJIcHaM Hx ceMmeit MPOBOJUTH
KOHCYJIbTAIIMIO/KOHCYIbTAIMM  MEAMIMHCKOIO  IICHXO0JIOTa ¢ LEJIbl0  IOBBIIICHUS
NPUBEPKEHHOCTH K JeucHuio [1, 2, 14].

YpoBeHb  yOequTeabHOCTH  J0Ka3aTeJbeTB C  (YpoBeHb  10CTOBEPHOCTH
peKoMeHaanuu — 5).
Kommenrapun: OchosHoll yenvlo pabomuvl NALITUAMUBHBIX CLYIHCO SAGTAEMC CO30AHUE B8CEX
HeobX00UMbIX YCI08UlL OJis1 0becnedenuss HaxX0HCOeHUs NAYUEHMO8 8 OOMAUHUX YCI08USX, d He 8
CmeHax neuebHO20 YUpedlCcOeHUs, 4mo NO360Jislem He MONbKO YIVHUMUMb KAYeCmE0 JHCUZHU
nayueHmos u ux cemeil, HO U CYWECMBEHHO CHU3UMb 20CYOAPCMBeHHble 3ampamvl Ha

NOCMOSIHHOE CIMAYUOHAPHOe JieueHue makux nayueumos [1, 2, 14].

5. IIpodunakTuka u AUCIaHCEPHOE HADJIIIeHH e, MeAUIUHCKUE IOKA3aHUS U

INPOTHBOIIOKA3aHUA K IPUMECHCHHUIO METO/10B IlpO(l)I/IJIaKTI/IKI/I

5.1 llpodbuaakTuka

Meouko-zenemuueckoe KOHCYIbMUPOGAHUE
o PexomenayeTcsi MEIUKO-TEHETHYECKOE KOHCYJIBTHPOBAHHE 1ocjae yCTaHOBJICHHS
nuarHo3a mamnueHTam ¢ FAOD, ¢ menpio pa3bICHEHHIl T€HETHYECKOTO PUCKA, BO3MOXKHOCTHU
MPOBEJCHUS TPEHATAIbHON U MPEUMIUIAHTAMOHHONW TUArHOCTHKH IS JIF0OO0M MocTeayromnei
OEpPEMEHHOCTH B CEMbSIX, OTATOIIEHHBIX XOTs ObI 0fHUM ciydaeM FAOD [1,2, 6].
YpoBeHb yOeqUTEeILHOCTH 10KA3aTeJILCTB A (YPOBEHD 10CTOBEPHOCTH peKOMeHIauu — 1).

Kommenrtapuii: Cembam ¢ OonvHbiMU OembMu PEKOMEHOYemcs MeOUKO-2eHemuyecKoe
KOHCYIbIMUPOBAHUE C Yelbl0 Onpedeietus cenemuieckoeo pucka. Kax u npu opyeux aymocommno-
peyeccusHbvix 3a6071e6aHUSAX, 018 KAHCOOU DepeMeHHOCIU PUCK POAHCOeHUs peDeHKa cOCmasisem
25%. B cembsax, eoe ecmv OO0NbHOU peOEHOK, B603MONCHO NpPOBeOeHUe NPEeHAMAIbHOU U
NPEeUMNIAHMAYUOHHOU OUASHOCTNUKL.

Ilpenamanvnas OuazHocmuka npoGOOUMCs. MOJEKVIAPHO-2EHEMUYECKUMU MemoO0daMu,
nymem uccinedogsanus JIHK, evidenennoti uz 6uonmama 6opcun xopuouwa Ha 9-11 mnedene
bOepemeHHOCMU U/UlU KIemoK AMHUOMUYECKOU HCUOKOCMU, NI0OHOU Kposu Ha 20-22 nedene
oepemennocmu. Ilpu msexux gopmax FAOD xopowo omeseuarowux na mepanuio, peuieHue o

npogedeHUU NPeHAmaIbHOU OUACHOCMUKU OOJNCHO OblMb NPUHAMO MOIbKO NOCTe NOOPOOHO20
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JleyeHus npu panHeu OUa2HOCuKe.

300poewtit 00pas rHcuznu

IToxpoctku u B3pocisie ¢ FAOD nomkHBI ObITH OCBEAOMIIEHBI O PUCKAX, CBA3AHHBIX C
Ype3MEepHbIM YNOTPEeOJIEHUEM aJKOroisl. AJIKOTOJb HWHIMOMPYET IVIFOKOHEOIeHE3, M03TOMY
HapyIIAIOTCS KaK OKHMCJICHUE KUPHBIX KHUCJIOT, TaK U TIIOKOHEOTE€HE3, KOTOphle 00eCreunBaoT
OpraHu3M METa0OJMYECKOM SHepruei Bo Bpems rononaHus. HeoOXoanMo peKOMEHI0BaTh
OrpaHUYEHUE NMOTPEOICHUS ANKOTI0JIsl U BCErJja B COUYETAHUU C €0H.

Hereii ¢ ycranoBiaeHHbIM quarno3oM FAOD crienyer y4uTh «310pOBOMY 00pazy KH3HU
C MOMOIIBIO UETHl U (pru3muecKux ynpaxHeHuid. Hekotopbie poautenn 00ECIOKOSHBI TeM, YTO
X peOCHOK HE eCT J0CTaTouHO. Eciu peOeHOK He cheaeT peKOMEHI0BaHHbIN 00heM, TIOPITHIO,
IpU HEOOXOMMOCTH MOKHO JJOKOPMHUTh MJIM OPraHU30BaTh MEPEKYC MO3Xke, YTOObl 00ecrneuuT
(U3UOTIOrHUECKYI0 NOTPEOHOCTh B SHEPTHUH.

JIromu ¢ pepumurom MCAD He HYXITArOTCS B JIOTIOJIHUTENBHBIX KaJIOPHUAX; CIETyeT
n30eraTh rnepeeaanus u3-3a pUCKa 0XKUPCHHUS.

Kommenrapun: /[loneocpounvie pesynvmamvl ucciedo8anuti noxkazaiu, umo 00U,
nequswuecs om depuyuma MCAD, cxknonnsl k upesmepromy ysenuuenuio eeca [108]. [Jemu ¢
npenyoepmamHom 803pacme Mo2ym umems u30blmouHblll 8ec, 6C1e0CmeuUe Yacmo2o KOpMIeHUs
Kkak uacmv Jnedenus. Ilokazamenu pocma u maccel mena  OONJHCHbL  MUAMENbHO
KOHMPONUPOBAMbCA NPU KAACOOM NOCEUjeHUuu KIUHUKU. JJunamuueckoe HabarooeHue O00aICHO
BKNIOYAMb PEKOMEHOayUuu Nno KOHMPOIIO MACCbl meid, oOyuenue 300p0o8oMy 00pazy HCUSHU,
sKOuaOwemy 8 cebs OpooHoe pe2yiapHoe NUmMaHue ¢ coON0eHUuemM HOpM DU3UOIOSULEeCKOL

KANOPUIHOCMU U PEKOMEHOAYUU no GU3ULeCcKol akmugHOCmU.

Haobnrwoenue ¢ nepuoo depemennocmu
. Pexomenayercss KOHCyNbTalusl KEHIIUH-HOCHTENbHULT FAOD mis  pa3bsicHEHUS
PHCKOB BO3HHMKHOBEHUS aKyIIEPCKUX OcaoxHeHui [138].
YpoBeHb yoenutelbHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJIbLCTB — 4)
KommenTapmii: JKenwunwl, y komopuix ovi1 pebenox ¢ FAOD nooseporcenvt pucky 6o epems
nocneoyrowux oepemennocmett HELLP cunopomy. Ocobenno smo kacaemcs cnedyroujux

sabonesanuii: depuyumor LCHAD, VLCAD, CPTI, CPT2 u CACT.

5.2 JlucnancepHoe HAQJIIOAeHHE
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. PexomMeHnayercst onpezeieHre KOHLICHTPAINY allMJIKAPHUTHHOB B KPOBH Y TALMEHTOB C
FAOD c 11espr0 KOHTPOJIS YPOBHS CBOOOJHOTO KAPHUTHHA M AIMIIKapHUTHHOB [19, 21].

YpoBenb yoenuteabHOCTH pekoMenaanuii C (YpoBeHb J10CTOBEPHOCTH 10KA3aTeJbCTB — 4)

KommenTapuu: Onpeoenenue ayuikapHumuHo8 NpPOBOOUMCS C HACMOMOU. Kadcovle -2
Mecaya nayuenmam 00 200a, Kaxcovle 3 - 6 mecayeg y demetl maadute 6 nem, kaxcovie 6 -12
Mecayes nayueHmam cmapwe 6 jiem, N0 NOKA3AHUAM 6 Nepuod U npu 00003PeHUU Ha
Memabonudeckull Kpus. Heobxooumo ommemumv, umo YposeHb AUUIKAPHUIMUHOE MO*CEm
nogviuwamscs npu Hasnavenuu Jlesokapnumuna (I[Ipunoscenue I'16).

. PexomeHgoBaHo  BceMm mnamueHtam ¢ amarHozoM FAOD oOmmit (KIMHHYECKHil)
aHaJM3 KPOBHM Pa3BEpHYTHIH (IreMOTIOOWH, KOJIMYECTBO DPUTPOIMTOB, IIBETOBOW ITOKA3aTelb,
KOJIMYECTBO JICHKOIIMTOB, TPOMOOIMTOB, JeWKouUTapHas (opMmyna U CKOPOCTb OCEAAHUS
SPUTPOLIUTOB) JIJISI OLIEHKH OCHOBHBIX IapaMETPOB KPOBETBOPEHHUS U HAJIUYUS
BOCIAIMTENBHBIX Tporieccos [1, 2, 5, 28].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebCcTB C (YPOBEHD JOCTOBEPHOCTH peKOMeHAanuu — 4).
KoMMeHTapuu: 6 c643u ¢ 8bICOKUM PUCKOM pPA3BUMUA UHMEPKYPPEHMHbIX UHGeKyull 0ouuti
ananuz kposu nayuenmam ¢ FAOD npogsooumcsa ¢ wacmomoti: kascovie 6 mecayes nayueHmam
00 6 1em, Kadcovie 6-12 mecayes nayuenmam cmapuie 6 iem.

o Pexomennyercss Bcem mamueHtamMm ¢ FAOD  mpoBeneHue  aHanmm3a  KpOBH
OMOXMMHMUYECKOTO OOIIETeparieBTHUECKOTO (COAEpKaHUe TIIFOKO3bI, O0IIero Oenka, OeTKOBBIX
¢bpaknuii, ansOymuH, C-peakTuBHOro Oenka, oOmero OwiupyOMHa U ero (Qpaxiuw,
XOJIeCTEpPUHA, TPUTIULIEPUIOB, JUIONPOTEUI0B HU3KON M BBICOKOH IUIOTHOCTH (HMCCie0BaHUE
YPOBHS JIMIIONPOTEUHOB B KPOBH), LIENOYHON (ocdaras3pl, KpeaTHHUHA, MOYEBUHBI, MOUYEBOM
KHUCJIOThI, aMMOHHUs, anaHuHaMuHoTpaHcdepassl (AJIT), acmapratamunorpancdepassl (ACT),
rammarmotammitpaicepassl  (ITT),  kpeatunpocokunasel  (KDK), HcecnenoBanue
YPOBHS/aKTUBHOCTH M30(DePMEHTOB KpEaTMHKWHA3bl B KpOBHU, Naktataeruaporenaza (JIAD),
KaJblUg OOINEro M MOHU3MPOBAHHOIO, HATpHs, Kajus, HeopraHudeckoro gocgopa, xemnesa,
dbeppuTHHaA, MarHus, XJOpa, MOJOYHOW KHCIOTBI), HWHCYJIWHA, TIOKa3aTeJiel KHUCIOTHO-
ocHOBHOTO paBHoBecus (MccnenoBanue ypoBHsi OydepHbIX BellecTB B KpoBH, MccienoBanue
YPOBHSI BOJOPOAHBIX MOHOB (pH) KpoBHM), HccienqoBaHnEe YPOBHS MOJIOUHOW KHCIIOTHI B KPOBH
(JlTakTaTa) C LETBI0 OIEHKH COCTOSHUS MEYeHH, MoYeK, OalaHca BaXXHEWIUX HYTPUEHTOB MPH
TUETOTepanuu, KaimbliueBo-pochopHoro oOMeHa U  BBISBICHHS OTKIOHEHMH BaKHBIX
OMOXUMHYECKUX TIOKa3aTesel Asl qanbHei el koppekuuu [12, 132].

YpoBenb yoenuTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 4)
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KommenTapmii: ananuz nposooumcs ne pexce 1 paza 6 6 mecayed u no nOKa3amusm npu
VXYOueHuu COCMOAHUSL U NPU MEeMAOOIULECKOM KpU3e.

PexomMengoBaHo BceM mamueHntram ¢ FAOD oOmuii (KIMHUYECKWI) aHalu3 MOYH,
OIpe/ieJICHHEe KETOHOBBIX TEJl [UIs OI[CHKHA COCTOSIHUSI MOYEBBIBOASAIIMX MyTel u mouek [1, 2, 5,
34].

YpoBeHb yoenuTeJbHOCTH 10Ka3aTedbeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AN — 2).
KoMMeHTapumM: 6 c643U C BbICOKUM DPUCKOM DA3BUMUSL UHMEPKYPPEHMHbIX UHGeKyutl y
nayuenmos ¢ FAOD  pexomenoyemcs nposedenue danHoeo ucciedosanus He pedxce 5 pas 6 200

Obviuno obwuti ananuz mouu nayuenmam c¢ FAOD mnposooumcs ¢ wacmomoui: kadxicovie 6
Mecayes nayuenmam 00 6 jem, Kaxcovie 6-12 mecayes nayuenmam cmapute 6 rem, dauje — no
NOKA3AHUAM NPU YXYOUEHUU COCMOANUS U NPU MEMAOOIULECKOM Kpu3e.

. Pexomenayercsi ompejaeneHue J1aboOpaTOpHBIX TOKaszaTesied (KUCIOTHO-IIEIOYHOTO
cocrosiaust kpoBHu (MccnenoBanue ypoBHs Oy(depHBIX BEIIECTB B KpoBH, MccienoBanue ypoBHS
BOJIOPOJHBIX MOHOB (pH) KpoBH), Hiccrea0BaHNE YPOBHS MOJIOUHOM KUCIIOTHI B KPOBH (JIaKTaTa),
TJII0K03a, AJIEKTPOJUTHI (Kajduil, HATpUil, KalblMii MOHU3UPOBAHHBIN, XJIOP) B MEPUOA U TPU
MOJIO3PCHAH HA METAa0OJMYECKHI KpU3 MAIlMCHTaM C KIMHUYECKUMHU H/HIU OMOXHUMUYICCKUMHU
npuznakaMu FAOD ¢ nenbio OIEHKH COCTOSIHUS U CBOEBPEMEHHOW KOppeKnuu Tepanuu [12,
132].

YpoBeHb yoequTeabHOCTH 10Ka3aTeIbCTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAHH — 3).
. Pexomenayercsi BceM TalMeHTaM C TAaTOJOTHEH CepAeYHO-COCYIUCTOW CHCTEMBI
UCCIIeIOBaHMsI YpOBHSI N-TepMHUHAIBHOTO (hparMeHTa HATPUHYpPETHUECKOrO MPOTMENnTHIa
Mo3roBoro  (NT-proBNP) B kpoBu jis CBOEBPEMEHHOW JHMArHOCTHUKU  CEPICYHOM
HEIOCTATOYHOCTH, nuddepeHnrantbHON JIAATHOCTUKHA c OJBIIIKOM, BBI3BAHHOMU
pecrpaTOPHBIMU HapyIICHUSIMH, JJI1  pEUIeHHs] BOMPOCOB O  CTapTe/KOPPEKIUU
KapAuOoTponHou tepanuu [133].

YpoBeHb yoeauTebHOCTH 10Ka3aTedbeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAIUH — 2).

. Pexomenayercsi mpoBeAeHHE — XOJATEpPOBCKOro MoHutopupoBanus OKI', Oxo0-KT,
narmenTam ¢ FAOD  He pexxe 1 pa3a B 101 ¢ IENbIO TMAarHOCTUKU NATONOTHU co cTopoHsl CCC
[97, 109, 129, 133].

YpoBeHb yoenuteqsHOCTH J0Ka3aTebecTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIAINH — 2).
o Pexomennyercst nmposenieHne dekrporHiedanorpadun (330 nmanmentam ¢ FAOD mpu

HaJIn4Ynuu HGBpOJIOI‘H‘ICCKOfI CUMIITOMAaTHUKU OJIA BBIABIICHUA SIUJICITUYECKON aKTUBHOCTH U JJIsL

KOHTPOJIS IPOTHBOAMIICHTHYECKOM Teparnuu [35].
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YpoBenb yoenuteabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJIbCTB

—4)
Kommenrapum: 6 mom yucae 331 ¢ sudeomonumopuneom. Ilpu omcymcemeuu npucmynos-re
peace 1 paza 6 200, npu HaTUYUU FSNUTENMULECKUX NPUCIYNO8- NO NOKA3AHUSM.
° PexoMeHayeTcsi TIpoBelIeHHE yibTpasBykoBoro wuccienoBanus (Y3U) opraHoB
OpromHo# mostocty naueHTam ¢ FAOD 115t BBISIBICHHUS TATOJIOTUH NedeHH U noyek [9, 12,13].
YpoBeHb yoenuTelbHOCTH pekoMenanuii C (YypoBeHb J10CTOBEPHOCTH 10KA3aTeJILCTB — 4)
Kommentapuu: Kpamnocms npu omcymcemesuu usmenenuti-ne pexce 1 paza 6 200, npu Haiuduu
namosno2uu neyeHu- no NOKA3AHUSM.
° Pexomennyercst mpoBeneHue odranbmMockonuu mnanueHntam ¢ FAOD C LEJbBI0
CBOEBPEMEHHOTO 0OHApyKeHUs 0(TaIbMOJIOTHYECKOM naTosoruu [38].
YpoBeHb yoenuteabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTeIbCTB — 4)
KommenTapuu: Kpamunocms npu omcymcemeuu uzmeHneruti-ne pexce 1 paza 6 200, npu Haauuuu
namono2uu - N0 NOKA3AHUSIM.
° Pexomennyercs manuenram ¢ FAOD npoBeneHne KOppeKIuy JIe4eOHOTO MUTAHHS U
CUMIITOMATHYCCKOU TEPAIHH C TIEIIbI0 UCKITIOUEHUS OCITKOBO-IHEPTreTHIECKON HETOCTATOYHOCTH
[11-14].
YposeHb yoenuteabHocTH pekoMeHaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 4)
Kommenrapun: Koppekyuto ouemomepanuu npo8oosm payu-2eHemuKu il 8pavu-ouemonocu
¢ yacmomoti 1 p/mec na 1 200y scuznu, danee 1 p/3 mec u no noxaszanuam oo 3 sem; I p 6 mec
nocne 3 nem.
. Pexomennyioress nns HaOMIOACHHUS TAIMEHTOB C YCTaHOBJIEHHBIM auarHozom FAOD
MPUMEHSTh MYJIbTHJIUCIUTUIMHAPHBIA TIOIX0]] B BUAY TOTO, YTO 3a00JICBaHHS XapaKTePUIYIOTCS
MOPaXCHHEM MHOTHUX OpPraHOB W CHCTEM, TpeOyeT KOMIUICKCHOW Tepamuu, 4YTO JUKTYeT
HEOOXO0MMOCTh COBMECTHOTO BEJICHHS MAIIUEHTa CIIEI[MAIMCTaMU pa3Hbix npoduieii [12,13, 15,
28].
YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — D)
KomMmeHTapum: noxazanvl nepeuunvle U NoGMOPHblE KOHCYIbMAYUU 8paAud-2eHeMUKd, 8paya-
ogpmanvmonoza, 6paia-He8poN02a, 6paAvA-2acmpOIHMEPON02d, BPAYA-IHOOKPUHON02A, 6PAYA-
Kapouonoza, 8pava-0emcKko2o Kapououo2a, epava-rHegponoza, epaua-neouampalepaua-
mepanesma/spava oOwel Npakmuku (cemerHo2o epaua), a makxdce epavell Opyeux
cneyuanvnocmei nayuenmam ¢ FAOD, umerowum uapywenus ynxyuii coomeemcmeyouux
0p2aHo8 u cucmem
. PexomMeHnayercsi o0ydeHue poauTeneld (3aKOHHBIX — TPEJICTaBHUTEIICH )/TTallMCHTOB

[IpaBUjIaM OpraHU3alM¥ TEpalMd B MEXKIPUCTYIHBIM II€pUOA MU B IEPUOJ  YIPO3bI
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MeTrabonnueckoro kpu3a nanueHToB ¢ FAOD c¢ menpro mpenoTBpanieHus: pa3BUTHs ITOBTOPHBIX
MmeTabosrueckux kpu3os [105].

YpoBeHb yoenuTebHOCTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJIbLCTB — 4)
KommenTapuu: V pooumeneii pebenka 6cecoa O00dcHA Obimb NAMAMKA C YKA3AHUEM

HEeOMI0NACHLIX MEPONPUSMULL 8 NePUOO HaAYUHAaue20cs memadonuueckoeo Kpusa (IIpunosicenue

ri7).

6. Opranusanusi MeIUIIMHCKON MOMOIIH

ITokazanus A1 IIaHOBOM TOCTTUTAIN3AIINH:
HEOOXOAMMOCTh MPOBEJCHUS PA3IUYHBIX BUOB SKCIEPTU3 WM OOCICIOBaHUS B MEIUIIMHCKON
OpraHu3aIMy TP HEBO3MOXXHOCTH TPOBEACHHUS WX B aMOYJIaTOPHBIX YCJIOBHSX, TPEOYIOIIMX
JUHAMHYECKOrO HaOmoneHuss (B ToM Yucie OQOpMIICHHE 3aKIOYCHHS —(eaepallbHOTO

KOHCHJINYMA).

[Toka3zaHwust U1 SKCTPEHHOM TOCITUTATU3AIIH

ocTpble 3a00JICBaHMS;

000CTpeHUsT XpPOHUYECKUX OOJIE3HEH;

OTpaBJE€HMS] U TpPaBMbI, COCTOSHUS, TpEOYIOLIME WHTEHCUBHOM Tepaluu M MepeBoJa B
pEaHMMAIlMOHHBIE OTICNCHUS WJIM OTHAEJCHHS WHTEHCHUBHOW Tepanuu a TaKxe
KPYIJIOCYTOYHOTO ~ MEAMIIMHCKOTO HAONMIOJEHUM U  TPOBEJCHHS  CIEIUATbHBIX  BHUJIOB

O6CJ'I€,[[OB21HI/I$I n JICUCHMUA.

[Toxa3zaHus K BBITUCKE NAllMEHTa U3 MEAUIIMHCKOW OpraHU3aIiu:

OTCYTCTBHE YI'PO3bl )KU3HU OOJILHOTO;

OTCYTCTBHUE YTPO3bI Pa3BUTHUS OCI0KHEHUH, TPEOYIOIINX HEOTIOKHOT'O JICUSHHUS;
CTaOMIIN3aLUs COCTOSHUS U OCHOBHBIX KIIMHUKO-1a00paTOPHBIX IMOKa3aTeNel MaToJI0riuecKoro
npoliecca o OCHOBHOMY 3a00JIEBAHUIO;

OTCYTCTBHE HEOOXOIMMOCTH B MIOCTOSSHHOM BpayeOHOM M KPYTJIOCYTOYHOM METUIITHCKOM
HaOJII0IEHUH 110 OCHOBHOMY 3a00JI€BaHHIO;

HE00XO0/IMMOCTH IepeBoia O0JIBHOTO B IPYTYIO OOJIBHUILY MU YUPEXKICHHE COLUAIBHOTO

obecrieueHus.

[Taruentam ¢ FAOD 1 pa3 B 6-12 mec. (B COOTBETCTBHH C TSKECTHEO COCTOSIHHS) TTIOKa3aHO

KOMILJIEKCHOE 00CIIeIOBaHNE B MHOTOITPO(MMIBHBIX CTAIIMOHAPAX.
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[TpoOKUTETEHOCTS TOCMUTATU3AIMKA 3aBUCUT OT CKOPOCTH KOPPEKIUH METa0OJINYECKUX
HapylIEHUH, a TaKXKe OT CpPOKOB TOSIBJICHHUS TMOJIOXKUTEIHHOM JUHAMUKH CO CTOPOHBI
LHEHTPAJIbHOW HEPBHOW CHCTEMBI U JIPYTUX OPraHOB, CKOPOCTU BOCCTAHOBJICHHUS MOKa3aresei
TJTFOKO3BI KPOBH M KUCJIOTHO-IIEIOYHOTO COCTOSHUSA, OTBET Ha JICUCHHE OTMEYACTCSl B TCUCHUE
5-7 nueit. [IpeObiBaHUE B CTAIIMOHAPE B CPETHEM COCTABIISIET 21 ICHb.

[Tocre BBIMUCKM W3 CTAallMOHApa €T HYXKIAIOTCS B HAOIMIOACHHWM IeauaTpa, HEBPOJIOra,
KapAHoJora, racTpo3HTeposiora, odraapmolora, AUETONOra, reHeTuka, nposenenun DKI (o
MOKAa3aHMIM -

Habnronenne maiueHToB 0 MECTY JKHTENIbCTBA (B aMOyIaTOPHO-TMIOJUKIMHUYECKUX YCIIOBUSX )

JOJIKHO OCYHICCTBIIATHCA ITOCTOSAHHO.

7. JonoaHuTebHasA HHpopManus (B TOM yKc/ie (PAKTOPbI, BJUAIONIAE HA

HUCXO0/1 3200J1eBaHUSI UJIM COCTOSTHUA)

[TpooIKUTENBHOCTh KM3HM BO MHOIOM 3aBHCUT OT TsDKECTH 3a0o0jieBaHMS U
IIPOBE/ICHUS TATOT€HETUYECKON U CUMIITOMAaTUYECKOU Tepanuu. [IpudynHONM cMepTH yale BCero
ABJIIOTCS CEPJIE€YHO-JIETOYHAsl HE0CTATOYHOCTb.

B cnydae mokazaHusi K JUETOTEpaNuHy, CIEAyeT HauyaTh JEUEHUE KaK MOKHO PaHbIIE C IIEJIbIO
HPEIOTBPAIICHUS IPOTrPECCHPOBAHMUS OCTIoKHeHui [1-4, 11-14].

IIporHo3 cocTosiHUS ¥ YPOBHS IICUXWUUYECKOTO Pa3BUTHsI MALMEHTOB 3aBUCHUT OT TSHKECTU
3a005IeBaHUs, CTENEHU MOpPaXeHUsI BHYTpEeHHUX opraHoB (cepaue, nedenb) u LIHC, cpoxos
Hayajga JiedeHUsT M D(PQPEKTUBHOCTM HHTEHCHUBHOM Tepamuu Tpud  MeTaboINYECKOU
nekoMIieHcanuu. PaHo MaHudectupyromas cucteMHas (opma 3a0oieBaHHMS OOBIYHO HMEET
Oosee TsDKENOE TeUeHNE U MeHee OJIaronpusATHBIN MPOTHO3.

He6naronpusitHeie nabopaTopHble MpPU3HAKU, CBUJIETEIHCTBYIOIINE 0
HecOaTaHCUPOBAHHOCTU TEpPalUuU U yrpo3e pPa3BUTUS META0OJUYECKOrO0 KpHU3a: yMEHbLICHHE
coJiepKaHusl CBOOOJHOTIO KapHUTHHA, TIIOKO3bl, TEHACHIUS K CHUKeHuto pH kpoBH, nedpurury
OCHOBaHHUM, HAapacTaHWE COJEP)KaHUs AalWIKAPHUTUHOB C OYEHb JUIMHHOM LEnblo (1pu
CHI)KEHMH TIOKa3aTelis CBOOOJHOrO KapHUTMHA) B KPOBHM U TIOBBIIIEHHWE O3KCKPELHH

OpTraHUYCCKUX KHCJIOT.

Ha HenmocTtaToyHOCTh HYTPUTHBHOM TMOJAJEPKKH yKa3bIBaeT CHIM)KEHHE YPOBHS TeMOTrJjoOnHa,
xKenesa, obmiero Oenka U anbOymuHa. Huszkuil ypoBeHb B KpOBH HE3aMEHUMBIX KUPHBIX KHUCIOT
(IMHONEBOM, JMHOJICHOBOM, AapaxWJOHOBOW, JOKO3areKCaeHOBOW M JIp.), HapyIIEHHOE

COOTHOIIIEHUE JIMHOJIEBOM/MTMHOICHOBOW Kucior (B Hopme 5:1 — 10:1) moryr oOycioBUTH
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3aJIep>KKY TICUXOMOTOPHOTO M pEYEBOr0 pAa3BUTHSA, CO3PEBAHHE HUMMYHHOH CHCTEMBI H

CHU)KEHHE OCTPOTHI 3PEHHUS.

OnauM u3 3¢ (GEeKTUBHBIX TOAX0A0B K paHHel nuarHoctuke FAOD sBisercss MaccoBblit
CKpUHHMHT HOBOPOXXJeHHBbIX. HeoHnaranbHbiii ckpuHuHT B Poccuiickoit ®denepannn Ha FAOD

HPOBOJUTCS B OTACIBHBIX peruoHax [1-3].

Bce  MO/DKHBI MMETh YacTO OOHOBIIEMOE <OKCTPEHHOE» IHMChMO, KOTOPOE MOXKET IIpH
HEOOXOMMOCTH TIEPEIaBaThCsl MEIUIIMHCKUM paOOTHUKAM, KOTOpbIe MOTYT He 3HaTh 0  FAOD

[Tpumep Taxoil namsaTku npuseaeH B [Ipunoxenun ['17.

Kpurepuu oneHkn kauyecTsa MeJUIIMHCKON MOMOIIA

Ne | Kputepun kayectBa Onenka
BBITIOJTHEHUS

1. | BeimosiHeHO omnpeienenne KOHIEHTPAIMH allIIKapHUTHHOB (TIpH /
MMOCTAHOBKE TUAarHo3a) Jla/uer

2. | BemmosiHeHO Ha3HaUeHUEe OnoxuMmudeckoro ananusa kposu (ACT,
AJIT, KOK, rmoko3a, JIIT', XxomecTeprH, TPUTIHIIEPUIBI) BCEM /
MaIMeHTaM ¢ KIMHUYECKUMU W/MITH OMOXMMUYECKHUMHU TIPU3HAKaMHU Jla/ner
FAOD (mpu nocTaHOBKe JUarHo3a u jajee Kaxjaple 6 MecsieB)

3. | Bemonneno onpeaenenne KIC npu noctaHOBKe AMarHo3a v Mpu Ta/wer
yrpo3e MeTaboJN4YecKOro Kprsa

4. | BoIIOJIHEHO MOJIEKYIIIPHO-TEHETHYECKOE HCCIIEJOBAHUE TTPU Ta/mer

IIOCTAaHOBKE AHAarHo3a

5. | Bemonnena OKI',axokapauorpagus BceM NayeHTam ¢ Ha/net
KJIMHUYECKUMH W/ UM OMoXuMudeckumu nmpuszHakamu FAOD (mpu
ITIOCTAHOBKE JUAarHo3a 1 Jlajee KaKaple 6 MecsleB)

6. | BeimonHeHo onpenenenne pa3MepoB MEYSHH U CETIE3CHKH 10 Ha/uer
JAHHBIM YJIBTPa3BYKOBOI'O UCCIIEIOBAaHUS BCEM MALIMEHTaM C
KJIMHUYECKUMH 1/ Ui Onoxumuyeckumu npusHakamu FAOD (mipu
IIOCTAHOBKE JMAarHo3a M Jlajee Kakaple 6 MecsleB)

7. | BemmonHeHo anekTposHIedanorpaMma (Ipu OTCYTCTBUH MPUCTYIIOB Ha/net
— 1 p\ron)

8. | BeimonHeHa KOHCYIbTALMS BPAYOM-TEHETUKOM TPU YCTAHOBJICHUHU Ha/net
JIMarHosa

9. | BeimonHeHa KOHCYIbTALMS BPAYOM-KapIH0JI0rOM/BpauoM-AeTCKUM Ha/net
KapAHOJIOrOoM IPH HAJMYKUU NATOJIOTUHU CEPAEUHO-COCYTUCTON
CHCTEMBI

10.| BeimostHeHa KOHCYITBTAIUST BPa4OM-HEBPOJIOTOM TIPY HAJTMUUHU Ha/uer
NATOJIOTHU CO CTOPOHBI IIEHTPAJIHHON HEPBHON CHCTEMBI

11.| BoinmosnHeHa KOHCYIbTALUS BPauOM-0(PTaIbMOJIOTOM (TIPU HATMYHH Ha/uer
I1ATOJIOTUU 3PEHMSI)

12.| BrinonHeHa KOHCYJIbTAalMs BpauoOM-TIeIMAaTPOM/BPAauOM-TEPaIIEeBTOM Jla/uet
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He pexe 1 pas3a B 6 mecs1eB

13.

Brimonaena KOHCYJIbTallus BPpa4OM-AUCTOJIOTOM (HpI/I ITOCTAaHOBKC
JHUar”Hos3a 1 JaJie€ KaXXKJbIC 6 MeCHHeB) C Iepepacuy€ToM JHUETHI B
3aBUCHMMOCTH OT HpI/IGaBKI/I MacCChI TCJIa U BO3pacTa

Ja/uer
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IIpunoxenne Al. CocTraB paboueii rpynnbl o pa3padoTke v NepecMoTpy

KINHUYCCKHUX peKOMeHI[aIII/lﬁ

1. Bbaraesa MaaieHa JDHBepOBHA - K.M.H., CTapIIMi Hay4YHBIH COTPYIHUK OTIEICHUS
NEeANAaTPUUECKON racTpo3HTepoJoruu, remaronorun u auerorepanun @I'BYH "OUIL
nuTaHus W OuorexHosoruu", accucteHT kKadenpst ®PI'AOY BO PHUMY  um.
H.N.IInporosa Munsapasa Poccun.

2. BbaiinakoBa I'anuna BuxktopoBHa- K.0.H., BeyIIHii HAYYHBIH COTPYAHUK JTaOOpaTOpUU
Hacle/ICTBEHHbIX Oone3Helt ooMena ®I'BHY "Menuko-reHeTH4ecKuii HayqHbIH LEHTP
uM. akagemuka H.I1.boukoBa", unen Poccuiickoro o6mecTBa MeAMIIMHCKUX T€HETHKOB.

3. bapanoB Auexcanap AJiekcaHapoBuu - akan. PAH, mpodeccop, aA.M.H.; TOYETHBIHA
npesuaeHt Coroza neauatpoB Poccum, coBetHuk pykxooautens HUW neamarpum u
oxpanbl 310poBbst nereir LIKb PAH, mpocdeccop kadenpsl meauatpum W JAETCKOU
pesmaronorun PI'AOY «lepbiit MIMVY um. U.M. CeuenoBa» Munsapasa Poccun
(CeueHoBckuil YHHUBEPCUTET), TIIaBHBIA BHEIITATHBIM CHEUATUCT neauarp MuH3apasa
Poccun

4. BbymyeBa Tarbsina BaagumupoBHa- K.M.H., OI'AY "HayuHslii MeaMLIHUHCKHIA
MCCIEe0BATENbCKUM EeHTp 310poBba aeTeil" M3 P®D, unen Coro3a nenuarpos Poccun.

5. Bamaxmanze Haro JIxxym0epoBHa- 1.M.H., DPYKOBOAMUTEIb OTHeNa OpGaHHBIX
OoJyie3Hel M TPOPMIAKTUKH WHBATIUMIU3Hpyronux 3aboneBanniit HUM memuatpum u

oxpansl 310poBbs aereit LIKb PAH npodeccop xadenpsl paxyabTeTCKO# meanaTpun
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10.

11.

12.

13.

14.

15.

neauatpudeckoro ¢akyiasrera ®I'bOY BO «PHUMY um. H.U. [Tuporoa» Mun3apasa
Poccun.

BumnéBa Ejgena AJsiekcaHapoBHa -  J.M.H., 3aMmecTutTenb pykoBoautenss HUN
neauaTpu U oxpanbl 310poBbs neted [IKb PAH MunoOpHayku 1o Hay4dHOU pabote,
noreHT Kadeapsl (GakyIbTeTCKON mnemuaTpuu neauarpudeckoro dakynprera ®I'BOY
BO «PHUMY wum. H.U. IluporoBa» Munzapasa Poccun, unen Coroza menuarpos
Poccun

JerrsipeBa AnHa BuaammmupoBHa -  1.M.H.,, npodeccop, 3aBeayromas OTAEIOM
nenuarpun, PI'BY «HMMUL] akymepcTBa, THHEKOJIOTUM U NepuHaToIoruu uM. Ak. B.1.
KynakoBay, wien Poccuiickoro o0miecTBa HEOHATOJIOTOB

JloKIIyKHHa AJIMHA AJIeKCeeBHA- Bpay-HEOHATOJIOT, MIIAIIUN HAy4HBIA COTPYIHHK
oraena nexuarpun PI'bY «HMMUL] akymepcTsa, THHEKOJIOrUM U IIEPUHATOJIOTUHA UM.
Ak. B.M. KynakoBa» unen Poccuiickoro o0miecTBa HEOHaTOJIOTOB

3apyouna Bepa BaragumupoBna- Bpau-renetuk, Mopososckas JII'Kb JI3M

Kyproa Haraapsi BsiyecniaBoBHa - K.M.H., BeIyllMi HayuHblii cortpynHuk HUU
nenuatpuu U oxpanbl 310poBbs aeteit [IKb PAH, unen Coro3a neguarpoB Poccuu, diien
Acconmanuy MeIUIMHCKUX reHeTUKoB (AMI)

3axapoBa  Exarepmna  IOpseBHa  -1.M.H.,  3aBeAyromas  Jabopatopuei
HacyieCTBeHHbIX Ooisie3Hell oomeHa PI'BHY "Menuko-reHeTndecKuil HayyHbI LEHTP
uM. akagemuka H.I1. boukoBa", wiien Poccuiickoro o0iecTBa MEIUIMHCKUX T€HETUKOB,
YlleH eBpPONEHCKOro oOIIecTBa MO HM3YYEHHIO HACIEICTBEHHBIX Ooyie3Hell oOMeHa
BemectB (SSIEM).

KyszenkoBa Jlwogmuiaa  MwuxailjioBHa-  JM.H.,, 3aBeAyHOIlas  OTJEICHUEM
TICUXOHEBPOJIOTUU U TIcuxocoMaTtuueckor narosnoruu GI'AY "Hayunbplit MeTuIIMHCKUI
UCCIEeI0BATENbCKUI HEHTp 310poBba aeTeil” M3 P®D, unen Coro3a nenuarpos Poccun.
Kyue Cepreit UBanoBuu - wi.-xkopp PAMH, n.m.H., nupektop ®I'BHY "Menuko-
TeHEeTUYECKUN HayIHbIN eHTp uM. akagemuka H.IT.boukosa ", [Ipesunent Accormanuu
METUIIMHCKUX TeHeTHKoB (AMI).

JlaBpoBa Asia EBrenbeBHa - 1.M.H., IVIABHBII Hay4YHBIH COTPYAHHK, Bpau BbICIIECH
KBTM(UKAIIMOHHOW KaTeropuu mo crneuuanbHocTu “Ilegmarpus”, 3aBenmyromias 2-m
nenuarpudeckuMm  otaenenueMm, PI'BOY BO «lIpuBomkckuil ucciaeqoBaTeIbCKUi
MEIUINHCKUHN yHUBepcuTeT» M3 PO

Mmuxaiisioba Cpersiana BuranbeBHa -1.M.H., 3aBenymoomas otaeneHueM OI'BY

«Poccuiickas Jlerckas Kimmandueckas bonpauma» M3 PO.
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16.

17.

18.

19.

20.

21.

22.

23.

24.

25.

26.

Hama3zoBa-bapanoBa Jleiina CeiimypoBHa- - akan. PAH, mpodeccop, a.M.H.,
npesuaeHt Coroza neauarpoB Poccuu; mact-npesuaentr EPA/UNEPSA; pykoBoauTenb
HUWN nemmatpum u oxpansl 3m0poBbs nereit [IKb PAH, 3aBenyromas kadenpoii
dakynpTeTcKON mexauarpuu neauarpudeckoro daxynperera ®I'bBOY BO «PHUMY um.
H.U. ITuporoBa» Munsznpasa Poccun, Ti1aBHbIA BHEIITATHBIA AETCKUI CIEIUATIUCT MO
npodunaktuyeckor meaunrae Munzapasa Poccun.

Ha3zapenko Jlrogmuaa IlaBjaoBHa - mpodeccop, A.M.H., 3aMECTHTEIb ITUPEKTOpa MO
Hay4HOI U jieyeOHOM paboTe, pyKOBOAUTEINb JJAOOPATOPUH HACIEICTBEHHON MATOIOIUU
HUN wmemunubckoi redHetuku, Tomckoro HHUMIL PAH, wuynen Accoumanuu
MEIUIIMHCKUX reHeTUKOB (AMI).

Huxonaesa ExarepuHa AJleKCaHAPOBHA- [.M.H., IVIABHBIM HAy4HBId COTPYIHHK
OTJeJICHUs] HACJIEICTBEHHBIX M BPOXKJIEHHBIX 3a00JI€BaHMM C HapyLIEHHEM ICUXUKU
HayuHo-nccne1oBaTesbcKoro KIMHUYECKOrO0 MHCTUTYTA NeauaTpun uMeHu akan. f0.E.
Benprumesa I'6OY BIIO PHUMY um. H.U. Iluporosa Munsznpasa Poccuun
Ilepsynnna Tarbsana MuxaiiaoBHa - K.M.H., Jlupekrop MHCTUTYyTa NEpUHATOIOTUN U
nenuarpun, ®I'bY HMUII um B.A. Anmazoa M3 PO

ITewarnukoBa Hartauabsa JleoHHMI0BHA- Bpay-HEBPOJIOT, 3aBEAYIOLIUI OTAEICHUEM,
Mopo3zosckas AI'Kb /[3M

ITorocsain Hennu CepreeBna — npeacrtaButenb Beepoccuiickoro odmiectBa opdaHHbIX
3a00sieBaHU

Penuna Cgersana AdanacbeBHa — K.M.H., Bpad-reHetuk @PI'BHY "Menuko-
TeHeTUYECKUN HAy4YHBIN 1IeHTp uM. akagemuka H.I1.boukosa "

CmupnoBa Ouibra SIkoBjieBHa — Bpay-r€HETHK, CTAPIINI HAYYHBIA COTPYIHUK OTAENa
CTaHIAPTHU3alMM W H3YYECHUS OCHOB JoKazarenpbHoW meauuumusl HUM nenmarpum u
oxpanbl 310poBbsa aeteit [IKb PAH

CentoBa I'ynbnapa HapumaHoBHA — K.M.H., TJ1aBHBIA Bpad MeauKO-reHETHYECKOIO
nentpa (I'enermyeckoit knuuaukn) HUM memuumuckoit renetuku, Tomckoro HUMIL
PAH

CrpokoBa Tarbsina BukropoBHa- 1.M.H., mpodeccop PAH, 3aBenyromas otaeneHueM
NEeANAaTPUUECKON racTpo3HTeposoruu, remarosnorun u auerorepanuun @I'BYH "OUIL
nuTaHus W OworexHosoruu",”, 3aBemyromas Kadenpoit «lacTposHTEpoOIOTHH U
nuerosnorun» PI'AOY BO PHUMY nm. H.U.IIuporosa Munsapasa Poccun.
CenumssinoBa Jlniausi PoGeproBHa - K.M.H., Beaymui HayuHblii corpyguuk HWU
neauatpuu U oxpasbl 370poBbs Aereid [IKb PAH MuHucrepcTBa Haykyn U BBICIIETO

obpaszoBanusi Poccuiickoit deneparnuu, AOUEHT KadeApbl NEAMATPUU U JIETCKOU
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peBmatosioruu ®I'AOY «llepsriit MI'MY um. U.M. CeuenoBay Mwunsapasa Poccun
(CeueHoBckuid ~ YHHBEPCUTET), JOLEHT Kadenpsl (PaKyIbTETCKOW  menuaTpuu
neauarpudeckoro pakynprera ®IOY BO «PHUMY um. H.U. [Tuporosa» Mun3apasa
Poccun, unen Corosa neauarpoB Poccuu

27. Tapan Haraauss HukojaeBHa- K.M.H., CTapIIMi Hay4YHBIA COTPYAHHUK OTACIICHUS
MeUaTPUIECKON racTpodHTeposoruu, renaronoru u auerorepanuu GI'BYH "OUIL]
nutaHuss u OmorexHonoruu"", accucteHt kKapeaper OPI'AOY BO PHHUMY wuwm.

H.U.ITuporosa Munsapasa Poccuu.

ABTODBI TOATBEPKAAIOT OTCYTCTBHE (PUHAHCOBOM MOJICPKKU/KOH(PIINKTA HHTEPECOB, KOTOPBII
HE00X0IUMO 0OHAPOI0BATh.
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IIpunoxenue A2. Meron0Ji10rust pa3spadoTKi KJIMHHYECKHUX PEKOMEH A i

Hacrosmme pekoMeHaanuy npeaHa3HavyeHbl A TPUMEHEHUS MEIUIIMHCKUMHI OpTraHU3alHsIMU
U yupexacHusMH (eneparbHbIX, TEPPUTOPHATLHBIX U MYHHUIIUIAIBHBIX OPraHOB YIIPaBICHUS
3/IpaBOOXPAHEHHEM, CHCTEM OO053aTEJIbHOTO U JOOPOBOJBHOIO MEIUIIMHCKOTO CTPaXOBaHHMS,
OPYTMMH  MEAMIMHCKUMH OpPraHU3alUsSMU Pa3IUYHbIX OPraHU3aIMOHHO-TIPABOBBIX (opM
NeSITeIbHOCTH, HAlIPaBJIEHHOM Ha OKa3aHUE MEIULUHCKON TOMOIIIH.

Hacrosimiue pexkomeHpanuu yCTaHaBIMBAIOT BUAbI, O0bBEM UM MHIUMKATOPbl KauecTBa
MEAWIIMHCKOW TMOMOIIY TAIlMeHTaM IPU HAPYIICHHUSIX OKUCICHHS >KUPHBIX KHUCIOT U ObUTH
paccmotpennl 1-2 urons 2018 roma B pamkax Haydyno-mpaktudeckoro xonrpecca «OpdaHHbIe
0omne3nn» B Mockae.

Knunnueckue pekoMeHJalMu CO3JaHbl HA OCHOBAaHUU CHUCTEMATHYECKOIro 0030pa JIMTEpaTyphl
1992-2013 rr. Medline (Pubmed version), Embase (Dialog version) u Cochrane Library
databases, ¢ wucmoab30BaHHEM CO3MAHHBIX IPOTOKOJOB  COBPEMEHHBIX MEXIyHAPOIHBIX
KIIMHUYECKUX PEKOMEHIAlMi 1O JWarHOCTUKE, JICYCHHWI0O M BEACHUIO TMAlMeHTOB C
METa0OTMUECKUMH OOJIC3HSIMH.

Hapymienust OKHCIEHHS JKMPHBIX KHCJIOT OTHOCSTCS K PEIKHM  HaCJEeICTBEHHBIM
3a00JIeBaHUSAM, YTO HCKIIOYaeT BO3MOXHOCTh TMPOBEACHUS OONBIIMX KOTOPTHBIX U
PaHIOMHU3UPOBAHHBIX KOHTPOJMPOBAHHBIX MCCIENOBAHMM M JUIsl CO3JaHUsl IPOTOKOJIOB
JUArHOCTUKU W TEpanuu HCIHOJB3YIOTCS JIMIIb TEMaTHYECKUE MCCIe0BaHUs 3KCIEpPTOB,
OITyOJIMKOBAaHHBIE B [TOCIIETHUE JIBA JECSTUIICTHS.

OueHka KayecTBa [I0KA3aTENbCTB M CUJIbl PEKOMEHJAUMKA NPUMEHEHUS MEOUIUHCKHUX
TEXHOJIOTHI MPOBOJMIACK B COOTBETCTBUM C YHU(DUIIMPOBAHHOMN MIKaIOW, MPUBEIECHHOW B
tabymnax 1-3.

IleseBasi avaiuTOpHs AaHHLIX KIMHUYECKHX PEKOMEHIAIMIA:

Bpauu o61ieit npakTHKH (ceMelHbIe Bpaun);
Bpauu- nenuarpsr;

Bpauu-tepanesTs;

Bpauu-renerukuy;

Bpauu-nabopaTtopHble T€éHETUKH;
Bpauu-kapauoory;

Bpauun-nerckue kapauonory;

Bpauu- veBpoory;

© 0o N o g B~ w DN PE

Bpauu ¢hyHKIIMOHATBEHON TMATHOCTHKY,

10. MenunuHCKHE TICUXOJIOTH;
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11. Crynentsl MequiinHckux BY30B;

12. OGyuaromuecs B OpAMHATYPE U HHTEPHATYPE.

Ta6una 1. [Ilkana onenku ypoBHE# 1ocToBepHOCTH noka3aTenscTs (Y /1) mis meTomnoB
JIMAarHOCTUKY (JIMarHOCTUYECKUX BMEIIATEIIbCTB)

YA Pacumn¢pposka

1 Cucremaruyeckue 0030pbl UCCIIET0BAaHUN ¢ KOHTPOJIEM peepEeHCHBIM METOI0M WU
cUCTeMaTHUYeCKUi 0030p paHIOMU3UPOBAHHBIX KIIMHUYECKUX UCCIIEI0BaHUN C
IPUMEHEHUEM MeTa-aHajau3a

2 OTnenbHbIE UCCIIEOBAHMS ¢ KOHTPOJIEM pe(epeHCHBIM METOAOM HMJIIH OT/IEIbHbIC
PaHAOMU3HPOBaHHbIE KIMHUYECKHUE UCCIIEJOBAHMS U CUCTEMATUYECKUE 0030Pbl
UCCIJIEIOBaHUM JII000T0 TU3aiiHa, 3a UCKIIOUEHUEM PaHJOMU3UPOBAHHBIX KIMHUUECKUX
UCCJIEJOBaHUM, C IPUMEHEHUEM METa-aHaIu3a

3 HccnenoBanust 6e3 Mociie0BaTeIbHOTO KOHTPOJIS peepeHCHBIM METOI0M WU
UCCIIeI0BaHMs ¢ pe(epEeHCHBIM METOJIOM, HE ABJISIOLIMMCS HE3aBUCUMBIM OT
UCCIIElyeMOT'0 METO0/1a MJIM HEPaHIOMU3UPOBAHHbIE CPAaBHUTEIbHBIE UCCIIEJOBAHUS, B
TOM YMCJI€ KOTOPTHBIE UCCIIEI0BaHUS

4 HecpaBHuTtenbHble nccie10BaHUs, ONUCAHUE KIIMHUYECKOTO CiIyvast

5 Nmeertcs nuiib 000CHOBaHUE MEXaHU3Ma JEUCTBUSI UM MHEHHE SKCIIEPTOB

Ta6auna 2. IlIkana omeHky ypoBHE# qocToBepHOCTH HoKa3aTenscts (Y1) ams MeTonoB
npoUTaKTUKHY, JIeYeHU 1 peabunutanuu (mpouIaKTHIECKHX, JIeYeOHbIX, peadMIUTAIMOHHBIX
BMEIIIATEIILCTB)

YA

Pacuu¢poska

1 | Cucremarnueckuii 0630p PKU ¢ npumeHeHneM meTta-aHanmn3a

2 Otnenpabie PKU u cucrematnueckne 0030pbl MCCIEI0BaHM JIFOOOTO H3aitHa, 3a

HCKIIOYCHHUECM PKI/I, C IPUMCHCHHUECM MCTa-aHaJin3a

w

HepaHIIOMI/I3I/IpOBaHHI>I€ CPaBHUTCIILHBIC UCCIICAOBAHMS, B T.4. KOTOPTHBIC UCCIICAOBAHUA

4 HeCpaBHI/ITeHBHHe HCCJICAOBAaHUs, OITMCAHUEC KIIMHUYCCKOTO CJIydas UJin CCpUU CIIydacB,

VCCIIETOBAHMS «CIIY4aii-KOHTPOJIb)

5 HmeeTcs nuinb 000CHOBAHKME MEXaHHU3MAa JIEHCTBHS BMEIIATEIbCTBA (,Z[OKJ'II/IHI/I‘IGCKI/IC

I/ICCJ'IGJIOBaHI/Iﬂ) HJIN MHCHHE SKCIICPTOB

Taoauna 3. [lkana orieHkn ypoBHe# yoeautensHOCTH pekomenaamuii (YYP) aus MmetonoB
npoQUTAKTUKY, JUATHOCTUKH, JICUCHHUS U peaduiuTanuu (MpoQuiakTHIeCcKuX,
JNAarHOCTHYECKUX, JICYCOHBIX, peaOMINTAIIMOHHBIX BMEIIATEIIbCTB)

YYP Pacuugposka
A CunpHas pekoMeHAanus (Bce paccMaTpuBaeMble KpUTEpUU 3PPEKTUBHOCTH
(MCcXO0/1bl) ABISIOTCS BAXKHBIMH, BCE HCCIIEIOBAaHUS UMEIOT BHICOKOE MJIH
YIOBJIETBOPUTEIILHOE METOA0JIOTHYECKOE KaYeCTBO, UX BBIBOJBI T10
MHTEPECYIOMIUM UCX0JIaM SIBJISIFOTCS] COTTIACOBAHHBIMH )
B VYcnoBHas pekoMeHamus (He Bce paccMaTpuBaeMble KpUTepuu 3pGeKTUBHOCTH

(I/ICXO,Z[BI) SABJIAOTCA Ba)XHBIMHU, HC BCC UCCIICAOBAHNA HMCIOT BBICOKOC MJIN
YAOBJIETBOPUTCIbHOC METOJOJIOTUICCKOC KAaYCCTBO W/MIH UX BBIBObBI 110
HHTCPCCYIOINUM UCXOAaM HC ABJIAIOTCS COFJIaCOBaHHBIMI/I)
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C Cnabas pexomeHnaius (OTCyTCTBUE JOKA3aTEIbCTB HAJICKAIIETO KauyecTBa (Bce
paccMmarpuBaemMble kputepun 3(GHEKTUBHOCTHU (UCXO/IbI) SBISIOTCS HEBAXHBIMU,
BCE€ HUCCIIEOBAHUSI UMEIOT HU3KOE METO0JIOTMUECKOE KaueCTBO U UX BBIBOJIBI 1O
WHTEPECYIOIIMM UCX0JIaM He SIBJISIFOTCS] COTJIACOBAHHBIMHU )

Iopsiaok 00HOBIEeHNS KINHUYECKHX PEKOMEH IalUii.
Mexann3mM 0OHOBIICHUS KIMHUYECKUX PEKOMEHIAINNA MTPEIyCMAaTPUBACT UX CUCTEMATUUYECKYIO
AKTyaJIM3aLMIO — HE PEXE YEM OJIMH Pa3 B TPU I'ofia, a TAK)KE IPHU MOSIBJIECHUHA HOBBIX JaHHBIX C
MO3UIUH JI0Ka3aTeIbHOW MEAUIIMHBI 10 BOMPOCAM TUATHOCTHKH, JIEYSHHUS], TPOPUIAKTUKU U
peabunuTanuu KOHKPETHBIX 3a00JIeBaHMM, HATMYUKU 000CHOBAHHBIX JOMOJIHEHU/3aMeUaHui K

panee yrBepxkaéuubiM KP, HO He waiie 1 paza B 6 mecsiIies.
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Ipunoxkenue A3. CnpaBouHble MAaTepPHUAJbl, BKJIYasg COOTBETCTBHUE
NMOKA3aHUH K NMPUMEHEHHUI0 W NMPOTUBONOKA3AHUIA, CIIOCO00OB NMPUMEHEHUsI U
103  JIEKAPCTBEHHBIX MpenapaToB, MWHCTPYKUMH 10 TNPUMEHEHHUIO

JJEKAPCTBCHHOI'0O IIperiaparta

1. IIpuxa3 MunucrepcrBa 3apaBooxpanenuss P® "O0 yrBepxxnenuu Ilopsaka oxazaHus
MEIUIUHCKOW TIOMOILIM OOJBHBIM C BpPOXKICHHBIMH U (WJIM) HACIEICTBEHHBIMU
3aboneBanusmu” ot 15 HOsOpst 2012 1. N 917H). Denepanbubiii 3akoH "OO0 0OCHOBax
oXpaHbl 3710poBbs rpakyan B Poccuiickoit ®eneparuu” (N 323-03 ot 21.11.2011).

2. Tlocranosnenue IlpaButenscTtBa PO ot 30 mrons 1994 r. N 890 "O rocymapcTBeHHOM
MOJIJEPKKE PA3BUTUS MEIULMHCKON MPOMBIIUIEHHOCTH W YIYYIIEHWU OOecredeHus
HACelleHUsT M YUYPEKICHHH 31paBOOXpAaHEHHs JIEKQpPCTBEHHBIMH CpPEICTBAMHU U
U3JICTUSIMU METUIIUHCKOTO Ha3HaueHus" (C M3MEHEHUSIMU U IOTIOJTHEHHSIMH )

3. Ilpuka3z Munsnpascorpasputus P® ot 22.03.2006 N 185 "O maccoBom o0ciea0BaHUN
HOBOPOXKJCHHBIX JIeTell Ha HacienCTBeHHbIe 3a0oneBanus (Bmecte ¢ [lonoxeHuem 06
OpraHM3ally [POBEJIEHUSI MAacCOBOTO OOCIIeJOBaHMSI HOBOPOXKIEHHBIX JIeTel Ha
HaCJIeJICTBEHHbIE 3abosieBaHus, PexomennmanusmMu 1o 3a0opy 0OOpas3loB KpPOBH MpHU
MPOBEJICHUN MAacCOBOTO OOCNEOBaHUS HOBOPOXKICHHBIX JI€TEH Ha HACJIEICTBEHHBIC
3aboneBanus)"

4. Tlpuka3z MunHHCTepCcTBa 31paBooxpanenus Poccutickoit ®eneparnuu ot 15 nexadbps 2014
r. N 834n "OO0 yrBepxaeHUU YHUPHUIIMPOBAHHBIX (HOPM MEIUIIUHCKON JOKYMEHTAIUH,
UCIIOJIb3YEMBIX B MEAUIIMHCKUX OpPraHU3alusiX, OKa3bIBAIOIIMX MEIULMHCKYIO TOMOLIb B
aMOYJIaTOPHBIX YCIIOBUSAX, U MOPSAJKOB IO UX 3aMOJHEHHIO" .

5. Ilpuka3 MunucrepctBa 3apaBooxpanenus Poccuiickoit deneparuun ot 20 nexabps 2012
r. N 11778 "O0 yrBepxAeHUM NOpsSAKa Jadd HWH(GOPMUPOBAHHOIO JT0OPOBOJIBHOTO
corjiacus Ha MEIUIIMHCKOE BMEUIATEIbCTBO U OTKa3a OT MEJUIIMHCKOTO BMEUIATEIbCTBA
B OTHOIICHWU OINpPEAETICHHBIX BHJIOB  MEIULMHCKUX  BMEMIATENbCTB, (HOpM
MH(OPMUPOBAHHOTO JTOOPOBOJIBHOTO COIJIaCHsl HAa MEIWLMHCKOE BMELIATEeIbCTBO U
¢dbop™M OTKa3a OT METUIIMHCKOTO BMEIIaTEIhCTBRA" .

6. Ilpuxa3z Munucrepctpa 3apaBooxpanenust Poccuiickoit ®enepanuu ot 14 staBaps 2019 r.
N 4un "OOG yTBepXAE€HUHU MOpPsJIKa Ha3HAUCHHs JIEKapCTBEHHBIX IpenapaTtoB, (Gopm
peuenTypHbIX OJaHKOB Ha JIEKAPCTBEHHBIE IIpenapathbl, Mopsaka odopMieHus
yKa3aHHBIX OJIAHKOB, UX y4yeTa U XpaHeHus"

7. Tlpuxa3 MunuctepcTBa 31paBooxpanHenus Poccuiickoit deneparyu ot 16 mas 2019 r. N
302 "O06  yrBepxkaenun  llopsaka — TpPOXOXKIEHUS ~ HECOBEPIICHHOJIETHUMU
JMCIIAHCEpHOTO HAOMIOACHUS, B TOM YHUCJIE B MepuoJ OOy4YeHHs U BOCHUTAHUS B
o0pa3oBaTeNnbHbIX OpraHu3aIusx "

8. Pacnopsoxenue IIpaButensctBa PO ot 31 gexabpst 2018 1. Ne 3053-p "OO0 yTBepxkIeHUH
NEpPEeYHE MEIUUMHCKUX W3JEINM, WMIUIAHTUPYEMBIX B OpraHM3M 4YEJIOBEKa IIpH
OKa3aHWU MEIUIMHCKON MOMOLIM B paMKax MpOrpamMMbl FOCYAApCTBEHHBIX TapaHTH
OecIutaTHOTO OKa3aHWsl TpaxkJaHaM METUIIMHCKOM TOMOIIM U OTIYCKaeMbIX I10
perentaM Ha MeIUIMHCKHUE U3/IeIHs IPU MPeJoCTaBIeHNH Habopa ColraIbHbIX yCIyr"

HNudopmanusi o 1ekapcTBeHHBbIX cpencTBax: https://grls.rosminzdrav.ru/
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OcHOBHbIEe HOPMATHBHO-TIPABOBbIE AKTHI, PeryJIMpYyIolHe OKa3aHue

NAJJIMATHBHOH MeIUIIMHCKOH MOMOIIH

1.

Oenepanbhblii 3akoH "O BHeceHWHM u3MeHeHWH B DenepanbHblii 3akoH "OO oCHOBax
OXpaHbl 3J0poBbsi TpaxiaaH B Poccuiickoit ®enepanuu" 1Mo BompocaM OKa3aHUs
najuimaTuBHON Meauiruckor nomoru" ot 06.03.2019 Ne 18-D3.

[Tpuka3 MunznpaBa Poccun Ne 345H, Muntpyna Poccun ot 31.05.2019 Ne 3721 «O6
YTBEPXKACHUH TIOJOXKEHHUSI 00 OpraHm3alliil OKa3aHWS NATMATHBHOW METUITMHCKOM
MTOMOIIIH, BKJIKOYas MOPSAAOK B3aUMOJIEUCTBUS MEIULUMHCKUX OPraHU3alni, OpraHu3anui
COLIMAJILHOTO OOCTY)KUBAaHUS U OOIECTBEHHBIX OObEIUHEHHI, HHBIX HEKOMMEPUYECKHX
OpraHM3aIuii, OCYIIECTBIIAIOMINX CBOIO JIEATEIBHOCTD B CPepe OXPaHbI 3J0POBbSI».
[Tpuxa3z Munszapasa Poccun Ne 348n ot 31 mas 2019 roga «O0 yTBepkAEHUM NEpPEUHs
MEIULUHCKUX W3JEeNHI, NpeIHa3HAYeHHbIX Uil NOAJEpKaHUS OPraHoB U CHCTEM
OpraHu3Ma 4eJ0BEeKa, IPEJAO0CTABIIAEMbIX JJIs UCIIOIb30BAHUS HA IOMY».

[Tpuka3z Munznpasa Poccuu Ne 5051 ot 10 urons 2019 rona «O6 yreepxkaenuu [lopsiaka
nepeJaud OT MEIMLMHCKON OpraHM3allMM MalueHTy (€ro 3aKOHHOMY IIPEICTaBUTEIIO)
MEAMIMHCKUX U3JENUN, TpeJHa3HAYCHHBIX i1 MOJJepXKaHUS (PYHKIHMA OpraHOB U
CHUCTEM OpraHM3Ma YeJI0BEKa, JUIsl UCII0Jb30BaHUs HA JOMY IIPH OKa3aHUU MaJUTMATUBHON
MEIUIUHCKOW TOMOIIIN.

[Tpuxaz M3 P® Ne 831 ot 3 okts0ps 2019 roga «O0 yTBEp>KIEHHHM BEIOMCTBEHHON
1eneBol mporpaMmbl  «Pa3BUTHE CHUCTEMBI OKa3aHUS MAIMATUBHOM MEIMUIIMHCKOMN

IIOMOIIN).

IIpoune wuH(pOpMALMOHHBIE pecypchl W HOPMATHBHO-NPABOBbIE JOKYMEHTHI, €
Y4€TOM KOTOPBIX pa3padoTaHbl KIMHHUYECKHE PEKOMEH AN
Mexnynapoanas kinaccudukamus Ooyie3HEH, TpaBM M COCTOSIHUM, BIHSIONIMX Ha

snoposbe (MKB — 10);

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

[Tpuxa3z M3 PO ot 23 uronsg 2010 r. Ne 5411. Equnslit kBanuuKanuoHHBINA CIIPABOYHUK
JOJKHOCTEN pyKOBOJUTENEH, CIIEHHUAINCTOB U CIyKallux, pasznen Kpanudukanuonusle
XapaKTEPUCTHKH JTOJDKHOCTEH paOOTHUKOB B chepe 3ApaBOOXPaHEHHUS.

®enepanbHblil 3ak0H OT 25.12.2018 Ne 489 489-03 «O BHeCE€HUU U3MEHEHUH B CTAThIO
40 ®enepanbHoro 3akona "O0 00sa3aTeTbHOM MEIMLIMHCKOM CTpaxoBaHuu B Poccuiickoii
Oenepann" u DenepanbHblii 3akoH "OO OCHOBaX OXpaHbl 370pPOBbsl IpaXKJAaH B

Poccuiickoit ®enepanuu mo Bornpocam KIMHUYECKUX PEKOMEHIALIMIT.
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10.

11.

12.

13.

14.

15.

[Ipuka3z MwunznpaBa Poccun Ne 1031 ot 28.02.2019 1. «O06 yTBEep)KIEHUU TOPSAKA U
CPOKOB pa3palOTKH KIMHHUYECKUX PEKOMEHJALUi, WX IepecMOTpa, TUIOBOH (OpPMBI
KIIMHUYECKUX PEKOMEHJAINH W TpeOOBaHWU K WX CTPYKTYpe, COCTaBy M HAy4HOU
000CHOBAaHHOCTH, BKJIFOUAEMOM B KIIMHUYECKUE PEKOMEHAAINH HH(OPMALIUN».

[Tpuka3z MunszapaBa Poccun ot 13.10.2017 N 8041 "OO yTBepkKIeHUH HOMEHKJIATYPHI
MEIUIIUHCKUX YCIyT".

[Tpuxa3z MunucrepcTBa Tpyaa u couuanbHoi 3amutsl PO ot 27 asrycra 2019 r. n 5851
"O xnaccupUKALUAX M KPUTEPHUSX, HCHOIB3YEMBIX IPU OCYIIECTBICHUU MEIUKO-
COLIMAJILHOM SKCHEPTU3bI TpaxaaH (eaepalibHbIMU TOCYIapCTBEHHBIMU YUPEXKICHUSIMU
MEUKO-COIIUATIbHOM SKCIEPTU3HI";

IIpukas MuHucTEpCTBAa 3ApPaBOOXPAHEHHsT M COLMAIBHOrO passutus Poccuiickoi
Oenepann «O  MOpAIKE NPUMEHEHUS JEKapCTBEHHBIX CPEACTB Yy OOJBHBIX IO
JKU3HEHHBIM MOKa3aHusam» ot 9 aBrycra 2005 r. Ne 494

Wudpopmannonnoe mnucbMo MunzapaBa Poccum 10 BO3MOXKHOCTH — 3aKyIKU
JIEKapCTBEHHOI'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 crniennaaIM3upPOBAHHBIX MPOAYKTOB JIEUEOHOTO MUTAHUS JUIS JeTeH-MHBAINOB
Ha 2020 roa, Pacnopsixenue IlpaButenbctBa Poccuiickoit @enepanuu ot 11 nexabps

2019 roma Ne 2984-p
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IIpuioxkenue b. AiiropuTmMbl 1eHCTBUH Bpaya

[TanueHT ¢ MOKO3pEeHNEM Ha HapyIICHHE
MUTOXOHAPHATIEHOTO - OKHCIICHUS KUPHBIX
KHUCIIOT

|

Jnarnoctuka

!

Kouncynpranus Jlnaraos
PO HIHHOTO MOJTBEPK/ICH
CreruanmucTa
Jleuenne:
—————>
£ B 3aBUCHUMOCTH
OoT OpMBI
MOHHUTOPHHT
1a00paTOPHBIX «—,
MoKa3areyeu nauruenTa
HET JA
Tepanus

s dexkTuBHA
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Hpuiaoxenue B. Undopmauus 14 nanueHra

METABOJIN3M U HAPYHIEHUSA OBMEHA BEIHIECTB

TepmuH “merabonm3M” MOApasyMeBaeT IMOJA CO0OW BCE MPOIECCHl HEOOXOAMMEBIE IS
(YyHKIMOHUPOBAHUS U PA3BUTUS OPraHM3Ma, B XOJ€ KOTOPHIX 0Opa3yeTcsi W pacxomyercs
sHeprus. benku, xKUpbl U yIiIeBObl - OCHOBHBIE MHILEBHIE BEIIECTBA, KOTOPHIE UCIIOIb3YIOTCS B
KaueCTBE ChIPbsI ISl CHHTE3a HOBBIX KJIETOK MJIM OKUCIISIOTCS, JOCTABIISISI OPraHU3MY SHEPTHUIO.

IIponieccel MeTaboaM3Ma MPOUCXOAAT B YEJIOBEUECKOM OpraHu3Me eXeceKyHIHo. [laxe
B YCIOBMSX IIOJIHOTO IIOKOSI 4YEJIOBEK MCIIOJIb3YeT HEKOTOpOoe KOIMuyecTBO 3Hepruu. OnHa
HEMPEPbIBHO TPATUTCS Ha (PU3UOJOIMUYECKHE MPOLIECCH, KOTOPbIE HE OCTAaHABIMBAIOTCS HU Ha
MUHYTY.

Yactp sHEpruu HEOOXOAMMA /ISl TIOCTPOEHUSI HOBBIX TKAHEBBIX KOMIIOHEHTOB, JIpyras
pacxoayercss B mpouecce (DyHKUMOHUPOBAHHUS KIETOK: NPU COKPAIEHUWU MBIIIL, [epeaaye
HEpBHBIX UMITYJbCOB. OcCTallbHasi 3HEpPrus ocBoOOXAaeTcs B BUJE Terwia. g mpou3BOACTBa
SHEPruM Mbl HCHOJb3YEM NPOAYKTHI IMUTAaHUS, @ B HUX OTCYTCTBHE pE3EpBHBIE 3aIlachl
NUTATENbHBIX BELIECTB, IPHUCYTCTBYIOIIME B HAlleM OpraHu3Me. 3a KaxIbpld JTan
(OMOXMMMYECKYIO PEaKLMIO) B MIPOU3BOJACTBE SHEPTUU OTBEUACT KOHKPETHBIN OEJoK, (hepMEHT.
VY Ka)XJJ0ro U3 HUX €cTh CBOSI (PyHKIMs. DTO Lesblil KOHBeHep XMMHUYeCKUX peakuuid. Ecinu onun
(depMeHT He paboTaeT, TO Bes 1ET0YKa OCTAHABIUBACTCSA, U OPraHHU3M HE MOJIy4aeT KOHEUHBIH
OPOAYKT, YTO HPUBOJUT K HAPYLIEHUIO METa0OJIM3Ma, pPa3BUTUIO 3a00J€BaHUM U3 TPYIIBI
HaCJIe/ICTBEHHBIX HapymeHuit oomena Bemiects (HBO).

METABOJIM3M KUPOB

Kups! (Tpurnuuepuabl) 3T0 COEIUHEHUSI KapOOHOBBIX KHCIOT M TPEXATOMHOIO CIIUpTa
runepuHa. CyniecTBYIOT pas3jIMyHbIe TUIBI KUPOB. B 3aBUCMMOCTH OT THMa >KUPHBIX KUCIIOT,
KOTOpBIE MPEUMYIIECTBEHHO O0pa3yloT KMpbl, U OT CTENEHH HEHACBHIIEHHOCTH (KOJIMYeCcTBa
JBOMHBIX WM TPOMHBIX CBSI3€HM) MKUPHBIX KUCJIOT, Pa3IM4alOT: HACBILICHHbBIE KUPBI (TBEPABIE) -
JKUPBI KUBOTHBIX U NTHILl, 1 HEHACHIIEHHBIE KUPbI (KHUJIKHE) - OHU BCTPEUAIOTCS B OOJBIIOM
KOJINYECTBE B PACTUTENIbHBIX Macjax, Opexax MM MOPCKOil priOe.

HacpineHHsbIe )KUpPbl CTAHOBSTCS KIOYEBBIM HCTOYHUKOM DHEPIUU JUIsl OpraHu3Ma B TeX
CUTyallUsX, KOTJ1a OH IOJABEpPraeTcss CUJIbHBIM (HU3MYECKUM Harpy3kaMm. HeHacblleHHbIE
JKUPHBIE KHCIOTHl YYacTBYIOT B pEereHepalnuu KIeTOK W B MMMYyHHOW 3amure. OmHON U3
BaXHeMIMX (yHKIUI kupa sBisercs sHepreTudeckas. Kup oOecneunmBaeT BABOE OoJblie
KaJIOpui (SHEPTuu) YeM YIIIeBOIbI.
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HWUPHLIE KUCNOTHI B 2ABUCHMOCTH OT KONWYECTBA ATOMOB YTNEPOOA
PAINENAKOTCA HA TPH TPYIMNMLI:

HUP (EOA) WP (OPTAHW3M)

w ¥
HAP

INTMHHOLEMOYEYHBIE MMPHBIE KMCIOTEl 14-24 C C-C-C-C-C-CC-C-C-C-C-C-C-C-C-C-C-C-C-C-C-C-C-C4
CPEQHELIEMOYEYHBIE MWPHBIE HMCNOTEl  B-12C C-C-C-C-C-C-C-C-C-LC-C-C

HOPOTHOLIEMOYEYHBIE MMPHBIE KUCNOTH! 4-6C C-C-C-C-C-C

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

MUTOXOHAPHATIBHOE OKHMCIEHHE >KMPHBIX KHCIOT - OAMH U3 IJVIABHBIX HMCTOYHHKOB
SHepruu, obecrneuynBarolMii B nepuoa ronoganus ao 80% ot obmieil morpeOHoctu. Korna
YPOBEHB TJIIOKO3bl CHMXKAETCS, a 3a1acoB TJIMKOI'€Ha CTAHOBUTCS HEOCTaTOYHO, YTOOBI TOKPHITh
BCE DJHEpPreTudyeckue MOoTpeOHOCTH (MpU TOJIOAHUU M JUINTENbHOM (U3NYECKOW Harpyske)
akTuBHUpyeTcs aunoiaus. Ilpoucxoaut odpazoBaHue IITMHHOLEIIOUYEYHBIX KUPHBIX KUCIOT (C16-
C20) u rMuepuHa W3 3aMaceHHBIX B JKUPOBOM TKaHW TpHALMITIULEpUHOB. Perymmpyer
JUIOAN3  TOPMOHYYBCTBHUTENBHAS  JIMIIA3a, KOTOpasi  aKTUBHPYETCS  TOPMOHAMH,
CEKPETUPYEMBIMU IIPU T'OJIOJAHUU U CTPECCE: TNIIOKarOHOM U KOPTHU30JI0M.

B nmedeHun, B MHUTOXOHJpUAX, HUAET Hpolecc OOpa3oBaHHs KETOHOBBIX TeNl —
MUTOXOHJIPHAJIBHOE B-OKUCJIEHHE >KMPHBIX KUCIOT. KEeTOHOBBIE TENs SBISIOTCS BAKHEHIIMM
MCTOYHUKOM 3HEPTUH I TOJIOBHOT'O MO3Ta.

Jns  B-OKMCIEHHMS >KMpPHBIE KHCIOTHI HEOOXOAMMO JOCTaBUTh B MHTOXOHIPUHU.
BuyTpeHHssT MUTOXOHIpHalIbHAs MeMOpaHa HENMpOoHHUIaeMa JUIsl JUIMHHOIETIOYEUHBIX >KMPHBIX
KHUCJIOT, M OHU MPOHHUKAIOT BHYTPh C IOMOLIbI0 KAapHUTHMHOBOM YEIHOYHON CHCTEMBI.
Kapuutnn-3aBucuMble pepMEHTHl — KAPHUTUHTPAHCIOKA3a, KAPHUTUHIIAIBMUTOMITPaHchepassl
I u II - obGecrieunBarOT MEPEHOC JIMHHOLENOYEYHBIX KUPHBIX KUCIOT B BUJE CIIOKHBIX 3(UPOB
(aUMIKapHUTUHOB) M3 LUTOIUIa3Mbl Yepe3 HapYKHYI0 M BHYTPEHHIOIO MHUTOXOHAPHAIBHYIO
MeMOpaHy B MaTpHKC MHMTOXOHJIpHUH. B mporecce OKHMCICHHS XHUPHBIX KHCIOT, C KaXKIbIM
[IaroM WX LENHU YKOPauMBaIOTCS, 3@ KaXIbIil d3Tal HAa ATOM IYTH HECET OTBETCTBEHHOCTH
oTpezieNIeHHbIN (pepMeHT.



OAHHHOLMOUEYHEIE KHCNOTEI KapHWTHH

|
cPm
T e o ronnasa

ANHHHOLNOYEYHBIE KHCAOThI HaPHHUTHH

O/IMHHOLMOYEYHLIE KUCAOTEI HapHHUTHH KapHHTHH

[ umounoneume icron Do

LCHAD

CpefHeLeNOUEUHLIE HHCAOThI c-C

MWTOXOHOPHA

Puc.2. Cxema B-okuCIIeHHS JKHUPHBIX KHUCJIOT.

B yumonnazme OnunHOyenoyeyHvle JICUPHLIE KUCIOMbL  CEA3LIBAIOMCA C  KAPHUMUHOM
pepmenmom kapnumun naremumounmparncgepasoui I (CPTI) , 06pa3zys ayuikapHumumbi.
Ayunkaprumun mpancnopmupyemcs epmenmom-mpaHcnopmepom KapHUmMuH-mpaHcioKazou
(CACT) 6 mumoxonopuu.

Ayunkaprumun cHO8a pacWenisnemcs (PepmeHmom KapHumux naivmumounmparcgpepaszou 11
(CPTII). 6viceobodcoas  KapHumuH, KOMOPbIUL MOMCEM GEPHYMbCA 8 KIemKY U NO8MOPHO
ucnonvzoeamn. JKupHvle Kuciomol ¢ ONUHHOU YEnvlo YKOPAUUBAEMCcsi 00 CPEOHEeYenoyeyHbxX
orcupnvix kucrom gepmenmamu VLCAD, LCHAD u TFTPFP. Ykopouenue dcupHulx KUciom

HAasvleaenicA ,B'OKMC]Z@HH@M

HAPYIHIEHMUSA -OKUCJIEHUSA )JKUPHBIX KUCJIOT

[Ipu HepocTaToOUHOCTH (PEPMEHTOB, KOTOPBIE TOMOTAIOT KUPHBIM KHCIOTaM IMPOHUKHYTh
B MHUTOXOHJPUHU (TO MECTO TJe UAET CHHTE3 HYKHBIX HAllleMy OpPTaHW3MY KETOHOBBIX TE€N), U
nepunute (GEepMEHTOB, KOTOPBIE PACHICTUISIOT >KUPHBIE KHUCIOTHI MPOUCXOIUT OJIOKUPOBaHUE
(unmu pe3koe CHM)KEHHE) MUTOXOHJIPHAILHOTO B-OKHCIIEHHUS, YTO 3acTaBiisieT Hall OpPraHu3M
UCKaTh aJbTePHATUBHBIC IMYTH YTUIN3ALUU KUPHBIX KUCIOT, M 3TO IPUBOIUT K HAKOIUICHUIO
TOKCHYECKHX BEIIECTB, KOTOpPbIE OKAa3bIBAIOT HEOIAronpusTHOE BO3ACHCTBHE Ha TKaHU
TOJIOBHOT'O MO3Tr'a, CEPJILIA, [IEUYEHHU U JIP.
B HOpMe akTuBaIMsl MUTOXOHIPUAIBHOTO B-OKHCICHUE KUPHBIX KUCIOT, 3TO (PU3HOIOTHYECKast
peakuus OpraHuM3Ma Ha TOJOJAaHWE WM H30BITOYHOE TMOCTYIUIGHHE JKUPHOM MHUIIH,
UHQEKIIMOHHBIN MPOLIECC U MOBBIMIEHHYIO (PU3NYECKYIO (C BBICOKOM MBIIIEUHOW aKTUBHOCTHIO)
WJIN SYMOLMOHANBHYIO Harpy3ky. Ho nmpu natonoruu (HapyumeHun mporecca OKUCISHHs! JKUPHBIX
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KHCJIIOT) OTO BeIeT K MeTabOIMYeCKOMY aIluao03y, THIEPaMMOHUEMHHU, YCYTyOJEHUIO
THITOTJIMKEMHH, TIOPAKCHUIO BHYTPSHHUX OPTaHOB.

o o

: ' meTabonnyecKuii
3K30TeHHBIE KMphI
(nocTynaroT ¢ nuweri) aumaos,

HapylweHUe oKMCneHus

OKMCINEHIME HIAPHBIX KIACNOT

FUNOrIMKeMMs,
1 HUPHELX KKMCNOT
)_ rUNEpammoHUemms,
v
2 >¢> nopaxeHue

e -
)

3HAOTeHHEIE KUPBL
(®upbI opraxzma)

BHYTPEHHUX OpraHoB

Puc.3. Cxema B-OKHCIIEHUS )KUPHBIX KUCIOT B HOPME U NP MATOJIOTHH
KJIACCU®PUKALIUA HAPYHIEHUN B-OKHCJEHHUSA XWUPHBIX KHUCJIOT U
TPAHCIIOPTA KAPHUTHUHA

W3BectHo Oosiee 15 pa3nuuHbXx (QOpM HapyUIEHHMH MUTOXOHJPHUAIBLHOTO B-OKHCJIEHHE
KHUPHBIX KHUCIOT. Bce OHM CBf3aHbl ¢ HapylieHMEeM O€lIKOB MM (PEPMEHTOB, KOTOpbIE
Y4acTBYIOT B METa0OJIM3ME KUPHBIX KHCIOT. [lockoybKy Ha3BaHHs (EPMEHTOB OYCHb JUTMHHBIC
U CIIO’KHBIE, IPUHATO UCIOJIb30BaTh COKpAIlEHHYI0 ab0peBHaTypy, aHIIIMHCKYI0 WIH PYCCKYIO
(B pyCcCKHX CTaThsIX U KHUTAX).

1. HapyueHune TPaHCHOPTA KUPHBIX KHCJIOT

o [IlepBuunblii nepuuut kapuuTuna (rem SLC22A5)
Knunnueckue mposiBIeHMs: KapAMOMHUOIATUS, apUTMHUsSI, CepAeyYHasi HEJOCTaTOYHOCTb,
MBIILIEYHAs CI1a00CTh, TOPAKEHUE MTEUEHHU.

e Kapuutun naasmuromarpancpepassl 1 aepunur (ren CPT I):  KimHnueckue
IPOSIBJICHUS: TSDKEJIOE MOPaKEHUE NI€YEeHNU, HapyIIeHne ee QyHKIUU, X0JIeCTas.

e Kapuutun Tpanciaokassl neguuut (ren SLC25A20)
KimHngeckue nposiBieHus: Tskenas KapAUMHOINIATUs, ApUTMUH, TIOPAYKEHUE TTEUEHHU.

e Kapuurun nansmuroniarpancpepassi 2 fepunut (re CPTII):
Knunnueckue mposiBiaeHus: NpH  paHHed MaHudecrtanuu (HeoHaTajdbHas ¢opma)
KapAMOMUONATHs, TOPAXKEHHUE [TEUEHHU.
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[Tozmusast manudecTaius, y B3pOCibix, Oonee Msrkas ¢hopma, TMPOSIBISETCS dMU301aMU
MBIIICYHON CIIA00CTH, TPYTHOCTSIMH IIPH BBITIOJTHEHUU (PU3HMUECKOW HATPY3KH.
Hapyienue B-OKHCJIeHUS KUPHBIX KHCJIOT

Koporkouenoyeunoii anuia-KoA nermaporenassl nedpunur (SCAD) (ren ACADS):
0OBIYHO TPOTEKAET OECCUMIITOMHO.

Cpennenenoveunoi anuia-KoA agermaporenasnl nepuuutr MCAD (ren ACADM):
Knunuueckue nposiBieHus: MOXeT MaHU(eCTUPOBaTh B JTI0OOM BO3pacTe, MPOSBIIAETCS
OBICTPO TPOrPECCUPYIOLUIUM METa0OINYECKUM KPHU30M IOCIE IIUTENBHOTO TOJIOAAHUS
win ¢undeckoil Harpy3ku. TomrHoTa, pBOTa, YacTO MPU HOPMAILHOM YPOBHE TIIFOKO3BI
B KpoBH. [Ipu OTCYTCTBMM Tepanmuu MOXKET MPUBECTH K CyJA0pOraM, KOME U OCTaHOBKE
cepaua.

MuoxecTBeHHbIN Aepuuut auuia-KoA neruaporenas — riiyrapoBasi auaypus THII
II (ren ETFA)

Knunuueckue nposiBiieHUs: OYEHb pa3HOOOPA3HbL: IMOPOKU PA3BUTHS FOJIOBHOTO MO3ra,
KHACTO3HAs1 OOJIE3Hb MOYEK, TUIOTTIUKEMHUS, AIli103, SIIIICTICHSI, KapIUMHOMATHS.
MHuUTOXOHAPUAIBLHOIO TPUPYHKIHOHAJIBHOTO 0esika aepuunT (MTP)
MJnHHOUenoYeyHo ruapokcwia-KoA neruaporenasslt aepunur (LCHAD) (ren
HADHA)

Knunudeckue mposBiieHus: paHHssT MaHUdecTalus, MOXKET BKIIIOUaTh KapIUOMHIIATHIO,
HapylIeHue padoThl IEUYeHU, MBILIECUYHYIO CIa00CTh, HEHPONATHIO, PETHHOIATHIO.

Ouenp pauHHOUeno4veuyHoil anmia-KoA npermaporenassl nepunur VLCAD (ren
ACADVL): Kiunudeckue TMpPOSBICHUSA: JaHHOE 3a00JieBaHHWE BapbHpPyeT OT
YMEPEHHBIX, c71a00 BBIPAXKEHHBIX CUMITOMOB Y OJHHX, 10 00JI€e Cepbe3HBIX MPOOIEM y
npyrux. IlepBble CUMOTOMBI MOTYT IPOSIBUTBCA KaK C POXKJIEHUS, TaK U YK€ BO B3pOCIION
YKU3HU.

Muaanenyeckass gopma - Gonee Tsoxenas, nporekaer kak LCHAD, manudecrupyer
MEXIYy POXIECHHEM U 4 MecslaMu, MOXKET BKJIIOYaThb KApAMOMHUIIATUIO, HapyIICHHE
paboThI EYEHH, MBIILICYHYIO c1a00CTh, HEWPOIIATHIO, PETUHOTIATHIO

Jerckasi ¢opMa - CUMNTOMBI OOBIYHO MOSIBIISIIOTCS B PaHHEM JIETCKOM BO3pacTe,
OOBIYHO TPOBOLUPYIOTCA OOJE3HBIO WM MEPUOJOM JUIUTEIBHOIO TOJOAAHMS.
[TposiBnsitOTCA CUMIITOMAMH THIIOTJIMKEMUHU U METa00JIMYECKUM KpU30M. Tak ke MOXKET
BKJIIOUATh CJIEIYIOIINE IMPU3HAKU: TEeNaTOMEraliiio, MBIIIEYHYI0 CJIab0CTh, OCOOEHHO
MOCJI€ BRIPAXEHHOU (hr3uUecKoi Harpy3ku. [laTomoruu co CTOpOHBI cep/la mpu TaHHOM
TUIE 0OBIYHO HEe HaOMoAaeTcss. Y HEKOTOPBIX JeTel CHMITOMBI JAaHHOTO 3a00JIeBaHUs
BBIPa)KE€HBI HACTOJBKO CJ1a00, YTO PACIO3HAIOTCS TOJBKO IOCIE MOCTAaHOBKM JMAarHo3a
OpaTy uiu cecTpe.

Io3aussa (B3pociaas) ¢popma - Knunuueckue mposiBaeHus: padaomuonus. IlepBeie
CUMITOMBI HaYMHAIOT MPOSABIATHCA B MOJAPOCTKOBOM HIJIM yXKE€ BO B3POCIOM BO3pacTe.
[TosiBnsiercss o0miast MbllIeYHass Cl1adOCTh, KOTOpas CTAHOBUTCS TPOJIOJIKUTENBHOM,
Oonee BbIpaXeHHass IMocje (PU3UYECKHX  HArpy3oK. Mpimeynas — ciabocTthb
COTMPOBOXKAAETCA OO0JE3HEHHOCThIO, CcyJoporaMu. MOoOXKeT TMOSBHUTbCS KpacHOBATo-
KOPHUYHEBBIN 1IBET MOYHU.
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[Ipu nanHOM THME, O€3 JIEYECHUST MOXKET Pa3BUTHCS MOYEUHAs HEAOCTaTOYHOCTh. OTHAKO
poOJIEMBI C CEpILIeM B METAO0OJUYSCKUNM KPU3 HE XapaKTEepHBbI I JTaHHOW (pOpMBI U
YPOBEHB TIIOKO3bI B KPOBH OCTAETCS OTHOCUTEIILHO CTA0UIIBHBIM.

e HMG- KoA cunra3sl nepuunt (rek HMGCS2)
Knunudeckue mposiBI€HUS: OCTpasi TUIIOKETOTUYECKAs] TUIIOTJIMKEMHUS, OTHOCUTEIBHO
HU3Kas IEPEHOCUMOCTb T'OJIOJaHUsI.

o HMG- KoA sma3bl ne¢puunt (redk HMGCL)
Kinanueckue mposiBJICHUS: OCTpasi TUITOKETOTHYECKAsT THIOTIMKEMHUSI,METa00TMIeCKUI
aIuI03, IOpaXKEeHUE TICYCHH.

I'EHETUYECKUE NIPUYUHBI HAPYIHEHUA OKUCJIEHUA )KUPHBIX KUCJIOT
['ensl npencraBistoT coboit nmocnenosarenbHocTh JJHK 1 B HUX 3amMcaHbl HHCTPYKLUU

no «mpurotoBieHuto» 6enkoB 1 PHK. ['ensl HaxomsaTcs B XpoMocomax. Y denoBeka 23 mapbl
XpPOMOCOM, OJHY M3 XpPOMOCOM C COOTBETCTBYIOIIMM HAaOOPOM I'€HOB OH Haclie[lyeT OT MaTepH,
BTOpYIO OT oTua. Emie ectb JBe MOIIOBBIE XPOMOCOMBI, KOTOPBIE ONPEICISIOT POl peOeHKa — Y
JIEBOYEK JBE X-XpPOMOCOMBI, @ Y MAJIbYUKOB OZHA X U OJHA Y -XPOMOCOMBI.

Bce 3a0oneBanust U3 JaHHOW IpyNIbl HACIEAYIOTCS IO ayTOCOMHO-PELIECCUBHOMY THILY.
OTO0 3HAYUT, YTO 00a POAUTEINS SABIAIOTCS HOCUTEIIMH MyTallld, HO HE OOJIEIOT, T.K. Y HUX €CTb
BTOpas KOMHUs 3]0pOBOro reHa. Puck poxkaeHus OOJbHOTO pebeHKa B JaHHOM cllydyae
coctaisieT 25%. bonbHOI pebeHok HacaeyeT OJHYy KOMUIO “00JbHOr0” reHa OT 0TLA U OJHY—
0T Marepu. 3abosieBaHUE MPOSBISAETCS TOJBKO B Clyyae HaJIMUMA JBYX KOMHHA MOBPEXKAEHHOTO
rena. MajJbpb4iKH U J€BOYKHU OOJIEIOT C OJJMHAKOBOM YaCTOTOM.

OTeu-HocuTenb ” ’ MaTtb-HOoCUTENbHMLA

00 O
l | l
00 00 O

[ 4 ¢ [ ) O
AN AR AR, AR
L 94 L 94 R R
3poposble 25% Hocutenu (retepo3urotbl) 50% bonbHble 25%

Puc.4. Cxema ayTOCOMHO-PEIIECCHBHOTO THIIA HAC/ICOBAHHUS
JAUATHOCTUKA HAPYIIEHUU OKUCJIEHUSA ) KUPHBIX KUCJIOT

OCHOBHBIMU METOJIJaMU JMArHOCTUKH 3TOM TPYIIIbI O0IE€3HEH ABISIOTCS OMOXMMHUYECKHE

TCCTHI. HpOBOI[HT OMPCACIICHUC AalHUJIIKApDHUTUHOB B KpPOBH MCTOAOM TaHJAEMHON Macc-
CIICKTPOMCTpPUH.

IIpu pasueix ¢opmax 3a0oneBaHMid HAOMIOAAETCS TMOBBIIMICHUE OIpPEIEICHHBIX
AIMJIKAPHUTHUHOB.
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AnMIKapHATHHBI 0003HAYa0T OyKBaMu ¢ U(PPOI, KOTOpasi yKa3bIBA€T HA YUCIIO aTOMOB
yriaepoja B JAHHOM COEIMHEHUH, Ipyrue 0003HAUCHUS OTHOCATCA K HAJIMYUIO TBOMHBIX CBSI3EH,
TUAPOKUCIBHON TIpynnbl U T.J. Takke pa3paboTaHbl METOIbl ONPEIEICHHUS aKTUBHOCTU
(depMEeHTOB, HO MX MPOBOJAT OYEHb HEOOJIBIIOE YMCIIO JTAOOpAaTOPHl BO BCEM MHpE U HUX
CIeTlyeT PEKOMEHIIOBaTh, eciau B pesynbrare JIHK-amarHocTHku He ynanoch OOHAPYXKHTH
MyTalllu B I'CHC.

Tabmuma 1. CootBercTtBue Mexay HekotopeiMu FAOD wu  wu3MeHeHHMsIMH  ypOBHEH
aIMIIKAPHUTHHOB

N3menenue I'pynna anuiakapHUTHHOB 3abosieBanue
AIUIKAPHUTHHOB
C10 1t C10:1 1 C6 1t CpennernenoveuHbie HenocratouHocTh cpeaHelenoyeuHomn
C81 AWIKAPHUTUHBI anmwi-KoA geruaporeHassl
Cl4 1t Cl4:17 Cl4:27 JImMHHOLETIOLICYHbIE HenocrarouHocth 0ueHb
Clé:1 7 AlWIKAPHUTUHBI U IIAHHOLeTToueuHOH amin-KoA
HEHACHIIIICHHBIC JIeTUAPOTeHa3bI
JUTMHHOIIETIOYEYHbIE
AIMIIKAPHUTHUHBI
C160H1,C180H ) JIMMHHOLIETIOLIEYHbIE HenocratouyHoCTh ATMHHOIIETIOYEYHOM
C18:10H1,C16:10H 1 | anunikapHUTHHBI cofiepskaliue | 3-ruapokcuanui-KoA neruaporenassl
TUAPOKCHIIBHYIO IPYIITY AUrAzn)
co CB0OOIHBII KAPHUTHUH IlepBruHas HEQOCTATOYHOCTH
KapHUTHHA

JTHK-TUATHOCTHUKA

BoisiBUTH MyTanuio (IOJOMKY) B T€HE MOXHO MOJEKYJISPHO-TEHETUYECKUM METO/I0M,
quis aroro npooautcs JJHK-nuarnoctuka. OnHako, ObIBalOT CilyyaH, KOT/Ia MyTallMiO HAWTH C
IIPUMEHEHUEM CTaHJIAapPTHBIX METOAOB HE yhaercsa. Torga Bpaud IpU ITOCTAHOBKE IUArHo3a
OPUEHTUPYIOTCS Ha KIIMHUYECKHE CUMIITOMBI U OMOXMMUYECKHE U3MEHEHUSI.
Ecnu Myranuu HaliieHbl 5TO JA€T BO3MOKHOCTB OIPENCIUTh HOCUTENIEH B CEMbE U IIPOBECTH
MpEHATaJIbHYIO U/WUIU MPEUMIUIAHTAlMOHHYIO JUATHOCTHKY.

MOT'YT JIXU APYTUE YJIEHbBI CEMbU 3ABOJIETH WU BBITb HOCUTEJISAAMUNU?
Bbpates u cectpbl 6obHOTO peGeHka, MOTryT OBITh OONBHBIMH, JaK€ €CIU y HUX Ha

MOMEHT JTUAarHOCTHKH WICHOB CEMbH HE OBUIO CUMNTOMOB. B maHHOM ciydae HEOOXOIUMO
MIPOBECTH JTMAaTHOCTHKY, YTOOBI KaK MOKHO PaHbIIIe HA4YaTh TEPAMHUIO U U30€KaTh OCIOKHEHUH.
Takxe OHU MOTYT OBITh HOCUTEISIMU, KaK UX poauTend. YTo kacaeTcs JpYyTrux 4IEHOB CEMbH, TO
UM BaXHO COOOIIMTH, YTO OHU MOTYT OBITh HOCHTENSMU. JTO 3HAYUT, YTO U y HUX €CTh PUCK
pOXIeHHs peOeHKa ¢ TaHHBIM 3a00JIEBaHUEM.

Ecnu B cembe yxe ecTb 0IMH peOCHOK C HAPYIIEHUEM OKHCIEHUS JKUPHBIX KUCIIOT, KOTAa Y HETO
poxmaercs OpaT WM cecTpa, HY)KHO TPOBECTH HEMENJCHHYI0 TUAarHOCTHKY, Ha HAIUYUE
JaHHOTO 3a00JIeBaHMs, YTOOBI HAYaTh CBOEBPEMEHHYIO TEPAIHIO.

OCOBEHHOCTHU TEYEHUS 3ABOJIEBAHUI
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3a0oJieBaHUs M3 ITOW TPYIIIBEI MOTYT HAYMHATHCSA B JTFOOOM BO3PACTE - C TIEPBBIX JHEH H
Jla)Ke 4acoB JKU3HU, B IEPBBIC MECSIBl WIM MPOSIBUTCA TOJBKO B JETCKOM BO3pacTe WIH Y
noJpocTkoB. Bee 3aBucHT OT GopMBbl 0OJE3HH, TSHKECTH MYTAllMU W BHEHIHUX (PAaKTOPOB (Kak
4acTo peOeHKa KOPMSAT, KaK 4acTo OH OOJICeT | T.1).

Jns HexoTophix (GopM Ooliee XapaKTePHO TOPAKEHHE MBIIMICYHON CHUCTEMBI, JUIS IPYTUX -
cepacuHOM MbIbl. HekoTopbie 3a00iieBaHMs MPOTEKAIOT MPEUMYIIECTBEHHO C MOPaKCHUEM
NICYEHH U C PAa3BUTHEM METa0OINYECKUX KPU30B C THIIOTIIMKEMHUEH.

Metabonnueckue KpHU3bl - O4€Hb OMAaCHBL. VIMEHHO B 3TOT MEPHOJ MOTYT Pa3BUTHCA
HEoOpaTHMbIE TOBPEXKACHUSI TOJOBHOTO MO3Ta, KOTOPBIM KpaiiHe HYXJaeTcsl B MOCTYIUICHUU
MeTabOIMYECKON PHEPTHH B BUJC TIIOKO3bl WJIM KETOHOBBIX Tel. EcCiM mpu MHOTHUX APYrux
HACJIC/ICTBEHHBIX ~HApyIICHUsIX OOMEHa BEIIECTB, COMPOBOXKIAMOIIUXCS THIIOTIIMKEMUCH
(HampuMep, HapyIIEHUSIX 0OMEHA TJIMKOreHa) HAOJI0aeTCsl BBICOKUI YPOBEHb KETOHOBBIX TEIl U
MO3T MOXET IMOJy4aTh SHEPIHI0 3a CYET HMX MeTaboM3Ma, TpU HAPYNICHUSX OKUCIICHUS
JKUPHBIX KUCJIOT YPOBCHb KETOHOBBIX TEJI HU3KHU, MOATOMY IMOBPEXKIECHUE TOJOBHOTO MO3ra
pa3BHUBaeTCsA OUYEHb OBICTPO.

OBPA3 )KN3HU, EXXKEJTHEBHAS TEPAIIUA U JTUETA

Jloarocpoynas Tepanus B JaHHOH rpyme 3a001eBaHui - 3TO AUETOTEpaIIusl.
Hemnu:
e HopmanbHoe pU3NMUECKoe U UHTEIJICKTYaIbHOE Pa3BUTHE.
e [IpubaBka B Bece U POCTE, B COOTBETCTBUE C BO3PACTOM.
o JlpenynpexeHne XapaKTepHBIX CHUMIITOMOB, HalpUMEpP MBILIEYHONH OOJIM, MBIIIEYHON
CJ1a00CTH.
e [IpenoTBpamicHe ONacHbBIX MPOSIBICHNN, TAKUX KAaK MIOBPEXKIEHUE CEPACUHOMN MBIIIIIIBI.
o [IpenynpexneHve KaTabOONMUYECKUX CUTyallUd, KOTOpblE MOTYT MpPHUBECTH K
METa0O0IMYECKUM KpU3aM C TUTIIOTTIMKEMHUEH U pa3pyIeHHIO MBIIIEYHbIX KIETOK.

JUis foCTHXKEeHMs ITUX LieJlel JueToTepanus J0JKHA OTBeYaTh CIeyIONUM TpeOOBaHUSAM:
e (OO0ecrneunBaTh aJleKBaTHOE MOTpeOsieHHe Oelka B COOTBETCTBHE C BO3PACTOM U
HOTPEOHOCTBIO.
ObecneunBaTh HE3AMEHUMBIMH JKUPHBIMHA KHCIIOTaMHU, BATAMHHAMHU ¥ MUHEPAIaMHU.
MOKPBIBATh YHEPTO3aTPaATHI.
N36eraTh UIMTENBHBIX TIEPHOIOB TOJIOIAHUS
OrpanuymnBaTh NOTPEeOIEHUE KUPHBIX KUCIOT C JUIMHHON IETbIO.
Co0TBeTCTBOBATh BKYCY, BO3PACTY U OTPEOHOCTSIM peOeHKa.
[ToaxoauTs A71s TOBCETHEBHOM YKU3HU.

3a0os1eBaHNsl, NIPH KOTOPBIX JHETA He HCIOJIb3YeTCs:

e [lepBuuHBIi JePUINUT KAPHUTHHA
o Kopotkonenoueunoit aumn-KoA nerunporenassl qe¢puut (SCAD)
e Cpennenenoueunoi anuin-KoA nerunporenasst nedpunur MCAD

3a0oJieBaHusl, IPU KOTOPBIX UCIOJIb3yeTCs AUETOTEPAIIHS:

e Kapuutna nansmuronntpancdepassl 1 nepunut (CPTI)
e Kapuutua nansmutonnrpanchepass 2 nedurut (CPTIN)
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MuTOXOHIpHAILHOTO TpU(YHKIIHOHAIEHOTO Oenka neguuut
JUTMHHOTIeTIouedHoM ruapokcmii-KoA neruaporenassl neduiut (LCHAD)
Ouensp pnuHHONETIOUEHHOM armin-KoA neruaporenasst gepunur (VLCAD)
MuosxectBeHHBIN nedunut ammwi-KoA neruaporenas

HMG- KoA cunrassl gedumnur

HMG- KoA nua3sl nedpunur

YMepeHHOe OrpaHNYeHNe KHPA B PalMOHe:
Kapuutun nansmurountpancdepasst 1 gepuuut

YMepeHHoOe HIH 3HAYNTEIbHOE CHUKEHHUE sKUPA B PallMOHe:

Kapuurtun nansmurounntpancdepasst 2 gepuuut

Ouenp  mmHHOUEnoyeyHoW  anmin-KoA — mermaporeHassl  nedumuT
(6eccummroMHas gopma)

MHuoxectBeHHBIN nedunut ami-KoA neruaporenas

(MTP)

VLCAD

3HaunTeNbHOE CHHJKEHHE JKMpa ¢ HCIO0JbB30BaAHHMEM MCT (cpe)meuenoqeqm,lx

TPUIJIHLEPHI0B)+HOYHbIC KOPMJICHHUS:

MuTOXOHIpHAIEHOTO TpU(YHKIIHOHAIEHOTO Oenka nepuuuT
JUTMHHOIIeTIouedHOM ruapokcmii-KoA neruaporenassl nedurut (LCHAD)
Ouenp quHHONEnoue4yHOH auun-KoA nerunporenassl nepuuut VLCAD

Taoauna 2. MakcuMaJbHbIH NEPUO/I I0JI0a B 3aBHCUMOCTH OT BO3PacTa:

(MTP)

qaCoB

BO3pacT Ipuem nuum

0-4uen. Kaxxnpie 3 yaca, BKItouass HOUHOU MEPUOJL

< 6mec Kaxaple 4 yaca, BKJItoUasi HOUHOM MepuoJl

6-12mec. Kaxxaple 4 yaca, HOUHOM NepeEPHIB 6 YACOB.

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

>41. Kaxnasle 4 yaca, HouHoil mepepbiB 10 (12)

Buumanue! B Ta6J'II/H_[I>I NMPpUBCACHBI YCPCAHCHHBIC UHTCPBAJIbI MCXKAY IMPUCMOM ITHIIH.

I/IHTepBaJ'IBI MCXKAY NpueMaMiy MU B JTHEBHBIC YaCbl U HOYHBIC IIEPCPBIBBI MCKIAY
KOPMJICHUAMHU YCTAHABJIIMBAKOTCA HHAUBUAYAJIIbHO, B 3daBUCUMOCTH OT YPOBHA I'NTMKEMHUU.

Taoauua 3.

CpennecyTo4Hble HOPMbI (PU3MOJTOTHYECKUX MOTPEOHOCTEl B YJHEPTrUU IJIsI AeTeil

coraacio FAO/WHO/UNU 2001 (WHO Technical Report Series 17-24okt 2001)

Bo3spacrt (mec.) JHeprus JHeprus
(kkaJj/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
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

Juerorepanust npu 0ecCUMIITOMHOM (pOpMe HEIOCTATOYHOCTH OYeHb JJIMHHOLENOYCYHOH
anuia-KoA neruaporenassl (VLCAD):

e 0-4mec. — 50% rpymHoro momnoka + 50% crenuanuzupoanHoe nuranue ¢ MCT
e >4mec. — yMepeHHOe cokpaiieHue xupa 10 30-40% sHepruu o1 oO0Iiero Kauopaxa, u3
HuX 10-15% 3a cuer MCT, 3-4% 3a cdeT He3aMEHUMBIX YKHPHBIX KHUCIIOT.

JAuerorepanus npu HEJ0CTATOYHOCTH OYeHb UIMHHOLenmouyeyHoil anuia-KoA
peruaporedassl  (VLCAD) ¢ panHeilt Manudecranmeiddi M = HeAOCTATOYHOCTH
MHUTOXOH/APHAIBLHOIO TPUPYHKIHOHATBHOIO Oesnka (MTP) He0CTATOYHOCTH
AJTHHHOLeno4Ye4Hoi ruapokcumii-KoA nermaporenassl (LCHAD):

o 0-4mec — 100% cneunanuzupoanHoe nuranue ¢ MCT

e >4mec. — cokpaieHue xupa a0 25-30% sHepruu ot obiero kaisopaxka, 20-25% u3 Hux
3a cuer MCT, 3-4% 3a cyerT He3aMEHHMBIX >KUPHBIX KHUCIOT. CHU3UTH MOTpebiIeHHe
JUTMHHOIIETIOYEYHBIX KUPHBIX KHCIOT MAKCHMAaJIbHO Ha CKOJIEKO BO3MOXKHO.

Jliis1 BceX THNOB: U30eratb KaTadoau4eckux curyanmii!!!

ITPUMEP PACYHETA JUETHI
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Pacuer nuetsl ans peOEHKa ¢ JAMArHO30M: HEJIOCTATOYHOCTH JIMHHOIICTIOUEYHOM THAPOKCHII-
KoA neruaporenassl (LCHAD):
Bospact 1,5rona, Bec 10xr.

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

Kupsbr:
25% sHepruu N0JKHBI 00€CIIeYUBaTh KUPHIL.
It xupa — 310 9 Kanopuii (Kxan)

Hcxons u3 3Toro, pedeHOK JODKEH MOTYyYHUTh:
Kupst (r/cyt) =25% x 900/9/100% = 25r. xupa B CyTKH.

20% sHepruu 10JKHbI 00eCIIeUnBaTh JKUPHbIE KUCIOTHI CO CPEIHEH LIETIbIO, CIIE0BATEIbHO:
MCT(r/cyt) = 20% x 900/9/100% = 20r. MCT B cyTkn.

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

3-4% sHEepruM Mbl JOJKHBI 00ECTIEUUTD 33 CUET He3aMEeHUMBIX KUPHBIX kucioT (ITHXKK).
Cunraem:
IMTHXKK (r/cyt) = 3% x 900/9/100% = 31 B cyTKH

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

[Ipu wHemoctatoyHOCTH O4YeHBb IMHHOLENoYeuHoM anuia-KoA neruaporenassr (VLCAD) c
paHHell  MaHudecTanMeli M HEJAOCTAaTOYHOCTH  JJIMHHOILENIOYEeYHOH  ruapokcui-KoA
nerugporenassl (LCHAD) 6onee nenecooOpa3Ha nuera ¢ MOBBILIEHHBIM COJEpKaHUuEM Oenka
1,5-2,5r/xr/cyT.

B mpuBenenHom Bbiie mnpumepe peOeHKy BecoM lOKr cyrouHas HOTpeOHOCTH B Oenke
cocrasiserT: 15-25r.

benok 2 r/kr/cyt — 310 20r, B IpOIIeHTax OT 00IIero Kajopaxa 3To:

benku (%) =4 x 20/900 x 100% = 9%

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

W tax MBI mocuuTa M, YTO CyTOYHAs KAJIOPUHHOCTH pairmoHa y Hamiero pedenka 900kkan, u3

HUX 25% nsHeprum obecreunBalOT XKHUPbL, 9% OenKH, OCTaBIIYIOCS SHEPTHIO MBI JIOJKHBI
HOKPBITh 32 CUET YIJIEBOJIOB:

100% -25% -8%= 66%
IlepeBoaM B TpaMMBI:

VYrnesoasl (r/cyt) = 66% x 900/4/100% =148r.

INOJIMHEHACBIINEHHBIE HE3AMEHUMBIE KUPHBIE KUCJIOTBI (ITH’KK)
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CymectByet 2 Buga [THXXK: omera-3, omera-6 .

[MTHXXK 3aHuMaroT OOJBIIYI0 YacTh COCTaBa 3aIlIMTHON MeMOpaHbI (000JI0UKH) THOO0MH
kieTkd. Opranusm croco0eH mpeoOpa3oBbIBaTh KUPHbBIE KUCIOTHI OAHOTO Kilacca B JIPYrow,
HO HE CIOCOOEH CHHTE3MpOBaTh 00a Kiacca U3 Oojiee MPOCTHIX BEIIECTB, MOITOMY OHH
0053aTeNbHO TOJKHBI IPUCYTCTBOBATH B MUIIIE, TOJJOOHO MUKPOIJIEMEHTAM.

B namem opranmsme I[THXXK mmeror cBoiicTBa B 3THX k€ 000J0YKaX OOHOBIATHCS IO
M€pe TOr0, KaK KJIETKa MPOXOAUT CBOM €CTECTBEHHBIN JKU3HEHHBIN IIUKIL.

OpranusMm Bcerja HCIOJB3yeT T JKUPHBIC KHCIOTHI, KOTOPBIE €CTh B HalW4uH. VIMEHHO
no3TomMy nenecoodpasno, BrimrounTh B panuon [IHXKK kmacca omera-3 u omera -6 B
MPaBUIILHOM COOTHOIIICHHUE.

Owmera -3: AJIK (Anbda-nmunonenoBas kwuciota), JI'K (mokozarekcaeHoBas KucioTa) M
OIIK (siiko3aneHTaeHOBast KUCIIOTA).

Owmera — 6: mMHOIEBast KUCJIOTA, apaXUJ0HOBAs KUCIIOTA.

Taoauna 4. [THKK npu HU3K0KUPOBOM 1HeTe, ONTHMAJIbHOE COOTHOIIIEHHUE:

BO3pacT Owmera-6 Omera-3 Oomas Omera-6: Omera-6 Omera-3
(% ot (%ot cymma (% | Omera-3 (r/cyT) (r/cyT)
Jeprum) JHEPrum) oT
JHEPIruH)
0-<4mec. 4,0 0,5 45 8:1 2,0 0,25
4-12mec. 3,5 0,5 4,0 7:1 2,7 0,4
1-<4a. 3,0 0,5 3,5 6,5:1 3,5 0,6
>4,1. 2,5 0,5 3,0 5:1 55 1,1

Tab6auna S. Conep:xkanue ITHKK B pacTuTeJIBHBIX Macaax:

MacJja JIuHoJieHOBast Aabpa- Owmera-6:o0mera-3

KHCJIOTA JINHOJIEHOBAS

(omera-6) KHCJI0TA

(omera-3)

CadmopoBoe Maciio 75 0,47 150:1
TEIKBEHHOE MACJIO 49 0,5 98:1
JILHAHOE MaciIo 14 53 0,26:1
Kykypy3Hoe macio 55,5 1,0 55:1
OJMBKOBOE MacJIO 8,2 0,86 10:1
ParicoBoe macio 15 8,6 1,71
KynxyTtHoe Macio 425 0,8 53:1
Macno coeBbIx 6000B | 53 1,7 71
Macio noaconaeynoe | 50,1 0,2 62:1
Macio rpeukoro | 52,4 12,2 4:1
opexa
Macno  3apopsimeit | 55,7 7.8 7:1
MIIEHULIBI

I[oxo:;arelccaeHOBaﬂ KHCJI0Ta
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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

VYuuteiBasg, uro nuimpb Mmanas dacth JI'K kucnorel cuHTe3upyercs U3 ainb(a-JINHOJICHOBOM,
OJIHUX pACTUTEIbHBIX MCTOYHHUKOB JUIS BOCHOJHEHHS Heobxonumoro ypoBHs Owmera-3
HEIOCTaTOYHO. VIMEHHO MOATOMY B PAallMOH PEKOMEH]IYeTCS BKJIIOYUTH JOOABKH COJEpIKAIIUE
noko3orekcaeHoByto kucioty ([I'K) B Heooxoaumom kommuectBe. [lo3a [THXKK onpenensercs
BpauoM.

KAPHUTUH
[Tpu MEPBUYHOM nedummte KapHHUTHUHA, npernapaTsl
JICBOKAPHUTHHAICBOKAPHUTHHAIICBOKAPHUTHHAIEBOKAPDHUTHHA HA3HAYalOT B BBICOKUX J03aX
100-400 mr/kr/cyT.
B ocranpHBIX ciydasx KapHUTHH Ha3HAYaIOT B HEOONBIIUX JO3UPOBKAX C OCTOPOIKHOCTHIO
per.os. (1103a omnpenesaeTcs Bpauom)

IHPOTHUBOIIOKA3AHO BHYTpUBEHHOE BBEJCHUE PACTBOPA KAPHUTHUHA IIPU HAPYLICHUU
BloxucneHust )KUPHBIX KUCTOT!!!

KAKHUM OBPA3OM IIUTAHUE PEBEHKA MOKET BbITh ATJAIITUPOBAHO K
IIMTAHUIO CEMbH

K xoHmy mepBoro rojga >Ku3HH peOCHOK HAYMHAET MEPEXOAWTh HAa OOLIMI CTOJ, €ro
nuTaHue Bce OoJibllie HAYMHAET MOXOAWUTh Ha B3pociyro nuily. Ena mmeer Oonee TBepAyro
KOHCHUCTEHIIMIO, U ACCOPTUMEHT OT/IEIbHBIX MPOJYKTOB U OO/ pacIupseTCsl.

OBE3MUPEHHBIE
CNAAOCTHU

A ’ PACTUTE/IbHBIE
MAC/IA U CUT

— OBE3XUPEHHOE
MOJOKO, HEXKUPHOE

? MACO, PbIBA

/ \\,‘ HANUTKU

\
\

Puc.1. TlumeBas mupamua, WITIOCTPUPYIOIIAS COCTaB €KETHEBHOTO palioHa pedeHKa C
paccTpoiicTBoM MeTaboIn3Ma ITTMHHOIETOUYEYHBIX JKUPHBIX KHCIIOT.

bonpmiass yacTh TPOJYKTOB  COOTBETCTBYET PEKOMEHAALMSAM JUIsl  3[I0pPOBOTO,
pa3HoO0pa3HOro MUTAHHS JETe €O 3J0pOBBIM MeTabonm3MoM. OYeHb BaKHBI HAMUTKUA 0€3
caxapa, Takhe Kak MUHepallbHas BOJAa, GPYKTOBBIN Yail © HEOOIBIIOE KOTUIECTBO (PPYKTOBOTO
COKa, CMELIAHHOTO C ra3upoBaHHOM Boaol. B mpuopurere ¢pykrhl U oBou. B ux cocrase
MPaKTUYECKH HE COACPKUTCA JKHPOB, IMOATOMY OHHU MOTYT YHOTPEOJSATHCA B OOJIBIIOM
KoJM4ecTBe. PekoMeHyeTcsi, Kak U BCeM, ChealaTh S5 mopiuii (GPyKTOB M OBOIIEH B JICHB.
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Crnenyromuil ypoBeHb MHUIIEBOW MUPAMHAbI COACPKHUT 3E€PHOBBIE MPOIYKTHI, 37AKH K
kapTodens. [Ipu ux npuroToBIEHUE TOJKHO UCIIONIB30BAThCS MUHUMAIBHOE KOJIMYECTBO KHUPA.

O0e3:XKUpEeHHOEe MOJIOKO W MOJIOYHBIC TMPOAYKTHI OOOTamalOT €KEIHEBHBIM DPALMOH U
JOIMMOJIHAKOTCA MCHBIIUM KOJMYCCTBOM HCKHUPHBIX COPTOB MsCa U pBI6LI

Macna u TBepable XKUPBI JOKHBI ObITh 3aMeHeHbl MCT U He3aMEeHMMBIMH >KUPHBIMH
KHCJIOTaMU B IIPpaBUJIbHOM COOTHOIICHWH.

Ha Bepmne nupamMuibl HaXOASATCSI HU3KOKHUPOBBIE CIAJ0CTH.

METABOJHUYECKHWHI KPA3

MeTa6om4uecKuii KpU3 - KPUTHYECKOE, YTPOXKAIOIIEE )KU3HU COCTOSIHHUE, CIPOBOIIMPOBAHHOE
HeOmaronpusATHBIME ~ (pakTopamMu, OOYCIIaBIMBAIOIIMMH YCHJICHHBIA  pacrajx >KHPOB  C
00pa3oBaHUEM JKUPHBIX KHUCIIOT, HAPYIICHHEM WX OKHCICHHUS M MPUBOJAIICE K 00Opa30BAHHIO
TOKCUYHBIX META00OJUTOB.

Y10 MOKET CIPOBOLMPOBATH META00IUYECKUIT KPU3:
® UINTENILHOE rOJI0JaHueE
® uH(pEKIHI
® TspKenas GU3NYECKas U SMOIMOHAIIbHASI HArpy3Ka

IIpu3HaKu runorjimKeMuu (CHUKeHHE YPOBHS caxapa B KPOBH):
e (mabocth
e JIpoxsb
® [ '0JOBOKpYXEHHUE
e JIunkwuil XOJIOIHBIH TOT.

ITepBble cUMNITOMBI MeTA00JIMYECKOT0 KPU3a:

UpesBbIyaiiHas COHIMBOCTb, U3MEHEHUE ITOBEACHUS, Pa3IpakUTEIbHOCTh, CHH)KCHHE allleTUTa.
Yacto kpu3 mnpoBouupyeT HHGEKIMs, MOITOMY IEepBble MPOSBIECHUS MOTYT HAuYWHATHCS
JUXOPaJKOM, TOIIHOTOW, AWapeei, pBOTOM. 3aTeM ClEeNyeT CHUXKEHHE caxapa B KpoBu. Eciu
CBOEBPEMEHHO HE HayaTh JeUeHHEe y peOeHKa MOXKET MOSBUTHCS OABIIIKA, CYJOPOTH U KOMA.

B KAKHX CJIYYASX HYKHO HEMEJJIEHHO OBPATUTHCS 3A
MEJIUIIUHCKOM ITOMOIIbIO

Ecnu BB 3ameTnium 11000 U3 3TUX CUMIITOMOB Y Baliero pebeHka:
e [Inoxo# ammmeTuT
BripakeHnHas c1abocTh WK Ype3MEpHasi COHITUBOCTh
Psora
Huapes
Jluxopanka
[TocTositHHBIE MBITIIEYHBIE O0TH, CT1a00CTh MU KPACHOBATO-KOPUYHEBHIH IIBET MOYH.

YTO AEJATD ECJIM Bbl 3BAMETHUJIN Y PEBEHKA 3T CUMIITOMBI?
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VXynmeHue cOoCTOSHUS OOBIYHO HAOMIOJAETCS B TOT MOMEHT, KOTJa OpPTaHW3My HeE
XBaraeT HEpruu. VM oH HaYMHAET €€ UCKATh BCEMH BO3MOXKHBIMHU CIIOCOOaMH, OWH U3 MyTeH —
9TO pacmaj]i COOCTBEHHBIX TKaHel (karabonusm). JlomyckaTh 3TOro HU B KOEM ciiydae Henb3s. U
MepBOE, YTO MBI JOJIKHBI CIIENaTh, 3TO MOMPOOOBATh BOCIOIHUTH YHEPTHIO 32 CUYET TITFOKO3HI.
Jaiite peGeHKY yriaeBOIbl, 3TO MOXET OBbITh ()PYKTOBBIH COK, CIAaJKWN Yaid, WIK PacTBOP
TJTFOKO3BI.

YuuThiBas BBICOKMH PHUCK pa3BUTUS META0OJUYECKOTO KpH3a TMPU  TOSIBICHUH
BBIIIICOMMMCAHHBIX CHMIITOMOB HY)XKHO HEMEIJIEHHO OOpaTUTHCA 3a MEAUIIMHCKOW ITOMOIIIBIO.
Heobxomumo B3sTh aHanu3 KpoBW Ha dekrpoiuthl (K+, NA+,Ca+), rmoko3y, KIIC, AnAT,
AcAT, KOK, JIAI', XC, JIIBII, JIIHII, tpurmuuepuasi, NH3 . U HavyaTh BHYTpUBEHHOE
BBEJ/ICHHE TJTIOKO3bI, COTJIACHO POTOKOMY:

IIlpy HeBO3MOKHOCTH OPraHM3aALMH NUTAHUA Yepe3 POT HEO0OXOAUMO YCTAHOBHUTH
Ha30racTpaJbHbIA 30H/
TEPAIIUSA

IIpuHIMOBI TEpaATUA:

N36erath ronopanus

CoxkpallieHre B pallMOHE JKUPHBIX KUCIIOT C JUIMHHOM LIETIBIO

OO6oraiieHne NUIIY CpeIHEEN0YeYHBIMU )KUPHBIMU KUCIIOTaMU

[TpenoTBpaTuTh TUMOTTTUKEMHIO

JononHutenpHass MeTaboindeckas TIOAJEPKKAa MpPH  Pa3BUTHH  MH(PEKIIMOHHBIX
3a0oneBaHui

e Jlo6aBkM KapHUTHHA (CM. pa3Jien KApHUTHH)

OUSNYECKASA HAT'PY3KA

®duznyeckas Harpy3Ka — 3TO BCerzia JOMOJIHUTEIbHAs SHEPTHsl, T€ KaJIOPUHU, KOTOPbIE MBI
JIOJIKHBI 3aIlJIaTUTh HAIIEeMY OPraHU3MY 33 YCHIIEHHYIO paboTy.
[ToaTomy eciu Bbl 3HaeTe, 4TO COOMpAETECh MOTPATUTh OOJIBIIE SHEPTUU Ye€M OOBIYHO, BBI
JIOJKHBI OBITH K 3TOMY F'OTOBBI.
3a 30 MuHyT 10 Qu3MUecKoil Harpy3ku pekoMmeHaoBaHo npuHATH 0,2-0,5 r. MCT Ha Kr Macchbl
tena. Jns Gombiied 3¢(EeKTUBHOCTH MOXKHO CMENIATh C YIJIEBOJAMH, HAlpUMeEp SOJ0YHBIM
COKOM.
[Tocne puznueckoit Harpy3Ku HY>KHO BOCHOJIHHUTDH MOTPAUCHHYIO SHEPTHIO OEIKOBO-YTIEBOJHOM
3aKyCKOH, OTHOIIIEHUE YTJIEBOAOB K Oenkam — 3:1

CrnenuajJu3upoBaHHOe MUTAHUE

JIisl malnMeHToB ¢ HapyHICHUSIMU OKHUCIICHUS KUPHBIX KUCIIOT pa3pabOTaHbl HECKOJIBKO
BapHAHTOB CIICIMATU3UPOBAHHOTO TMUTAaHUS U OTHCNIbHBIE JieueOHble MPOAyKThl. OHH
OTIUYAIOTCS MeX Ty coboil. Ilpu mepexone ¢ oaHO# HopMyIbl HA IPYTYIO U ¢ OJHOTO MPOAYKTa
Ha JAPYrod 3TO HYXKHO YYUTHIBATh!

Ta6muma 7. CoctaB criennanu3upoBanHoro nutanus npu FAOD

| Crienr. cmech | O6mee | ILUT % | MCT % | JTunonenosas | Anbda- | Omera- |
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cojiepKaHue
xupa %

oT
o01rero
KUpa

oT KHCJIOTa
obmero | mr/100r
KUpa

JIMHOJIEHOBad | 6:
KHCJIOTa omera-3
mr/100r

Crnermanmuszup | 26
OBaHHBIN
IPOAYKT
JUETUYECKOTO
J1e4eOHOro
NUTaHUS IS
JIIETEN C
POXKIEHUS U
B3pOCIbIX
npu aedexrax
OKHCIICHUS
JUIMHHOLIETIOY
€YHBIX
KUPHBIX
KUCIIOT,
XWJIOTOpaKce
u
TUM(AHTHIKT
a3uu — cyxas
CMECh
«Monogen»
(«MoHoren»)

16

84 900

170 4,2:1

Croen. npogykr

O6ume xupsl %

U3 aux MCT %

Crnieunanu3upoBaHHbIN
MPOJIYKT AETCKOTO
JUETHYECKOTO JIEYEOHOTO
nutanud - "JInksumkeH+"
("Liquigen+")

50

454

MCT Oil

100

100

JAUCITAHCEPU3ALIUA

21.]'[5[ MAaIUMECHTOB C HAPYIMICHUAMMN OKHUCJICHUA XUPHBIX KHUCJIOT HeO6XO)II/IMI)I PETYIIAPHEBIC

oOcnefoBanus. B Tabmuie npuBeneH NpUMEpPHBIA MepeueHb U PEryIsIpHOCTh UCCIIEA0BAaHUM, HO
B Ka)XJIOM CJIy4ae BbI JOJKHBI COTTIACOBBIBATH IJIaH OOCIIEAOBAHMS CO CBOMM JIeUallluM BpadoM.

Tabauua 8. PeryasipHocth pa3andHbIX uccaegosanuii npu FAOD

HccaenoBanue

HHTEpPBAJ

T™MC

1 pa3 B 3 Mec U 1O MOKa3aHUSIM

KIIC + makrar

1 pa3 B 3 Mec U 10 NOKa3aHUSIM
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KpoBb Ha aMMOHUI 1 pa3 B 3 Mec U 10 NOKa3aHUSIM

buoxumuueckuit ananus kposu (KOK, , AJIT, | 1 pa3 B 3 Mec U 110 OKa3aHUSIM
ACT, JIAI'o6muii 6emok, anpbOyMuH,
[JIF0K03a, XOJIECTEPUH, TPUTITULEPHUIb] KAJIUH,

KaJIbIIMNA

OKI’ 1 pa3 B 6 Mec U 10 NOKA3aHUSIM
2XO-KTI' 1 pa3 B 6Mec 1 Mo MoKa3aHUIM
200 1 pa3 B 6 Mec U 10 NOKa3aHUSIM
VY31 opraHoB OproIIHON MOJIOCTH U TIOYEK 1 pa3 B 6Mec. U 10 MOKa3aHUSM

TEYEHUE BEPEMEHHOCTMU 1P HAPYHIEHUUN B-OKUCJIEHUSA KUPHbBIX
KHUCJIOT Y IVIOJA

[Tpu GepeMeHHOCTH TPH HEKOTOPHIX (GopMax OoJie3HEH eCTh BBICOKHE PHCKH Pa3BUTHUS
ocinoxkHeHud. Cpeau HHUX 4Yalle BCEro BCTPEYAIOTCSA: CHIIbHBIM TOKCHMKO3, 4YacTasi pBOTa,
XKeNnTyxa, 00JIb B )KMBOTE, OBBIIIEHUE apTEPUATIBLHOIO 1aBJIEHUS, KPOBOTEUECHUE.

IMPOTr'HO3 IPU CBOEBPEMEHHOM NIOCTAHOBKH JITMATHO3A

[Tporuo3 3aBucut ot opmbl 3a0oseBanus U MaHudecTanuu. B GonpIIMHCTBE clyyaeB
P CBOCBPEMEHHOM TUArHOCTUKU M TEpanmuu ACTH ¢ 3a00JIeBAHMEM MOTYT PacCUMTHIBATh Ha
MOJIHOLEHHYIO U3Hb, HUYEM C MEPBOr0 B3IVIs1a HE OTJIMYAKOIICIOCS OT OCTalbHbIX. OJIHAKO
Tepanust OyJeT MOKW3HCHHON, W pe3ysbTaT OyAeT 3aBHUCETh OT MPABUJIBHOCTH COOJOJICHUI
pEKOMEHJAlNI Bpaydei.

JOINIOJIHUTEJIbHAA NTHO®OPMALIUA

[Teuatast B mouckoBuke TepmuH «fatty acids oxidation defectsy, Bl Haiimere ThICSYM
AHTJIMICKUX CCHUTOK. B pyCCKOSI3bIYHOM HMHTEpPHETE MOJIC3HBIX CAaHTOB Ha 3Ty TEMY IOKa HET.
OTH cailThl CO3/1AI0T CaMH POIMTEIH, MTPU TIOICPKKE Bpadel U crieraincToB. [loatoMy eciu y
BAaC €CTh CHJIBI M JKEJIAHUE - CJICNIAlTe TaKOW CalT JJIs IPYTHX CeMel U Jyis ceOsl.

WHTepHeT TUpPUHOCUT OOJBINYI0 TOJB3y, HO WHOrAa HWH(OpMaIus, HaiieHHas B
UHTEPHETE MOXKET HE COOTBETCTBOBATh PEKOMEH/IAIIUSAM, KOTOPBIM BhI cienyere. He Opocaiitech
BBIMOJIHATH TO, YTO HAIMCAHO HA CTPaHHIIAX COLICETCH M Ha caiTaX, Maxke eciu WH(opMaius
3aciyxuBaetr noepusi! OOCyIUTE 3TO C BaIMM JICYAI[UM BPAuOM, BbI JIOJDKHBI OBITh YBEPEHBI,
4TO JieNIaeTe BCe MPAaBUIIBHO.

HpI/I COCTaBJIICHMH JaHHOM 6pOI_HIOpLI MBI TIOJIB30BAJIUCH 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

97



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

H, Das A, Haase C, Hennermann JB, Karall D, de Klerk H, Knerr 1, 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, Apr 28.

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

http://www.fodsupport.org

COKPAILIEHUSA U ITIOHATUSA

CPT1 - Kapuutus nanpmutounTpancdepassbl 1 nedunaur

CPT?2 - KapHUTHH NadbMUTOHITPAaHC(Epasbl 2 TePUIHUT

SCAD - Kopotkorenoueunoi ammi-KoA neruaporenassl ne@uiur

MCAD - Cpennenenoveynoit annin-KoA gerunporenassl qeQuuT

MTP - MuToxoHapHanbHOro TPU(PYHKIIMOHATBHOTO Oenka 1euiuT

LCHAD - pnmuaHOUenodeyHo ruapokcmii-KoA geruaporeHassl 1euuT

VLCAD - Ouenp mymmHHOIICTIOUeYHOM anmi-KoA nerunporeHassl qeuIuT

CHT (MCT) — cpenHenenoyevHbIe >KUPHbIE KUCIOTHI (TPUTIIALIEPHIBI)

AU T —mHHOLIETIOYSUHBIE YKUPHBIE KUCIOTHI (TPUTIULIEPUIBI)

IHKK — noauHeHachIlLIEeHHbIE HE3AMEHUMBIE JKUPHBIE KUCIOThI

AIINMJIKAPHUTHUHDBI - xxupHbI€ KUCTOTHI CBA3aHHBIE C KAPHUTUHOM

KAPAUOMMUMOIIATHS — 3aboneBaHue cep/ua, Ipu KOTOPBIX CepAeyYHas MbIILA

CTPYKTYPHO U ()YHKIIMOHAJILHO U3MEHEHA

I'NITIOTOHMS — mplieunas cinabocThb

I'NITOTI'JIMKEMMSI - cHmkeHne ypoBHS caxapa B KpOBU

PABJIOMMOJINS — pa3pylieHne KJIETOK MbIIIEUHON TKaHU

METABOJHUYECKHUHN AIIU03 - HapymeHue KUCIOTHO-OCHOBHOTO COCTOSIHUS,

MIPOSIBIISIONIEECS] HU3KUMHU 3Ha4eHUsAMU pH KpOBM M HU3KOW KOHILIEHTpaluen

OukapOoHaTa B KPOBU

I'NITOT JIMKEMMS — cHM>XKeHue ypOoBHS caxapa B KpOBHU

o T'MITEPAMMOHMEMMS — noBelllIeHUE YPOBHSA aMMOHMS B KPOBU

e HEMPOIIATHS - nopakeHne HepBa, IIPH KOTOPOM MPOMCXOTHUT HAPYIIEHHE €T0
LEJIOCTHOCTHU WJIN LEIOCTHOCTH €ro 000J0UKH.

o PETHUHOIIATHS - nopaxkeHue ceTuyaTku

e KATABOJIMN3M — nporiecc pacnaja CI0XKHBIX BEIIECTB.
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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

IIpunoxenue I'1-I'N. HHIkanbl oueHKH, BONPOCHUKH U APyrue OLleHOYHbIEe

HHCTPYMEHTBI COCTOAHMA NMAIIMCHTA, IPUBCACHHDLIC B KIIMHHYC€CKHX

PEKOMECHIAIUAX

Ipuaoxenue I'l. Knaccupukannsi HacjaeICTBEHHbIX HAPYIIEHUI OKHUCJICHUS

KUPHBIX KHCJIOT

3aboieBanne

YacrtoTa

|

I'en

Jlokyc

| OMIM

Hapymenusi TpaHCIOPTA KUPHBIX KUCJIOT

[TepBuuHbBII neUIUT
kapautuHa (OCTN2)

1:22000-1:7700

SLC22A5

5¢31.1

212140

Kapuutun

NaTbMHUTOMITPAHC(Epas3bl
1 nedumur (CPT1)

penKo

CPT1A

11q13.1

600528

Kapnurtusn-
AIMIIKAPHUTUH
TPaHCIIOKA3bI
(CACT)

nedunmt

penKo

SLC25A20

3p21.31

212138

Kapuutun
NaJIbMUTOMITPAaHCHEPA3HI
2 nedunur (CPT2)

penko

CPT2

1p32

600650

Hapyumenne B-okucjeHust JKUPHbIX KHCJIOT

Kopotkonenoyeunoit
ami-KoA
JEeruaporeHassl aeuuut
(SCAD)

1:25000-
1:220000

ACADS

12g22-qter

201470

CpennernenoveuHoin
ami-KoA
JEeTuporeHassl aeuuut
(MCAD)

1:15000

ACADM

1p31

201450

Ouenn
JUTMHHOIICTIOYECUHOM
amn-KoA
JeTUPOreHassl aeuiut
(VLCAD)

1:85000

ACADVL

17p13

201475

Kopotkonenoueunoit  3-
TUJIPOKCHAITAII- KoA
JeTUPOreHassl aeuiut
(SCHAD)

penKo

SCHAD

4022-26

601609

JInuHHOLIeTIOUeYHOH  3-
TUJIPOKCHAITUII- KoA
JeTUIPOreHassl aeuiut
(LCHAD)

1:250000-
1:750000

HADHA

2p23

609016

MuTOXOHIPHATEHOTO
TpU(YHKIIMOHATIEHOTO
oenka nedurur (TEP)

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

MHOKEeCTBEHHBIN
nedunuT ani-KoA
JICTUIPOTCHA3
nedunut//royrapoBas
araypust tun 2 (I'A2)

penKo

ETF-B
ETF-A
ETF-DH

19913.3,
15023-q25,
4932-qter

231690,
231675
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Ipunoxenne I'2. KiimHn4yeckue nNposiBJIeHUSI HAPYILICHUH OKUCJICHUSA

KHPHBIX KHCJIOT

Kinunuyeckue npusHaku

Hapymenust

DHuedanonarus (CyI0poru, JeTaprus, KoMma)

Bce ¢popmbl, KpoMe MBIIIIEYHOTO
THUIIa HEJOCTATOYHOCTH

KapHUTHHA
[TopaxeHnue neueHu Bce ¢popmbl
Mpermednast ¢1abocTb, THITIOTOHUS Bce dhopmbl

Muasrusi, pabIOMHOJIH3, K3MEHEHHE IIBETAa MOYH
(xpacHOBaTO-0ypasi)

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

Kap,I[I/IOMI/IOHaTI/ISI

KapautrnHa HEZOCTATOYHOCTB,
CPT 1 (penko), CPT 2, CACT,
VLCAD, TFP, LCHAD, 'A2

Hapymenus putma cepama

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

CHuHIpOM BHE3AIMHOU JETCKON CMEPTH

KapautrnHa HEZOCTATOUHOCTB,
CPT 2, CACT, VLCAD, TFP,
LCHAD, MCAD, T'A2

JluueBbie qu3Mophun

CPT 2,TA2

TyOynsapHsle HapylIeHUs

CPT 1, CPT 2, LCHAD, T'A2

Tloyeynas HETOCTATOYHOCTDH

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

Hannume KUCT B ITOYKax

CPT 2,TA2

YBenuueHue moyex

CPT 1,CPT 2, TA2

bosnu B )xuBOTE, AMApes

KapauTrnHa HEZOCTATOYHOCTB,
CPT 1, TFP, LCHAD

[lepudepuueckas Heliponatus TFP, LCHAD

[TurMeHTHBIN PETHHUT, TOMYTHEHUE XPYCTaIHKa TEP, LCHAD
(penxo)

HeoObruHbIi1 3an1ax MOUH (THUITA IIOTHBIX HOTY) A2

OcnoxHeHust 0epeMEHHOCTH Y MaTepeit
(HeyKpoTHMasi pBOTa, yBEJIMUEHHUE MT€YEHH, TOBBIIIICHNE
aKTUBHOCTH TpaHCAMUHA3, TUIEPOMIINPYyOMHEMUS,
KHUPOBas JUCTPOUs TEUSHH)

CPT 1, TFP, LCHAD

IHpuioxkenue I'2a.00mue kananyeckue nposijienns FAOD

Knunndeckne cUMIITOMBI CPT1 OCTN2 CACT CPT2 VLCAD | TFP LCHAD
JleranpHOCTH Bricokas + 37-43% 76% 38%
Tunormukemuu/ + + + + 30-43% 57% 30%
Bs10CTh, COHIMBOCTD

Kapanomuonarun/ - + + + 52-36% 73% 49%
JIbIXaTeJIbHbIE PAaCcCTPOICTBA

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

MuonaTust/Kpamnu/padaom | - + 96% 20-4% 83%

HOJIN3

MplmeyHast THIOTOHMS - + - - - 100- 61%
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80%
T'ematomeranus/renatonatu | + + + + 61-96% 60% 78%
1
[TomHeBpOTIATHS - - - - - 70% 3%
PernnomaTus - - - - - 11% 29%

Ipunoxenue I'3. JlaboparopHbie N3MeHEHUs NPHU

HAPYLIEHUSIX OKHCJICHUS

KUPHBIX KHCJIOT

3aboneBanu | JlabopaTopHble U3MEHEHUS
e
[TepBuunsbrii | KpoBb: rHmokeroTnueckas runorimkemuss Ha ¢one romona, T KDK, TACT,
nehumT TAJIT
kapHuTHHa | Moua: [lnkapOOHOBBIE KUCIOTHI B HOPME WIJIH HECKOJIBKO IMOBBIICHBI
Anunkapautussbl: | 1| C0<10,cyMMapHbIe allMUIKapHUTHUHBI <5
Kapautun KpoBb: runokerorudeckas runoriukemus Ha (one romoma, T KOK, TACT,
nagemuton | TAJIT 1TNHS3;
ntpancdepa | KoarynonarusKoarynomnarus;
3bI 1A | Moua: oTCyTCTBHE MOBBIIECHUS TUKAPOOHOBBIX KUCIOTKUCIOT
nepurut (C | Aumakapautunbl: 1C0, C0/(C16+C18)
PTI) 1C16,,C18, C18:1
Kapuutun- | KpoBb: rumokerotnueckas rumnorivkemust Ha ¢one romona, T KDK, TACT,
arunkapuut | TAJIT, Tnakrar, T NH3
UH Koarynonatus
TpaHciokaz | Moda: MOXKET OTMEUaThCs MOBBIIICHUE TUKAPOOHOBBIX KUCIOTKUCIOT
bl gebunut | Aumakapuutunsl: T C16, Cle6:1,,,,,,C18, C18:1
(CACT) 1CO
Kapuutun | KpoBb: runokeroruueckas runoriukemus Ha ¢one romona 1T K®K, TACT,
nanemuton | TAJIT
ntpancdepa | Moua: MHUOTJIOOUHYpHUS MOTYT MOBBIIIATHCS
3Bl 2 | nukapOOHOBBIETUKAPOOHOBBICANKAPOOHOBBICANKAPOOHOBBIETUKAPOOHOBEIEINKA
nedunut (C | pOOHOBBIE KHCIOTHI
PT2) Anmunkapuautunsl: 1T C16, Cl6:1,,,,,,C18, C18:1
1CO
Kopotkorie | KpoBb: MeTabonnueckuii aiuao3, THIOTINKEMHUS
MMOYEYHOMN Moua: >STHIMAIOHOBAsI KMCIIOTA
anni-KoA Anunkapautunbl: T C4
JIETUIPOTEH
asbl
nedunut
(SCAD)
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Cpennenen

KpoBb: runokerornueckas runorirkeMus Ha pone romoaa, TACT, TAJITAJIT

OYEYHOUI Moua: Co6-C10
amm-KoA | iukapOOHOBEIETUKapOOHOBBICTUKAPOOHOBBICTUKAPOOHOBBICTNKAPOOHOBBICANKA
JIEruapored | pOOHOBBIE KUCIOTHI, CyOEepUIITIIMIUH, T€KCAaHOMITIIULINH

a3bl Amuakapautunsi: TC8, C10, C10:1

nedunmT 1CO (wm HOpMA)

(MCAD)

OueHb KpoBb: runokerornueckas runoriukeMus Ha (one romoma, T KDK, TACT,
pmuanouen | TAJIT, 1 NH3

OYEYHOUI Moua: C6-C14
aiin-KoA | nukapOOHOBBIEIMKAPOOHOBBIEIMKapOOHOBBIEIMKAPOOHOBBIEIUKAPOOHOBBIE KA
JIEerupored | pOOHOBBIE KUCIOTHI

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

nedunmT

(VLCAD)

Kopotkoue | KpoBb: rumokeroTinueckas runoryivkeMust Ha (one rosnona, Tuncymus, TNH3
MOYCYHOU Moua: 3-ruapoKcuriyTapoBasi KUCIOTa

3- Anmmnakapautunsi: T C40H

TUAPOKCHAI]

AJI- KoA

JIETUPOTreH

asbl

nedunmT

(SCHAD)

Jmuanonen | KpoBb: runokeroTudeckas runoriukemus Ha ¢one romoma, T KOK, TACT,
oueynorr 3- | TAJIT, 1 NH3

rugpokcuar] | Moua: Co6-Cl14
ni- KoA | nuxapOoHOBbIeAMKAapOOHOBBIEINKAPOOHOBBIEINKAPOOHOBBIEINKAPOOHOBBIE KA
JIETUpored | pOOHOBBIE KUCIOTHI,

asbl Amuakapautunsi: 1:7C16:1-OH, C16-OH, C18:1-OH,,,,,,C180H

neduuT

(LCHAD)

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

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

nedunmt Amuakapautunsl: 1:7C16:1-OH, C16-OH, C18:1-OH,,,,,,C180H

(TFP)

MmuoxectBe | CbIBOPOTKA: TUTIOKETOTHYECKAs TUTIOTITUKEMHUS Ha dbone
HHBII roJyio/1a,TUIMOKeTOTHYEeCKass Tunornukemus Ha ¢one ronoma, T KOK, TACT,
nedunmt TAJIT, 1 NH3,,,,,, MeTaOOTMYCCKHI alliI03

anni-KoA Moua: 1C5-C10
JETHAPOTECH | TUKapOOHOBBIEIUKAPOOHOBBICINKAPOOHOBBIETUKAPOOHOBBIETMKAPOOHOBBIEINKA
a3 JnedunuT | pOOHOBBIE KUCIOTHI, MOJIOYHAS, TTyTapOBas, STUIMOJIOHOBASI KUCIIOTHI.
rnyrapoBas | AuuiakapHuTuHbl: TC4-C18

anuaypus

THII 11

(TA2I'A2T

A2I'A2)
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IIpunoxenue I'4. 3adop Omomarepuana NJisi JMATHOCTUKHU B ATHAX KPOBH

KpoBb cobupaercst Ha cTaHAAPTHYIO

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

<De):[epau1/n/1 HJIM aHAJIOTUYHYIO IJIA He iy, offnacmy orurmeni crman Ha wors naat 66 AR Akl

HoﬂyquHﬂ nyoro IIITHaA KpOBI/I. KpOBB ® Kanau aonxHbl NONHOCTBIO nponuTaTk KPYXKKN ospamoﬁ CTOPOHBI
*  He kacaitTec 061acTu, nponuTaHHoO KpoBbLIO

MOXET 6BITB, KaK KanuJijigpHas (I/I3

najb1ia, HHTKI/I), TaK 1 BCHO3Has.

Benosnast kpoBb cobupaercsi B mpoOHpKY,

AKKYpaTHO NEPEMEIINBACTCA U 3aTEM

6BICTpO C IOMOIIbIO MUIICTKH HAHOCUTCA

Ha GuabTp mo 25-50 MK KpOBH HA

Ka)KIYIO BbIIEJIEHHYIO 00J1aCTh.

Heo6xo1mumMo X0poIo mponuTarh
BBIJICTICHHYI0 00J1aCTh Ha PuibTpe (pHuc.

Pucynok 1. O6pa3en npaBuIbHOIO HaHECEHUs KPOBU Ha
KapTOUKY-(UIBTP

1). IlpeanouTHTENEHO COOUPATH 0OPA3IIHI P e W P W

nocie enpl uepe3 40 MuHyT - 1 vac. \\~' P ‘\-, 7 \\" / \\\— / \\~ J

Bo03MOXHO Takke OCyIIeCTBUTE 3a00p o g 2023-10 AR o

KPOBH U HATOIIAK. Xpauums npu +2 - +26 C*

Ha xaprouke-uibTpe 0053aTeIBHO

JIOJDKHBI OBITH UeTKo ykazaHbsl DUO, kem

U OTKY/Ia HaIlpaBJICH MAIlUeHT, JaTa

pOKIeHUS U Teae(OH JIeYallero Bpaya 6 0010608

(pI/ICyHOK 2) ®NO Naymenra

O06paszer cyxoro msiTHa KPOBU

BKJIQJIBIBAETCS B YUCTHIN KOHBEPT, TNOO0 B Aara powaeHus Aava sanmtn KpoGH faa

yucThli ¢aitn. Kaprouka-gunstp He 10 Bpaua

JIOJKHA COTIPUKACATHCS C TPS3HOMN e

MOBEPXHOCTHIO U C 00pa3IiaMu APYrux

narrenToB. Heo0X0umMo priIokuTh K

o0pasiaM HHGOPMUPOBAHHEIE COMIACHS e

narMeHTa Wik ero 3aKOHHBIX Tenegon spava

NpeJICTaBUTEIICH Ha IPOBEICHUE —

J'Ia60paTOpHI)IX I/ICCJ'IGIIOBaHI/Iﬁ DwaSpu Dnomne Drome DMHC] DLyso-GL 1 DLys&GL-a
l:] CemeiiHbli CKpUHMHI, MyTauun:

Pucynok
2. Obpazer] KapTOYKU-(PUIBTPa

AJITOPUTM JelCTBHH MeIMIMHCKOI0 IMePCOHAJIA IIPH B3ITHH 00pa3l0B KPOBH

BBIMBITh PYKU (TUTHEHUYECKUH YPOBEHB), HAJETh NI€PUATKH;

BBIMBITh PYKHU NalMeHTa (IATKY peOeHKa, B cllyyae, eclid KpoBb OepeTcs U3 MATKH);

OpoTepeTh OO0JIACTh MpPOKAIbIBAHUS CTEPHIbHOW canderkol, cmoueHHOH 70% cruprom,
IPOMOKHYTb CYXOH CTEpHJIBHOW caingeTkod; - MPOKOJOTh CTEPHIBHBIM OJHOPA30BbIM
CKapu(pUKaTOPOM;

CHSATH IEPBYIO KaILJIK KPOBHU CTEPUIIBHBIM CYXHUM TaMIIOHOM;

MSATKO HaJaBUTh AJIs IOJYUYEHHsS] BTOPOU KaIlJIu KPOBH;

NPUIIOKHUTH IEPIEHINKYIISPHO TeCT-0IaHK K Karjle KPOBU U MPOIUTATh €ro KPOBBIO HACKBO3b;
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®  aHAJNOTUYHBIM 00pa30M HAHECTH Ha TecT-ONaHK 6-8 Karenb, BUJ MATEH KPOBU JOJIKEH OBITh
OJIMHAKOBBIM C 00€HUX CTOPOH.

®  BBICYIIUTH TECT-OJJAHK B TOPHU3OHTAJIHLHOM IIOJIOKEHUU HA YUCTOH OOCIKHPEHHOM MOBEPXHOCTH
He MeHee 4 4 6e3 MpUMEHEeHUs TeTUIOBOM 00pabOTKY U MOMadaHUsI MIPSMBIX COTHEYHBIX JTYYCH;

®  yIakoBaTh TeCT-OJAaHKW B YHCTBI KOHBEPT TakKUM o00pa3oM, 4YTOOBI ISITHA KPOBH HE
COIPUKACAITHCH.

Oco0enHocTH NPU MHPY3UOHHON Tepanuu
HexkoTtopble nanuenTsl MOTYT MOTy4YaTh HHPY3UOHHYIO TEPAIUIO, IEPEIMBAHNE KOMIIOHEHTOB KPOBH,
YTO MOKET OKa3aTh BIUSHUE Ha pe3ylbTaThl TecTOoB. Hampumep, mpu nepenuBaHuU IUIa3Mbl KPOBU
MOTYT OBITh TOJYY€HBI JIOKHO-OTPHILATEIBHBIE PE3YyIbTaThl. PEKOMEHIyeTCsl OCYIIECTBHTH 3a00p
KpPOBH JIJIsl IMarHOCTUKU HE paHee 4eM uepe3 6-7 JIHel mocie nepeirnBaHus M1a3Mbl KpOBU U uepes 7-
10 nHel nocine nepearBaHus KOMIIOHEHTOB KPOBU
He nonyckaercs 3a060p KpoBu

e Cpa3sy mociie MPOBEACHHS MAUEHTY HHPY3HOHHON Teparuu;

e cpa3y II0CJIe 3aMEHHOT0 MepeIUBaHUsI KPOBU.

XpaHeHue U TPAHCIOPTUPOBKA GMoMaTepuajia

O6Opa3u1)1 BBICYIICHHBIX IIATEH KPOBH MOKHO XPAaHHUTh B OOBIYHON KamMepe XOJOIMIbHUKA PU
+4°C no otmpasku. Cpok XpaHEHHUs O MOMEHTa OTIPAaBKH HE JOJKEH IMpeBbIath 7 nHeil. Ecioun
XPaHUTh J0JbILIE U IpU O0JIee BHICOKON TEMIIEpAType, TO 3TO MPUBEIET K JIOXKHO-
MOJIOKUTEIBHBIM PE3yJIbTaTaM.

Ipuioxkenue I'S. MakcuMaabHas NPOAOKUTEIbHOCTD IOJI0JAHUSA (TIPH

CTAOWJIBHBIX META00JIMYECKUX COCTOSIHUAX)

HoBoposkaennbie 3 yaca, TaK e HOYbIO

< 6 MecsLIEB 4 gaca, Tak k€ HOYbIO

> 6 MecsareB-12 Mecsies 4 gyaca THEM, TaK K€ HOYLIO

> 12 mecsueB — 3 roga 4 qaca qHeM, 10(-12) yacoB HOYBIO
4-7 ner 4 qaca quem, 10(-12) yacoB HOYBIO

Hedunut cpennenenoueynoit ammi-KoA aeruaporenaszsl (MCAD): pexomeHnnaiuu mo
MaKCHMaJIbHOMY 0€3011acHOMY BPEMEHH TOJIOIaHUS ISl 3I0POBOTO peOeHKA.

Bo3spacr Bpewms (B yacax)

[Tpu MONOKUTENBHBIX pe3yIbTaTax CKpUHUHTA | 6
B BO3pacte 70 4 MecsieB™

Ot 4 mecsanes 8
Ot 8 Mecs11eB 10
Ot 12 mecsueB u crapie 12

*BO3pacT OKOJIO 2 HEACIb
Hcroununk: www.bimdg.org

IIpuioxkenue I'6. CpeanecyrTouHble HOPMbI PU3MOTOTHIECKUX

NMOTPeOHOCTEeH B JHEPIUM JIJIA 1eTel
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CpeanecyTouHble HOPMBbI (PU3HOJTOTHIECKHX MOTPEOHOCTEH B JHEPT UM JI1 AeTeil
coraacao FAO/WHO/UNU 2001 (WHO Technical Report Series 17-240kt 2001)

Bo3zpacrt (mec.) JHeprus JHeprust
(xxan/kr) (kxaj/kr) xen
MYK.
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
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

Ipuioxkenue I'7. CooTHOLIEHUE sKMPOB M YIJI€BOAOB B IeTe NMPHU Pa3HbIX

dpopmax FAOD

3abo/ieBaHNne (COKPALLIEHHO)

Juera (10151 0T 001IeH KAJTOPUITHOCTH)

OCTN2, MCAD

ETF-B2+

Msrkas, To30HsIs, MBIIIIEYHAs,
acumnrorudeckas popmer: CPT2, VLCAD,
SCAD, , ETF/ETF-DH

HMGSC2, OXCT

Hopwmansnast: sxupsr: 30-35%;
yraeBoabl: 50-55%;
oenkn: 10-15%

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

BricokoyrneBoiHas, HU3KOXKUPOBAS:
xupbl: 20-25% (BKIIOYast HE3aMEHUMBbIE
KUPHBIC KUCIIOTHI);

yrieBoabl: 65-75%;
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oenku: 8-10%.

CPT1, CACT, CPT2, VLCAD, LCHAD, BricokoyrneBoaHasi, HU3KOKUPOBAs:

FATP1 xupbl: 20-25% (Brmrouas: 10% LT, 10-15%
MCT, 1-4% He3ameHUMBbIE )KUPHBIE KUCIIOTHI);
yrieBojbl: 65-75%);

oenku: 8-10%.

Ipuiaoxenue I'S. lo60aBKM He3aMeHNMBbIX KMPHBIX KUCJIOT NPH AHeETE C

HH3KHM cofep:kanueM xkupos (D-A-CH)

Bospacr % 3Hepruu
n-6 n-3 CymMmapHo
JIMHOJIeBast JIMHOJIEHOBAas
KHCJI0TA KHCJIOTA
or 0 no <4 4.0 0,5 45
MECSIIIEB
or 4 no <12 3,5 0,5 4.0
MECSIIIEB
orl no<4mer | 3,0 0,5 3,5
>4 j1eT 2,5 0,5 3,0

Ipuiaoxkenue I'9. OpanbHasi peruaparanus Npu MNoA03peHue HA

MeTA00THYeCKUIl KPU3 U IIPH HHTEPKYPPEHTHBIX 3a00/1eBaAHUAX

«Nutrition Management of inherited Metabolic Diseases» Laurie E.Bern, Fran Rohr, Joanna
R.Helm

CooTBeTcTBHE MEXKY BO3PACTOM pEOEHKA M J030H TJIIOKO3bI JJI SHTEPATBHOIO
NPUMEHEHUS TPU MOJO3PEHUN HA METa00IMYECKUI KpU3.

BO3pacCT P-p  nmekctposer** | Jloza Jo3a OHeprus
(%) MII/KT/4 | mu/Kr/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
6-12m. 25 2,6 65 65
W 6-12n. | 30 2,25 54 65
12-15ner 30 1,8 42 50
>15neT 30 1,6 38 45
[130]
JobaBka rimoko3sl (Mr/ kr | YriaeBoasl (25% pacBTop) /IHeBHAsl 103UPOBKA
B MUHYTY)
8 (Bo3pacT 2 rojnia) ManbToneKCTpUH 0,8 r/kr/2q = 12*3,2 Mi/Kr B
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JICHb
6 (Bo3pact 2-6/8 ner) Kykypy3Hblil kpaxma 1,5 r/kr/44 = 6*6 MII/KT B
(chIpoOif) JICHb
5,5 (6/8 ner) 2 r/kr/64 = 4*8 MII/KT B JICHb

CpenHecyTouHble HOPMbI (PU3MOJIOTHYECKUX MOTPEOHOCTEN B SJHEPIUM ISl JIKOJeil pa3HbIX
Bo3pactoB coraacio FAO/WHO/UNU 2007 (WHO Technical Report Series 2007)

Bospacr (1.) DHeprus DHeprus
(xkaun/kr) (kKan/Kr) sxeH
MYK.

05 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

B3spocmbie, Benymue o0pa3 JKU3HU CpeHEH aKTHBHOCTH, BEC

70K

18-29 43,7 38,0

30-59 41,8 35,3

B3spocnbie, Benymue 00pa3 )KU3HU CpeHEH aKTHBHOCTH, BEC

50kr

18-29 50,6 43,0

30-59 50,6 43,7

Cpe)mecyToqﬂble HOPMBI (1)1’131/IOJ10FI/[‘{QCKI/IX lIOTpeﬁHOCTeﬁ B JHEPIruM AJIsd )]eTeﬁ
corsiacio FAO/WHO/UNU 2001 (WHO Technical Report Series 17-24o0kt 2001)

Bo3spacr (mec.) DHeprus DHeprus
(kkan/kr) (kKau/Kr) sxeH
MYXK.
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
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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

IHpuioxenue I'10. Cogep:xanne MCT B pa3jiH4HBIX cMeCsIX 51 JIe4eOHOT 0

IIUTAaHUuA

[105]
XUMHYECKH#i COCTaB JeTCKHX CMecei, B COCTAB KOTOPBHIX BKJIIOUYEHBbI CpelHenenoYeyHble

Tpuriauuepuasl (r / 100 mu)

Xumuueckuit cocras, 1/100 M DHepreTuveckas
Hazsanune cmecu IICHHOCTbD,
benku | Kups MCT YTrieBoabl KKal
CmecH 17151 HeIOHOIIEHHBIX JeTel
Similac special 4,35 50%
care 2,76 8,1 82
Similac Neosure 1,9 4,1 25% 6,8 67
H IIpe O 20%
YHPTOREPET | 171 | 348 ’ 7,29 68
H IIpe 1 20%
YIPHIOREPE 11 17 35 ’ 71 67
IHony3/1eMeHTHBIE CMeCH HA OCHOBE IIy0OKOI0 THAP0Jin3a 0ejika KOPOBbero
MOJIOKA
Cumuirak
ATUMEHTYM 1,86 3,75 1,78 6,62 67,6
(48%)
Hytpunon 1,8
[Menrtu 'acTpo 18 35 (51%) 68 06
1,3
Anb(bape 2,0 3,4 (40%) 7,3 68
Hyrpunak
[Mpemuym 1,9 3,4 40% 7 67
Ilentran MCT
Ilenramen
| — 2,9 3,6 55% 13,9 100
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(2-10 n)
Herrraven 3,6 35 11,2 89,2
(ZIO J_I) ’ ’ 70% ’ ]
DJIeMeHTHbIE CMeCH Ha OCHOBE aMHHOKHCJIOT
i 5%
Heoxeiir LCP 18 3.4 0 7.2 67
Heoxkeit 5%
JxyHuop 1,95 3,5 8,1 71
(1-10 m)
Hyrtpunon 34 1,06
AMHAHOKHUCIIOTHI 1,9 ! (31%) 7,2 68
Syneo
33 08

Anbdape AMUHO 1,8 (25%) 7,5 66

1,12
CumMuiiak 1,83 3,3 718 67.6
EleCare

MCT-conep:kamme metadoandeckue cMecu 1jas1i LCFAOD

Monogen 1,9
(merckuit) 2,2 2,2 (86%) 11,6 74,6
Portagen 87%

(HGTCiHﬁ) 24 3,2 ’ 7,9 67
Enfaport 83%

(neTckwmif)

MCT Procal 97%

(eanaTpryecKuii)

MonayabHbIe IPOAYKTHI

MCT oil 100% 90
MCT oil 77% 70

- 91 (77%) - 819
Liquigen 454
OMYJIECHS - 50 (91%) - 450
MCT oil

Ipuioxenue I'11. /{uera npu Hepocratounoctu TFP/ LCHAD (koHceHcyc

JIKCIIEPTOB)
Henocrarounocrs | Bospacr Kupsl Yraesoasl Kanopuu
TFP
beccumnTomHast 04 Nckmouenne bes bes
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nim
CHUMIITOMAaTHYCCKas

MECALICB

TPYAHOTO MOJIOKA
WJIN JIETCKUX
cMeceit, 100%
CIICLIMAIbHON CMecH
C HU3KUM
coJiepKaHuEM
KUPOB

- Monogen, SHS
KommaectBo Ha 100
min: LCT 0,21 1,
MCT 1,89 r +
HE3aMECHHUMBIC
KUPHBIE KUCIIOTHI
(3,5 r/nenp)

CIEIUATbHBIX
100aBoOK
(TONbKO MpU
KITMHHYECKUX
MOKA3aHUsIX )

CIIeUaIbHBIX
100aBoOK

(pexoMeHnanuu
D-A-CH)

WJIN
nocie 4 CHIKeHUE

MeCSIIEB coJiepKaHUs KUPOB
(BBenmenue | mo 25-30% ot

B pallMioH | 0oOIIei

TBEp IO kasnopuitnoctu®; 20—
TIUIIH) 25% HpoB 3a cyeT

MCT?®; 3-4% xupos
3a cueT
HE3aMEHUMBIX
KHUPHBIX KHCIIOT
(pexomenpamuu D-
A-CH).
[MoTpebnenue LCT
(TOMHUMO OCHOBHBIX
KHUPHBIX KUCIIOT)
JIOTKHO OBITh
MaKCHMAaJILHO
HU3KUM!

a Pexomernmyemas mons LCT B parmioHe 310pOBBIX MulafieHIeB cocTaBisieT 40—45% oT o0mieid KatopuiiHOCTH, B
paiuoHe aetei mKkoibHOro Bo3pacta - 30-35% (pexomenaiuu D-A-CH)
b Ha IPaKTUKE l'IOTpe6J'[eHPIe LCT MPEBLIIIACT PEKOMEHJOBAHHBIC 3HAYCHUS 10 NIPUYNHE OTPaHUYCHHOTO BBI60pa TNpOAYKTOB
MUTaHK; KaK IPaBuiIo, JTUIIb 15% ot o6meit kanopuitnoctu obecnieunBaetcs MCT, a apyrue 15% - LCT (Brmovas 3—4%

HE3aMCHUMBIX KUPHBIX KI/ICJ'IOT).

Ipuiaoxkenue I'12. /luera npu HepocraTtounHoctu VLCAD (koHceHCyC

IKCIEPTOB)

Bapuant Bo3pa | Kupsl Yraeson | Kanopum
VLCADD |er bl

beccumnto | 04 [TonoBuHa TpyIHOE MOJIOKO/IETCKAsi CMECH, bes bes

MHas (1 MecsI[ | MOJIOBMHA — CHEIHANIbHAS CMECh C HU3KUM CHenuan | crenuaibH
CK,ASTu |eB COZIEP’)KAHUEM KUPOB BHBIX BIX

ALT B - Monogen, SHS xonuuectBo Ha 100 mi: LCT | no6aBok | no6aBok
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npeaenax 0,21r, (Tompko | (pekoMeHn
HOPMBI) MCT 1,891 npu aruu D-A-
WA kauaugye | CH)
CKUX
MOKa3aH
UsX)
nocne | CHmxeHue coaepkanus ;kupoB 10 30—40% ot
4 o0eii kanopuitHocTn®
mecsn | (pekomenaanus D-A-CH);
€B 10-15% xwupos 3a cuer MCT
(BBEIC
HUE B
paiuo
H
TBEPIO
i
TTHIIIN )
Cumnromar | 04 Hcknroyenue rpyTHOro MOJIOKa WIH JETCKUX bes bes
UYHas MecsI[ | cMeceid, crenuan | crenuaibH
eB 100% cnenmnanpHas CMeCh ¢ HU3KUM BHBIX BIX
coJiepKaHUEM KUPOB) n00aBOK | 100aBOK
- Monogen, SHS (Tompko | (peKoMeH T
Komuuectso Ha 100 mi: LCT: 0,21 1, pu anuu D-A-
MCT: 1,89 r + He3aMeHUMBbIE )KUPHBIE kiuanue | CH)
KHCIHOTHI (3,5 T/1eHb) CKUX
WIH MOKa3aH
USX)
nocie | CHmwkeHue coaepxanus sxupos 10 25-30(-
4 40)%
MecAll | OTOOIIEHOTOTOOMEeHOTOTOOIIEHOTOTOOIIEHOTO
€B TOOLIEH0TOTOOIEHOT 061IEel KanopuitHocTh®,
(BBeme | 20% KupoB 3a cUeT MCT?; 3-4% KHUPOB 32
HUE B | CYET HE3aMEHUMBIX KHUPHBIX KUCIOT
pammo | (pekomengaiuu D-A-CH)
H
TBEPJIO
i
TIUTITN )

MCT - cpennenenodeunsie Tpurmunepunsr; LCT — aqmuHHONICTIOYeYHBIe TpUrHlepuasr; D-A-CH — pexoMernanuu
o0beIHeHNS HYTPpUIIHOHHUCTOB [ epmannn/Apctpun/IIBelinapum.
a pexkomeHnoBanoe norpedinerne LCT mis 3m0poBeix MianeHieB cocrapiseT 40—45% ot o0mmei kanopuitHOCTH, TS 1eTel
mIKoJIbHOTO Bo3pacta - 30—-35%, cornmacHo pekomergarusim D-A-CH/
b Ha npaxruke norpe6ienne LCT mpeBbliaeT peKOMEHI0BAHHBIE 3HAYESHHSI [0 IPUYHUHE OTPAHUIEHHOTO BBIOOpA MPOIYKTOB
MHUTAHUS; KaK IpaBuiIo, uib 15% ot obuueit kanopuitnoct obecrneunaercs MCT, a apyrue 15% - u3 LCT (Bkmtouas 3—4%
HE3aMEHHUMBIX KUPHBIX KHCIOT).

IIpunoxenue I'13. UcToUyHMKM He3aMEeHUMBIX )KMPHBIX KHCJIOT

[105]

Hctounuk

KomanuectBo

JlnmuHHOIIEOYeYHbIE
KUPBI (T)

JInnomneBas
KHUCJIOTA

JInnoneHoBas
KHCJIOTA (MT)

OHeprus
(xxaur)
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(mr)
JIpuanoe 1 M 0,9 114 480 8
MacJjio
ParnicoBoe 1 M 0,9 183 84 8
MacJjio
Macio 1 M 0,9 476 94 8
IPELKOro
opexa
CadnopoBoe 1 M 0,9 672 0 8
(mmapanoBoe)
MacJjio
Kykypy3Hoe 1 mn 0,9 482 10 8
MacJiio
CoeBoe macio | 1 mi 0,9 459 61 8

Ipuiaoxenue I'14. CocraB cmecei 1151 AMETUYECKOI0 MUTAHUSA €

NOHUKeHHBIM coaepxannem LCT*

OcHOBHBIC XapPaKTCPUCTHUKU

CHCI_II/IaJ'H/ISI/IpOBaHHHC MPOAYKTHI TUTAHUA

Criennanu3upoBaHHBIN Criennanu3upoBaHHBIN
MPOAYKT JUETUYECKOTO | MPOJIYKT IETCKOTO
ne4eOHOr0  MUTaHUS NS | TUETHIECKOTO
JeTe ¢ pOXAEGHUS U | JeuyeOHOro MUTAHUS -
B3pocnbix mpu  Jedekrax | "JluxkBumkeH+"
OKHCIICHHSI ("Liquigen+") (100mu1)
JUTMHHOLIETIOYEYHBIX
KUPHBIX KHCJIOT,
XUJIOTOPAKCE u
nmuMpaHTUIKTa3ul — cyxas
CMECh «Monogen»
(«Monoren») (100r)
DHepreTuyeckas eHHOCTh 1859/441 K Jli/kKar
benok
12,8
Kupsbr
p 1291
Hacsimennsie KK
1131
MoOHOHEHAaCHIIIEHHBIE
Hl 0,34r
[TonrHeHachIEHHbIE 13t
b
Jlunosnesas kucnora (LA
(LA) 0.87 r
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a-JIunonenonas kucnora (ALA) 0,17r
Jloko3arekcaeHoBas KUCIOTA | ) 06 1
(DHA) ’
ApaxugonoBas kuciora (AA) 0.06 I
Cpennenenoyednsle 10,1 r 844 % (r/100 r | 50Mmn
tpuraunepusl (MCT)
YKUPHBIX KHCIIOT)
JImMHHOLIETIOYEYHbIe 20 1t 156 % (/100 T
tpurinepuasl (LCT) ’ ’
YKUPHBIX KHCJIOT)
Ornomenne (n-6): (n-3) XHUPHBIX | 3 g7.1
KHCIIOT T
VrieBoabl 68.6 T
Caxapa 11.8r
Bona 50mi
OcmonsbHOCT 240 MOcwm/kr H20

Hpuioxenue I'15. Ilpumep pacyera AueThl Y NALUEHTOB ¢ HAPYLICHUSIMH

OKHMCJ/ICHUA )KUPHBIX KHCJIOT

IIpumep Ne 1 JImarso3: HeI0CTATOYHOCTH JAJTHHHOLENOYEYHOH TruApPoKcmiI-KoA
aeruaporenassl (LCHAD)

Bozpact 12 naHeii (mepuoj NOCTAHOBKHU ANArHO32)

Macca — 3,2kr.

1.1 Cnennanu3upoBanHoe nuraHue «VIoHOreH»

1.OT™MeHa rpyJHOTO BCKapMJIMBaHUs

2.Ilepexoa MOJHOCTBIO Ha CIELMAIM3UPOBAHHYIO CMECh, YUMTBIBAs, UTO B JAHHOM cMecU
M3HAYaJIbHO MPAaBUIBHOE COOTHOLIEHHE YXUPOB, KOJWYECTBO CMECH PACCUUTHIBAETCS
TOJILKO UCXO/SI U3 TOTPEOHOCTH B SHEPTHH.

Pacuyer nuerni:

A) IlotpeOHOCTh pebeHka B 3Hepruu B Bo3zpacte B 12 aHeit coctasnser 113 kkan/kr/cyr.

Pexomennyemas KaTOpUHHOCTh MUTaHUsA B CyTKU — 3,2 X 113 =361,6 kxan

B 100 mu cnenmanusupoBanHoro nutanus «MoHoOren» coaepxurcs 74,6 kkai,

74,6 xxkan — 100Mmi1

361 xkam—x

X =361 x 100/74,6 = 484 mi criennaTu3UPOBAHHOTO MUTaHUS «MOHOTEH» B CYyTKH
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b) KommnuectBo kopmiieHmii 8 pa3 B CyTKH (MHTEpBal 3

Pa30BOM ITOPLIMH:

484m11/8 = 60,5mn

yaca), pacCUMThiBaeM OOBEeM

BpeMs Cwmech OOm1. MCT ITHXK KKaJl

«Monoren» | XKupsbl

M.
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

Ipumep Ne2 JImarHo3: HeIOCTATOYHOCTH OYeHb JIUHHOIENMOYe4HOH anmi-KoA
aeruaporerassl (VLCAD) ¢ panneii Manudgecramnueit

Bozpact 12mec.

Macca — 12kr.

PacueT nueTsl McX0s U3 MOTPEOHOCTH B 3HEPTHH, @ TAKXKE COOTHOLIEHHUS KUPOB:

A) PaccunteiBaeM NOTpeOHOCTH B SHEPIHU:

B Bo3pacte B 12mec. [loTpe6HOCTD B SHEpruu coctabiser 80 KKayl/Kr/cyT

Pexomenyemas kamopuiiHOCTh UTaHus B CyTKU — 12 x 80 = 960kkan

b) PaccuntbsiBaeM XHpHI:

25%-30% sHeprun AOKHBI 0OecreunBath kUpbl, U3 HUX 20-25%% MCT, paccuutsiBaeM
He00X0IMMO€E KOJIMYECTBO B rpaMMax.

KonugecTBo 061m1ero xupa:

25% ot 960 xkan — 240 kkan/cyT

9 kxan — 1r. xupa

240 —x

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

Komnuectso MCT:

20% ot 960 xkan — 192 xkan

8,3 xxkam — 1r. MCT
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192 —x
X =192/8,3 =23r. MCT

B) MaxkcumanbHble MHTEpPBAJIbl MEXIY KOpMIIEHUsMHU 4 yaca JHEM, 6 4acoB HOYbIO, YTO

COOTBETCTBYCT 6 IIpueMam IUrIIun.

KanopuitHoCcTh pa30BOro KOpMJIEHHUS MPUMEPHO cocTaBisieT 960kkan/6 = 160kkan

KonmuecTBo 00111ero *upa B pa30BOM KOpMIICHUE IIPUMEPHO cocTaBiseT 271/6 =4,5t

Komngecteo MCT B pa3oBOM KOpMIIEHHE IPUMEPHO cocTaBisieT 23r/6 =3,8r

[IpumepHoe MeHIO i1 pederka 12 mec.

IIpuem | mpoaykr o0bem | Oesqkm | O6m. | MCT | ITH)KK | yriieBoabl | KKaja

10700007 AKupsbl

5:30 Cnenmanu3upoBanHas | 33,6 4,3 4,3 3,6 0,45 23,2 148
cmech «MOHOTEH» (r.)

6ML.II.

Bona 180mi | O 0 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
(cyxasi)
Monoxo 0,5% 30ma 200ma | 0,8 0,15 0 0 15 10,5
+170 M1 BoabI
Liquigen 8Mmut 0 4 4 0 0 33,2
[Trope u3 rpymm 50r 0,2 0 0 0 5,5 22,8
Macno rpeuxoro Imn 0 1 0 0,7 0 9
opexa

13:30 CrnennanmsupoBanHas | 33,6 43 43 3,6 0,45 23,2 148
cMech «MOHOTeH» (r.)

6M.II.

Bona 180mi | O 0 0 0 0 0
Liquigen 3MI1 0 1,5 1,5 0 0 12,5

16:30 KapTodensb 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 nHneiKku 30r. 5,8 0,5 0 0 0 27,7
Liquigen 8mut 0 4 4 0 0 33,2
Macno rpenkoro Imn 0 1 0 0,7 0 9
opexa

20:00 | Topor 100r. | 16 0,1 0 0 1,8 72,1
o0e3xupenHsiit 0,2%
S6mouHoe mope 100r 0,2 0 11,3 46
Liquigen 8ma |0 4 4 0 0 33,2
Macno rperkoro 1mn 0 1 0 0,7 0 9
opexa

24:00 | CnenmanmsupoBaHHas | 33,6 4,3 4,3 3,6 0,45 23,2 148
cMech « MOHOTEH» (r.)
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6M.II.
Bona 180mi | O 0 0 0 0 0
Liquigen 3MII 0 1,5 1,5 0 0 12,5
ATOT Bcero | 41,4 33,45 | 27,3 |3,45 130,5 975,8
Haxkr | 3,45 2,78 2,27 10,28 10,8 81,3
Beca
% 16,9 30,8 251 |32 53,4

IIpumep Ne 3 JluarHo3: HeIOCTATOYHOCTH OYeHb UIMHHOLENMOYe4yHOH ammi-KoA

peruaporenassl (VLCAD), 6eccumnTomHasi (popmMa, peOCHOK HAXOAUTCH HA TPYAHOM

BCKAPMJIMBAHUM.

Bozpacrt 2 mec.

Macca — 4,8 kr.

1.Orpannyenue rpyaHoro BckapmirBanue 10 50% ot o0miero o6beMa KopMIeHUH.

2.Ilpuem cniennann3upoBaHHONW CMECU C HU3KHM COJIEpKAHUEM >KUPOB «MOHOTI'€H»

KonnuecTBo cMecu paccUMTHIBACTCS UCXOJS U3 HOTPEOHOCTH B SHEPTHUU.

3.1 CneunanusupoBanHas cMecb «MoHoOren»

Pacuer nuernl:

A) IToTpebHOCTh pebeHKa B SHEPTHH B Bo3pacTe B 2 Mec. cocTtaBisgeT 104 kkan/Kr/cyr.

Pexomennyemas kanopuitHocTh nuTanus B cyTku — 4,8 x 104 = 500 kkan: 250 kxain 3a cyer
CHEMaATM3UPOBAHHOIO MUTaHMsI/ KKaJl 3@ CUeT IPyTHOTO MOJIOKA.

KonnvectBo kopmieHnii 8 pa3 B cyTku (MHTepBas 3 yaca)

b) PaccunTthiBaeM criennanu3MpoBaHHOE MUTAHUE — II€JTb TIOKPBITh SHEPTHI0 250KKai:

74,6 xxain - B 100M1 criennanu3upoBaHHOTO NUTaHUs «MOHOTEH»

250 —x

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

B) PaccuntbiBaem rpyiHoe MOJIOKO:

70 xxan - B 100M1 rpyiHOTO MOJIOKa

250 —x

X =250x100/74,6 = 360 M1 B CyTKH

b) KomnyectBo xopmienuit 8 pa3 B CyTkM (MHTepBaj 3 wyaca), pacCUMThIBaeM OO0BEM

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

BpeMst Cwmech I'pynnoe | OOGmI. MCT I[MTHXK KKaJ
«MOHOreH» | MOJIOKO XKupst
MIL
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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
Bcero (r) | 336 360 21,6 6 3,2 502
Bcero % 38 10 5,7

IIpumep Ned JluarHo3: HeAOCTATOYHOCTH O4YeHb [JIMHHoOUenmo4eyHol anuia-KoA
neruaporedassl (VLCAD), OGeccumnrTomuasi ¢opma, pedGeHOK HaXOAMTCHA Ha
TPYAHOM BCKAPMJIMBAHUMH.

Bospacr 6 mec.

Macca — 8kr

PacueT n1ueTsl McX0s U3 OTPEOHOCTU B SHEPTUH, @ TAK)KE COOTHOLIEHUS KHUPOB:

A) PaccunteiBaeM NOTpeOHOCTH B SHEPIHU:

B Bo3pacte B 6 Mec. [IoTpeOHOCTH B SHEPTHUH COCTABISET 82 KKaJ/KI/CyT

Pexomenryemast KaJIOpUHHOCTh MUTaHUS B CYTKU — 8 X 82 = 656 kkai

b) PaccuntbiBaeM XKUpHI:

35% oHeprum poKHBI oOecreunBaTh KHpbhl, W3 Hux 12% MCT, paccuuteiBaem
HE00X0IMMOE KOJIMYECTBO B rpaMMax.

KonugecTBo 0611ero xupa:

35% ot 656 kkan — 230 kkan/cyT

9 kxan — 1r. xupa

230 —x

X =230/9 = 25,5r. o061, xupa

Komnuectso MCT:

12% ot 656 xkamx — 78,2 xkan

8,3 kkaim — Ir. MCT

78,2 -x

X =178,2/8,3=9,4r. MCT

B) MaxkcumainbHble HHTEpBaIbl MEXy KOPMIICHUSIMH 4 4aca JTHEM, YTO COOTBETCTBYET 6

InpueMaM IUIlu.
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KanopuitHoCTh pa30BOro KOpMJICHUS IPUMEPHO cocTaBisieT 656kkan/6 = 109kkan
KonmuecTBo 00111ero *kupa B pa30BOM KOpMIICHUE MPUMEPHO cocTaBiseT 25,5r/6 =4,25r
Kosmyecto MCT B pa3oBOM KOpMIICHUH MpUMEpHO cocTasiisieT 9,4/6 =1,57T

[IpumepHOe MeHIO 1Jis peOeHKa 6 MecsIIeB

IIpuem | mpoaykT oobem | Oeaxm | O0m. | MCT | IIHXK | yrieBoasbl | KKaJj
10700007 AKupbi
6:00 Cnernmanu3upoBaHHas | 14r 1,8 1,8 1,5 0,18 9,6 61,7
CMeCh (2,5m.11)
«Monoren»
Boga 75mn 0 0 0 0 0 0
['pynHOE MOJIOKO 70 M 0,7 2,8 0 0,7 49 49
10:00 Kama xykypy3Has 20r. 1,4 0,2 0 0 16,8 74,6
(cyxas)
['pynHoe MOIOKO 160max | 0,4 1,2 0 0,3 2,1 21
30mi1 +130 mu1 Boabl
Liquigen 4Amn 0 2 2 0 0 16,6
14:00 Crnennanm3upoBanHas | 14r 1,8 1,8 15 0,18 9,6 61,7
CcMecCh (2,5m.11)
«MoHoTreH»
Boga 75mn 0 0 0 0 0 0
I'pynHoe MooKo 70 M 0,7 2,8 0 0,7 49 49
18:00 Kama pucosas 20r. 1,6 0,3 0 0 15 69,1
(cyxan)
Boma 150 M 30r. 0 0 0 0 0 0
OpOKKOIH 50r. 0,5 0 0 0 2 10
Liquigen 6M1 0 3 3 0 0 24,9
22:00 | CnenumaymsupoBaHHas | 14r 1,8 1,8 15 0,18 9,6 61,7
CMECh (2,5m.1)
«Monoren»
Bona 75mn 0 0 0 0 0 0
['pymHOE MOJIOKO 70 M 0,7 2,8 0 0,7 49 49
02:00 CnenmanusupoBanHas | 14r 1,8 1,8 15 0,18 9,6 61,7
CMeCh (2,5m.01)
«MoHoTreH»
Bona 75mn 0 0 0 0 0 0
['pymHOE MOJIOKO 70 M 0,7 2,8 0 0,7 49 49
HATOT BCETO 13,9 25,1 11 3,8 93,9 659
Ha xr 1,7 3,13 1,37 | 0,47 11,7
Beca
% 8,4 34,2 13,8 | 5,2 57
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Ipumep 5 /ImarHo3: HeZOCTATOYHOCTH IJIMHHOLENOYEYHOW ruapokcui-KoA
peruaporenassl (LCHAD)
Bo3zpacr 4 roga

Macca — 16kr.

Pacuer nueTsl nCcXos U3 NOTPEOHOCTH B SHEPTUH, & TAKKE COOTHOLIEHUSI JKUPOB:

A) PaccuuThiBacM MOTPEOHOCTh B SHEPTHUH:

B Bo3pacre 4-5eT moTpeOHOCTh B SHEPTHH COCTaBIsAeT 79,7 KKaJI/KI/CyT

PexoMeHnnyemas KaJlOpuiHOCTh MUTAHUS B CYTKU — 16 X 79,7 = 1275kkan

b) PaccuntbiBaem xupbl:

25%-30% sHeprun HOmKHBI 0OecrednBath XUpbl, n3 HUX 20%-25% MCT, paccuntsiBaem
HE00X0IMMOE KOJIMYECTBO B rpaMMax.

KonnuecTtBo obmiero xwupa:

30% ot 1275 kkan — 382,5 kxan/cyr

9 kxan — 1r. xupa

3825 —x

X =382,5/9 = 42,5r. o6m1. xupa

Komnuectso MCT:

25% ot 1275 kkan — 318,7 kkan

8,3 kxkan — 1r. MCT

318,7 —x

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

B) MakcuMaibHble HHTEPBAJIbl MEXAY KOpMIIEHUsIMU 4 daca aHeM, 10 10 yacoB HOUYbIO, YTO
COOTBETCTBYET 5 MpreMaM IHUILH.

KanopuitHocTh pa3oBOro KOpMiEHUs IpUMEPHO cocTaisieT 1275kkan/5 = 255kkan

KonngecTBo 00111ero xupa B pa30BOM KOpMIIEHHE TPUMEPHO cocTasisieT 351/5 =7r

Komnuectso MCT B pazoBom kopmiieHHEe TpuMepHO coctaiseT 30r/5 =6r

IIpuem | mpoaykT o0beM | Oeaku | O0m. | MCT ITH)XK | yrieBoasl | KKaJj
10700001 AKupbi
Kamra 35r 2,5 0,3 0 0 29,4 130
KYKypy3Has
Moroxo 0,5% 250mn | 1,4 0,25 0 0 2,5 17,9
50mi1 +200 mn
BOJIbI
Liquigen 12vn | O 6 6 0 0 50
Opykrsl (rpyma) | 100r. | 0,4 0 0 0 11 47,4
MeJ 10r 0 0 0 0 8,2 32,8
Macro rpenkoro | Im 0 1 0 0,7 0 9
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opexa

11:00 | xaprodenn 150r |3 0 0 0 24 109
OPOKKOJIH 30r 1 0 0 0 0,8 7,2
I[Betnas xamycra | 30r 0,8 0 0 0 0,7 6
MOPKOBb 30r 0,3 0 0 0 1,7 8
WHupetika 50r. 9,6 0,6 0 0 0,2 44,6
(BapeHast) rpyaka
Macno rpenkoro | Imi 0 1 0 0,7 0 9
opexa
Liquigen 14mn | O 8 8 0 0 66,4
15:00 | TBopor 180r 28 0,4 0 0 3,2 127,6
00€3:KUPECHHBIN
0,2%
OaHaH 50r 0,6 0 0 0 10 43,3
rpyma 50r 0,2 0 0 0 5,5 23,7
Liquigen 14mn | O 8 8 0 0 66,4
Macno rpenkoro | Imi 0 1 0 0,7 0 9
opexa
19:00 | xaprodenb 200 4 0 0 0 32 145,8
Tomar 50 0,5 0 0 0 1,3 7,2
orypery 50 0,3 0 0 0 0,9 4.8
Duite nHIEHKH 30r. 5,8 0,4 0 0 0,1 27,2
Liquigen 14mn | O 8 8 0 0 66,4
Macno rpernkoro | 1M 0 0 0 0,7 0 9
opexa
22:30 Kama pucoBas 35r. 2,8 0,4 0 0 28 126,8
Monoxo 0,5% 250mn | 1,4 0,25 0 0 2,5 17,9
50ma +200 M
BOJIBI
TBIKBa 50r. 0,5 0 0 0 2,3 12,1
MeJT 10r 0 0 0 0 8,2 32,8
Liquigen 14ma | O 8 8 0 0 66,4
ATOT Bcero | 63,1 43,6 38 2,8 172,2 1324
Haxkr |39 2,7 2,37 0,17 10,7 79,1
Beca
% 19 29,6 24 19 52

IMpunoxenue I'16. Yacrora npoBeeHus 00CaeJ0BAHUA Y AIUEHTOB C

HAPYIICHUSAMMU OKHCJICHUSA ) KUPHBIX KHUCJIOT

\ Hccnenosanus

| ITpu mocraroske | Kaxcare | Kaele

| Kaxcprii | To
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| nuaruosa | 3 mec | 6 mec | rox | nokasanusm
JlaGopaTopHble nccieJ0BAHUSA
Onpenenenne X Kaoicovie Kaxcovle | xaodicovie | B mepuon u
AlWJIKAPDHUTHHOB B 1-2 3-6 6-12 pu
KPOBH Mecaya | mecayesy | mecayes | MOAO3PEHUU
nayuenm Oemell nayuenm Ha
am oo | mnaoue 6 am meTabonuye
200a em cmapuie | CKMM Kpu3
6 nem
Omnpenenenne X
co/lep KaHus
OPraHUuYecKNuX KHCJIOT
B MOYe
MoJiekyJIsipHO- X
reHeTH4yecKoe
HccJie0BaHue
OO0umit X X X
(KJIMHMYeCKU )
aHaAJIN3 KPOBH
pPa3BepPHYTHII
AHaJIU3 KPOBH X X B nepuoa n
OMOXMMHMYECKHU I Ipu
o01IeTepaneBTHYECKH MOJI03PCHUH
i Ha
MmeTabonuue
CKMM KpH3
AHAJIU3 KUCJIOTHO- B nepuoa u
1IeJIOYHOT0 COCTOSTHUA pu
kpoBu (MccienoBanue MO/I03PEHUHU
YPOBHs1 Oy(epHBIX Ha
BelIeCTB B KPOBH, MeTabonuue
HccaenoBanue ypoBHs CKMH Kpu3
BOJIOPO/JHBIX HOHOB
(pH) xposn),
IJIIOKO3BI,
3JIEKTPOJIUTOB (KaJIuid,
HATPHH, KAJIbLUMU
HOHU3UPOBAHHBIM,
xJ10p)
OO6umii X X X X
(KJIMHUYeCKHUii)
aHaJIu3 MOYH,
onpeneaeHHue
KETOHOBBIX TeJl
NT-proBNP X
NHcTpyMeHTAIbHBIE HCCIIEI0BAHNS
DJIEKTPOKAPAUOTPaM X X
Ma
Ixokapauorpadus X X
¥Y3U opranos X X X(mpu
OpIOIIHOM MOJIOCTH; HAJUYUH
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00beM celIe3eHKH, naToJ0ruu
nedyenu; Y3U nmouek yaiie)
OcMoTp rJ1a3HOTO JHA X X (mpm
(odpTanbmockonus) HAJIMYUH
NaTOJIOTHH
qarie)
duekTpo3Huedanorpa X (mpm
¢usa (I3I) HAJIUYUH
IMUIENTHY
€CKHX
NPHUCTYIIOB
qarie)
KoncynbTanum cnenuajmcToB
KoncyabTanus X X
BpaYya-TeHeTHKA
KoncyabTanus Bpava- X X
neguarpa/ TepaneBTa
KoHncyabTanusa Bpaya- X X
HEBPOJIOra
KoHncyabTanusa Bpauya- X
JAHET0JIOra
KoncyabTanus Bpauya- X
racTpoIHTepoJIora
KoncyabTanus Bpauya- X
opranbMoJIOra
Koncynbranus Bpava- X X
KapAnoJiora, Bpava-
JAETCKOI0 KapamnoJiora
KoHncyabTanus Bpauya- X
HedpoJiora
KoHncyabTanus Bpauya- X
IHAOKPHHOJIOTa
Koncynabranusi/koncy X X
JIbTALUH
MEeIUIIUHCKOI0
NCHX0JI0ra
KoHncyabTanus Bpauya- X

¢usuorepanesra u
Bpaya 1o Je4eOHoi

(puskyabType
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Hpuioxenue I'17. Ilpumep «3KCTPEHHOUH NAMATKH

3KCTpeHHaH mamMsaTKka

Baumanmue! ITanuent yYrpoixkaem 1o passuTur ocTporo MeTa00JINYEeCKOro Kpu3sa,
CBA3AHHOTO C HACJICACTBCHHbBIM 3a00/1eBaHNEM.

1. IMToxka3aHHusl K TOCIIUTAJN3ALHUM:

- MHOTOKpaTHasi pBOTa, Axapes;

- TUIIOTJINKCMMUA,

- HHTEPKYPPEHTHBIC HH(EKIIUHU ¢ BRICOKOW JIMXOPAIKOMH;

- 00e3BOKUBaHHUE;

- BRIp@KEHHAs CJIA00CTh WM Ype3MepHasi COHJIUBOCTD;

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

2. Tlnau peiicTBus:
2.1.Cyrounas kanopuitHocTh nutanus 110-120% ot oObIYHOTO paruoHa.
2.2.1lpu HaxoxJaeHUHN pebeHKa JoMa, YBETUYUTh MOTPEOICHUE YIIEBOIOB JJIsl BOCIIOIHEHUS

KaJOPUUHOCTH 3a CYET PACcTBOpa JCKCTPO3bI HIIM MabTOACKCTPHHA (IMPH HUX OTCYTCTBUH —
CJIaJIKUi Yaii, COK, KOMIIOT)

CooTBeTcTBHE MEXIY BO3PAacCTOM peOEHKa U JJO30M JEKCTPO3bI 7S SHTEPATIBHOTO MPUMEHEHUS
IIPU MOI03PEHUHN Ha METaOOIMYECKUN KPU3.

BO3pacT P-p nexcrpo3ssl (%) Ho3a JHo3a DHeprust
MJI/KT/4 ma/kr/cyT KKaJI/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

6-12m. 25 2,6 65 65

Wnu 6-1211. 30 2,25 54 65
12-15net 30 18 42 50

>15ner 30 1,6 38 45

2.3 [Ipu rocnuTanu3alyy B CTallMOHAPa, HauaTh HEMPEPBIBHYIO HHOY3HI0 p-pom 10%
JIEKCTPO3bI U3 pacyeTa: HOBOPOXK/IEHHBIE U eTh 110 3-X JieT 10-12mr/kr/muH, ot 3 1o 10
aet 8-10 mr/kr/muH, ctapiie 10 net 5-8 Mr/kr/MuH

2.4 KoHTpO/Ib aHAJIN30B:

- KIIC, >meKTponuTsl, aMMOHUI

- buoxummueckwuii anamus kposu (KK, AJIT, ACT, ratoko3a, OunupyOouH oo,
npsiMoit, MoueBuHa, kpeatunuH, [ T'T, IL[®D, oOmmiuit Genok, ans0yMuH)

CHEKTp allMJIKAPHUTHHOB- CIIEKTP aMUHOKUCIIOT U allMJIKAPHUTUHOB METOJOM
TaHJEMHON MaccC-CIIEKTPOMETPUUCIIEKTP
aIMIIKapHUTUHOBAIIMIIKAPHUTHHOBALIMIIKAPHUTUHOB

3. BeneHue manmueHTa nocje HEOTJIOMKHON CUTYyaMu:

- [Ipy HEBO3MOKHOCTH OCYHIECTBIATh, OJIEPKUBATH IEPOPATLHOE KOPMIIEHHE, YCTAHOBUTH
Ha30racTPAJIbHBIN 30H].
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- [IpogomxuTh HHPY3UIO paCTBOPAMU AEKCTPO3bI 10 CTAOMIM3AINH COCTOSIHUS, TIOJ] KOHTPOJIEM
roko3bl kposu U KII[C

4. TIpoTMBOMOKA3aHO:
- BHyTpuBEeHHOE BBECHUE )KUPOBBIX PACTBOPOB

- BuyTpuBeHHOE BBeieHHE KapHUTHHA 3a UCKIItoYeHneM OCTN2KapHUTHHA
- l'ononanue npu ormene B/B nH(py3uit

Ipunoxenne I'18. IlepeyeHb OCHOBHBIX JIA0OPATOPHBIX HCCJIE0BAHMIA,
KOTOpPbIEe MOT'YT IIOMOYb B 0KA3aHUU MEAUIMHCKON OMOIIU NIPH COCTOSTHUU

0CTPOM MeTad0JINYeCKON TeKOMIIEHCALINH

Neni/m JlaGopaTopHblii TeCcT KommenTapmnii

1 HccnenoBanue KHCJIOTHO- OI_IeHKa CTCIICHH allnJ03a

MICJIOYHOI'0 COCTOAHUS KPOBU

2 WN3mepenne ypoBHS TIOKO3bl B | OlieHKa CTETIEHHU TUIOTJIMKEMUHN
KpOBU
3 N3mepenne KOK B kpoBu OreHKa cTeneHu padJoMHOII3a
4 OrnpezenieHne ypoBHS NMEYCHOUYHBIX | 3a00JIeBaHUsI TIEYCHU MOKHO YBHUJCTH Y

dbepMeHTOB ¥ (PYHKIIMOHAIBHBIC | MAIIUEHTOB C THKEION METaO0OIUYECKOM

npoOsl (aIOyMUH, OMIUpyOuUH, JEKOMIICHCALUEN

5 N3mepenue  ypoBHS  MOJOYHOH | Moxer OBbITDH TIOBBIIIEH npu
KHCJIOTHI B KPOBH THITOBOJIEMHHU

6 Onpenenenue ypoBHA | MOXeT HCHONB30BaThCA IS OLEHKH
aIlMJIKAPHUTUHOB B KPOBU CTETIEHH TSXKECTU 3a00JIeBaHUS

7 Ornpenenenne ypoBHsi cBoOoaHOTO | [y ompeneneHus q03UPOBKU KapHUTHHA

1 00111eT0 KapHUTHHA

8 OKI" u Ox0-KT" N3mepstor pu HapyLIEHUU
metabomuzma LCFA u kapHUTHHA TpU
3Ha4UMTENbHO TMOBbIIIEHHOM K®K wu

IMprU3HaKax KapJAuOMUOIIaTun

9 WudexuronHoe obcnenoBanue | JIJist BEISICHEHHS STHOJIOTHH

(OAK, ananu3 Mouu H T. 11.)

* Ilpm ornpaBke J1a0OpPaTOPHBIX AHAIM30B HEOOXOJMMO PYKOBOJCTBOBATHCS KIMHHUYECKOU
KapTUHOW MalMeHTa. DTO HE MCUEPNBIBAIOIINI CIIUCOK, U HEKOTOPBIE U3 NEPEUNCIIEHHBIX 37€Ch

TECTOB MOTI'YT HC YKa3bIBACTCs.
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MHO- wmexnayHaponaoe HopMamu3oBanHoe oTHomeHne, KK-MB- MB-¢pakmus kpearunxwmnassr; MHII-

MO3roBOIi HaTpuitypernueckuii nentu; Ixo-KI'- Oxokapauorpadus; OAK- o0mmii anaius Kposu;

IIpunoxenue I'19. PacmdppoBka npumeyanuii

*%k

... — IpemnapaTr BXOIUT B MEPEUCHb KU3HCHHO HEOOXOIUMBIX W BAKHEHINIUX JIEKApCTBEHHBIX
npenaparoB (Pacnopspkenne IlpaBurensctBa PO ot 12.10.2019 Ne 2406-p «O0 yTBepKIaeHUU
MepeYHsl KU3HEHHO HEOOXOIMMBIX M BOKHEUIIMX JIEKapCTBEHHBIX mpemnaparoB Ha 2020 rox, a
TaKkKe TMepeyHed JICKApCTBEHHBIX MpenaparoB JUisi MEAUIMHCKOrO IMPUMEHEHUs U
MUHUMAJIBHOIO aCCOPTUMEHTA JIEKAPCTBEHHBIX IIPErapaTroB, HEOOXOAUMBIX Uil OKa3aHUs
MeAUIMHCKOU TTomotm», Paciopspkenue [IpasurensctBa PO ot 23 Hos6ps 2020 r. Ne 3073-p

# - mpumenenue off-label — BHe 3aperucTprpoBaHHBIX B HHCTPYKIIUH JICKAPCTBEHHOTO CPEICTBA
MOKA3aHUN OCYILECTBISETCS MO PEIIEHUI0 BpaueOHOM Komuccuu, ¢ paspemieHus JlokaibHOro
ATHUYECKOr0 KOMUTETa MEJUIMHCKON opraHu3auuu (Mpu HaJIWYUH), C YCIOBUEM IOANKMCAHHOTO
MH(OPMUPOBAHHOTO COTJIACUS POJUTENEH (3aKOHHOTO MPEJCTaBUTENS1) U MAllMeHTa B BO3pacTe
crapuie 15 ner;

L RERRR L crienMalIU3UPOBAHHBIA MPOAYKT JICUEOHOr0 TMUTAHUS, BKJIOYCHHOMY B IE€pPEUYCHb
CHEUaIM3UPOBAHHBIX MPOIYKTOB JeUeOHOro MUTaHUs s nered-uHBanuoB (Pacnopsikenue
[TpaButensctBa P® or 7 gekabps 2020 1. Ne 3242-p OO yTBEpXKACHUU IEpPEUHsS

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