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Cnmcok cokpameHui
AJIT — anannnamuHOTpaHcdepasa;
ACT — acriapraTamMmuHOTpaHcdepasa;
aruiI-KoA — kogepMeHT A, CBSI3aHHBIN C IIENBIO JKUPHBIX KUCIIOT;
BA]JI — Ononornyecku aKkTUBHAs JI00aBKa,
I'A2 — rnyrapoBas auuaypus TN 2;
JUT — nnuHHOLENOYeYHbIE )KUPHBIE KUCIOTHI (TPUTIUIICPUIbI);
KK — >XupHBIE KUCIIOTHI;
KT — xommbrorepHas Tomorpadus;
K®K — kpearunpocdoknnasa;
MPT — marauTHO-pe30HaHCHAsE TOMOTpadus;
HBO — nacnenctBennbie 00s1e3H OOMEHA BEIIECTB;
[THXK — nosiMHEeHACHIIIEHHBIE HE3aMEHUMBIE JKUPHBIE KUCIIOTHI;
CCC — cepneuHo - COCyIUCTast CUCTEMA,
CUT — cpenHenenoyevyHble )KUPHbIE KUCIOTHI (TPUTIHIIEPUIbI);
TMC — TanaeMHas Macc-ClIEKTPOMETPHS;
V3U — ynbTpa3ByKOBOE UCCIIEIOBAHNUE;
OKTI" — anextpokapauorpadus;
OHMI — snextpoHeiipomuorpadus;
CACT (Carnitine-acylcarnitine translocase) — kapHUTHH alMJIKAPHUTHH TPAHCIOKA3a;
CPT1 (Carnitine palmitoyltransferase |) — kapautuH nanemuronnTpanchepasa 1;
CPT2 (Carnitine palmitoyltransferase 1) — kapuuTiH nansmMuToMNITpaHchepasa 2;
DHA (Docosahexaenoic acid) — moko3arekcacHoBast KHCIOTa;
ETF (Electron transfer flavoprotein) — snekrponnepenocsmunii GpraBonpoTenH;
ETF QO- ETF (Electron transfer flavoprotein ubiquinone oxidoreductase) -
ANEKTPOHIEepEeHOCS NN (1aBONPOTENH- YOUKBUHOH OKCHJIOPEIYKTa3a,
FAOD (Fatty acid oxidation disorders) — HapymeHnss MUTOXOHJPUAIBHOTO [3-OKHCIICHHE
KHUPHBIX KUCIIOT,
HELLP — cuHapoM-akpOHUM OCHOBHBIX COCTaBJISIOUIMX CHHIpOMA: TEMOJIN3a,
MOBPEXKICHUS IEYEHOYHOU MapeHXUMBbI U TPOMOOLUTONIEHUH;
LCHAD (Long-chain 3-hydroxyacyl-CoA dehydrogenase) — mimHHOICIOYCUHAS
ruapokcuii-KoA neruaporenasa sKUpHbBIX KUCTIOT;

LCFA (Long chain fatty acids) — mmHHOLIETIOUCUHBIE JKUPHBIC KHCIOTHI,



LCT  (Long-chain  triglycerides) @ —  AJIMHHOICTIOYEYHBIC  TPUIIIMLCPUIBI
(ATMHHOLIETIOYEYHBIE KUPHI);

MCFA (Medium-chain fatty acids) — cpeanenenoueuHble )KHUPHBIC KUCIIOTHI;

MADD (Multiple acyl-CoA dehydrogenation deficiency) - mMHOKeCTBCHHBIN ae(UIUT
anui-KoA neruaporenas;

MCAD (Medium-chain acyl-CoA dehydrogenase deficiency) — cpennenenodeunas
aiu-KoA neruaporeHasa KUPHBIX KUCIIOT;

MCT (Medium chain triglycerides) — cpeaHenenouedHbie TPUTITHICPUIB;

OCTN2 (Organic cation / carnitine transporter 2) — TpaHcmopTep KapHHTHHA
I1a3MaTHYeCKON MeMOpaHsbl;

SCAD (Short-chain acyl-CoA dehydrogenase) — xkopotkomenoueunoi —arui-KoA
JETUIPOreHasa >KUPHBIX KUCIIOT;

TFP (Mitochondrial Trifunctional Protein) — mutoxoHapHanbHbIii TPU(YHKIIHOHATBHBIH
0eIoK;

TFPD (Mitochondrial trifunctional protein deficiency) — aepuuuT MHUTOXOHIPHATIHLHOTO
TpUPYHKIIMOHAIBHOTO OeKa;

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

JJIMHHOLCIIOYCYHAsA aI_II/IJ'I'KOA ACTUJAPOreHasa JXUpHbIX KUCJIOT.



Tele/IHLI n onmpeacacHus
ANWJIKAPHUTHHBI — Y)UPBI KUPHON KUCIOTHI U KAPHUTHHA;
KaTa6oau3m — npoiiecc pacmajia ClI0KHbBIX BELIECTB;
PadapomMuo1u3 — pa3pyliieHue KJIETOK MBIIIICYHON TKaHU;
Cungpom Peiie — 3a0oneBaHme, IPOSABIAIOIIEECS OCTPOUM  HEBOCIAIMTEILHOU
(TokcuueckoH) dHUe(DATONaTHEW B COYETAHUM C JKMPOBOM IUCTPO(UEH BHYTPEHHHX
OpPraHoOB, IPEUMYILECTBEHHO MEYeHHU (OCTPBIM MUKPOBE3UKYJIAPHBIN CTEATO3);
HELLP-cunapom — TspKeoe OCIOKHEHHE OCpEeMEHHOCTH, JUIsi KOTOPOTO XapaKTepHa
Tpuaja MPU3HAKOB: T€MOJIHU3, MOBPEKICHUE MEUCHOYHOW MapEeHXHMbI C IOBBIIICHHEM

AKTHBHOCTHU IICYCHOYHBIX TpaHCAMHWHA3 U TpOM60HI/ITOHeHI/I$I.



1. KpaTkas nHgopmManus no 3a00J1eBAaHNI0 UM COCTOSTHMIO (rpynime

3200J1eBaHUI MJIH COCTOSIHUI)

1.1 Onpeaeaenne 3a00J1€BAHMS WM _COCTOAHUA (Tpvnnbl _3a00JIeBAHUI__MJIHN

COCTOSIHM)

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

OMOXMMHYECKHX MPOIECCOB Ui BHIPAOOTKH SHEPTUU B MUTOXOHIPHUSX.

HacnencrtBeHHble HapymeHHss MUTOXOHIPUAIBHOTO [-OKHUCICHUS JKUPHBIX KHCIOT
(FAOD)- rpymnma MOHOTEHHBIX 3a00JICBaHUI, CBSI3aHHBIX C HAPYIICHUEM MHUTOXOHIPUATBHOTO
[-oxucieHus U TpaHCIIOPTa KAPHUTUHA U )KUPHBIX KUCIOT B MUTOXOHIPHUSX.

Hna Bcex FAOD xapaktepHo HapylleHHe TMNPOAYKIUU »HHepruu. KiumHuueckue
CHUMIITOMBI, TaKUM OOpa3oM, pa3BUBAIOTCS WM YCHJIMBAIOTCS Ha (OHE KaTabOIMYECKUX
COCTOSIHWH, HampuMep, P MHTEPKYPPEHTHBIX MH(EKIHUAX WM rojofanuu. Hambomnee dacto
3aTparvBalOTCS OPraHbl, Uil KOTOPBIX JKUPHBIE KHUCIOTHI CIY>KaT OCHOBHBIM HCTOYHHKOM
SHEPrHH, TAKKE KaK CEep/Ile U CKeleTHbIe MbIibl [1,2]. Bo3pacT maiuenTa Ha MOMEHT Je0r0Ta,
CHEKTp KIMHUYECKHX CHMIITOMOB M CTENEHb TKECTH 3a00JeBaHUS MOTYT Pa3IndaThCs

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

1.2 DTHoJIOrus U maroreHe3 3a00JeBaHUSA MJIM _COCTOSIHHUS (rpynnbl 3200J1€eBaHMIi

HJIN COCTOSTHUM)

XKupubie kucnotel (JKK) sBISIOTCS BaXKHBIM HCTOYHHKOM DHEPIUH OCOOCHHO B
CKEJIETHBIX MBIIIIAX, Ceplle W MEYeHH, U UX DHEepreTHuYecKas poJib BO3pPACTaE€T B YCIOBHSIX
rononanus. KK MoOmin3yrores u3 KUPOBOM TKAHU U TPAHCHOPTUPYIOTCS B KPOBOTOK, Oyayun
NEPBUYHO CBS3aHHBIMM C albOyMUHOM. BojibmmHCTBO TkaHe# crmocobHo pacmemats KK g0
YIIEKUCIoro ra3a W Boabl. Ha mo3mHuMX  cTagusx TOJNOAAHHMA OHU  CTAHOBATCSA
MPEUMYIIECTBEHHBIM HCTOYHUKOM TMPOJIYKIUU SHEPTUU Yepe3 UX OKHUCIEHHE B CKEJIETHBIX
MBIIIIAX U UCTOJIb30BaHUE YISl MPOIYKIIMM KETOHOBBIX Tel B nedeHu. JKK sSBIsSoTCS TiIaBHBIM
UCTOYHHUKOM BSHEpruu uis cepaua: B Hopme 60-70% sHepruu, HEOOXOAUMOW il CepAeYHOMN
MbIIIIbl, oOecrnieunBaercs okuciaeHueM KK, u 3T mudpbl Moryt ObITH Jake BbIIIE B
OTIpe/IeNIEHHBIX CUTYaIUsX, HallpUMEp, IpU TOJIOAaHUH U AraleTe.

g ocymectBienus: okucinenus JKK HeobOxonnMa ompejieneHHas Iocae10BaTelbHOCTh
Oonoxumuueckux peakuuit: 1. TpaHcopT KMPHBIX KHCIOT B MUTOXOHJAPHIO (IIPOHUKHOBEHHE
KK dyepe3 HapyXHYIO M BHYTPEHHIOIO MeMOpaHy MHUTOXOHApHii); 2. IlosTamHoe ykopoueHue
YIJIEPOJHOM ETOYKH KUPHBIX KUCIIOT O MOJYy4eHHUs KOHEUHOro mpoaykTa — anetun-KoA (puc.

1).



N3zBectHO 11 paznmmunbix ¢popm HacneactBeHHbIX FAOD. JlaHHBIC O IEPBUYHOM MOJIEKYJISPHO-
TeHETHYECKOM JedeKTe MpH Hambosiee YacThIX 3a00J€BAaHMAX M3 3TOW TPYIIBI MPHUBEACHBI B
npuioxeHnnn A4. CpaBHUTENBbHO HENABHO OBUIM BBISIBIICHBI HOBBIE 3a00J€BaHMSA U3 ATOH

IpyIIbl, cBA3aHHbIe ¢ MyTaiusivu B renax ACAD9 u ECHS1 [74].
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Puc. 1 TpaHCHOPT ¥ OKHCIEHUE KHUPHBIX KUCIOT B MUTOXOHApUH [105]

TFP — muTOXOHApHANBHBIH TpUQYHKIMOHANBHBIN Oenok; [IM — ruasmarmueckas memb6pana; CI.CIHI —
KOMILJIEKCHI bIXaTeIbHOM Hemd MUTOXOHApuil; MitoOM — BHeIHss MUTOXOHIpHANbHAs MeMOpana; MitolM
— BHYTPEHHsII MUTOXOHApUaibHas memOpana, ETF — anextponnepenocsmuii dasornporeun; CPTL -
kapHUTHH mnanbmutomntpancdepasza 1; CACT — KapHUTHH alWJIKapHUTHH TpaHciokaza, CPT2 —
KapHUTHH nanpMmutownTpanchepaza 2; LCFA- mnuHHONENOYEeUHbIe KUpHbIe KuciaoTel; MCFA —
cpeanenenoveynbie xupHble KuciaoTel, OCTN2 — TpancnopTrep KapHHUTHHA IUIa3MaTHYECKON MeMOpaHsI;

ETF QO — ETF(snekTpoHnepeHoCs i (IaBONpOTEHH )-AEeTHIpOTreHasa.

Monekynsipabie MexaHu3mbl narorene3a FAOD  u MHOTHE KIMHMYECKUE MPOSIBICHUS
9TUX Oojne3Hed cxomHbl. bompmumHcTBO  FAOD  XapakTepu3yroTcs  HEKETOTHYECKOU
THITOTIIMKEMHEH MTOCIIe TIEpHOia TOJIOIaHMS, TIO3TOMY THITOTIIMKEMHIO 3TH TAIIMEHTHI TIEPEHOCST
0co0eHHO Tskeno. McTomenue 3HepreTHYecKX pecypcoB MPH HEBO3ZMOKHOCTH UCIIONIb30BaHUS

KK u Tokcmueckoe aelicTBHE TOCIEAHUX OOYCIaBIMBAIOT BO3HUKHOBEHHE Pelie-mogo0HOro
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cunapoma. linst maorux ¢opm FAOD xapakTepHO MOpa)KeHHWE MBIIIICYHONW TKAaHH C MHOIIATHEH
W/WIHA KapUOMHOIIATHEH, YTO CBA3aHO KAaK C MCTOIICHUEM YHEPreTHYECKHX PECYPCOB, TaK U C
TOKCHYECKUM JICHCTBUEM CYOCTPaTOB OJIOKMPOBAHHBIX (DEPMEHTHBIX pPEaKIUN Ha MBIIICUYHYIO

TKaHb.

1.3 DnuaeMuoJorus 3a001eBaHUS WJIH cOCTOSIHMS (rpynnbl 3a00J1eBAHUNA MM

COCTOSIHM)

[Tocne Brimouenus FAOD B mporpaMMbl MacCOBOTO CKpUHHHTA HOBOPOXJIEHHBIX OBLIH

YTOUHEHB! JaHHbIE O YacTOTE 3TOM TPYNIbl HACIEIACTBEHHBIX Oose3Hel. Cumraercs, 4yTO UX
cyMmMmapHas yactora coctasiseT 1:9000, X0Ts MeX1y NOMYJISIIUAMU MOTYT ObITh 3HAUUTEIbHbIE
ornuuust [7]. OgHO M3 cambIX YacTbIX 3a00J€BaHUN M3 ATOW TPYNIBl — HEIOCTATOYHOCTh
CpeAHeenoYeyHoN aeruaporeHassl skupHbIx kuciaotr (MCAD) — 1: 14600- 1: 20 000. {anusie

0 4acToTe 3a00JeBaHUI U3 3TOI TPyl IPUBEACHBI B IPUI0oKeHUU A4.

1.4 Oco0eHHOCTH KOAHPOBAHMA 3200J€BAHUH WM  COCTOSSHUA (Tpynnbl

3a00JieBaHMIi MM COCTOAHMI) 1m0 MekIYHAPOIAHON CTATHCTHYECKOI KkJiaccupukanuu

00JIe3HeH M MPo0JIeM, CBA3AHHBIX €O 3I0POBLEM

Cornacno MKB-10, 3a0oneBanne otHocuTcs K kiaccy [V, Oone3HAM SHAOKPHUHHOM
CHCTEMBI, PAacCTpOWMCTBY NHUTAaHMUS M HapylleHHro oOMmeHa BemiectB, E71.3 — HapymeHus

oOMeHa JKUPHBIX KHUCJIOT.

1.5 Kaaccubukanus 3a00JeBaHUA HJIH COCTOAHUA (rpynnbl 3200JeBAHMIT WJIH

COCTOSIHUH
N3eectHsl 11 ocHoBHBIX (opm FAOD. Bce oHM cBsi3aHbl C HapylleHUEM (DYHKIUH
0€JIKOB, KOTOpBIE YYaCTBYIOT B METa0OIM3ME KHUPHBIX KUCIOT U KapHuTHHA ([Iprnoxenne A4).
KpaTkass xinMHHMYecKass XapakTepHUCTHKa OTAENbHBIX (OpM IMpHBEAECHa B MpuiiokeHun AS. B
3aBUCUMOCTH OT METa0O0JIMUeCKOro OJIoKa pa3iaudaroT (pOpMbI, CBA3aHHBIE HEMOCPEICTBEHHO C
HapyIEHUIMUA (EPMEHTOB OKUCIIEHUS XUPHBIX KHUCIOT U (OPMBI, CBSI3aHHBIE C JedeKTaMH
MeTaboIM3Ma U TPAaHCIIOPTa KAPHUTHHA U )KUPHBIX KUCIIOT.
ITo BegymieMmy CMMIITOMOKOMILIEKCY, BbIAEJASIOT ciaeaywimue popmbl FAOD:
— CHUCTEMHYIO C TIOPAXEHUEM CEPALIA U NICUEHU;
— TIEYEHOYHYIO;
— MMOIATHYECKYIO.
ITo cpoxam nosiBJIeHHs MePBBIX MPU3HAKOB pa3andaT ¢popmbl FAOD:
— HEOHATAJIbHYIO;

— JIETCKYIO ¢ MaHU(DecTalnel B MepBbIe ABa TOJ1a )KU3HH,
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— IIO3JHIOKO.

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

HJIN COCTOSTHHUM

[Tpu Bcex ¢opmax FAOD Bbimensior pasHble MO CpokaM MaHH(ecTaluu BapUaHTHI
3a00JeBaHuUs.

Obwue Knunuyeckue nposeiLeHUs. HapYUeHUl OKUCTEHUS. HCUPHBIX KUCTIOM

FAOD wumeroT MHOro oOMmMX KIMHUYECKHX NpOsBiIeHUH. OOBIYHO BBIICIAIOT
HEOHATaJIbHYIO (PAHHIOW), NETCKYI (MHPAHTWIBHYIO) H IO3IHIOK (B3pOCIyi0) (HOPMBI
0one3nu. Panuss ¢popma orauvaercs 0COOEHHOMN TSKECThIO, META0OINUECKHE HAPYILIEHUS 4acTO
MNPUBOJAT K HAPYIIEHUIO CO3HAHUSA, XOTS KOMATO3HBIE COCTOSHUSI MOTYT BO3HUKHYTH U IPH
JIETCKOM, ¥ TIPH MMO3/IHeH popmax.

OcHOBHbIE KJIMHUYECKHE TMPOSIBJIEHHUN. HEBPOJIOTHUYCCKUE HAPYIICHUS B BHUIL
YTHETEHUS] CO3HAHUsS BIUIOTH JO COMHOJICHIIMM W KOMBI, OOIICH BSJIOCTH, MOBTOpPHAs PBOTA,
YBEJIMUYEHHUE Pa3MEpPOB MIEUEHHU, IPOrPECCUpYIOIee MOpaKeHUE cep/iia B BUIE KapAUOMHONIATUI
WIM HapyUIeHHUs] CepACYHOro puTMa. J[eTu MOryT OTcTaBaTh B NCUXOMOTOPHOM pPa3BUTHU. Y
MAIMeHToB 0oJiee CTapimero Bo3pacTa JIOMHHUPYIOT MHUOMATHS W TIOPaXKCHHE MHUOKapa,
XapaKTePHBI MPUCTYITHI MBIMICYHON 00JH, pabJIOMUOIN3a U MHOTIIOOMHYPUH, TIPOSIBIISIOIIUECS
M3MEHEHHEM I[BETa MOYH JI0 KOPUYHEBATO-OYpOi OKpaCKH.

XapaxtepHoit ueproit FAOD sBnsercss To, 4TO KIMHUYECKHE CHMIITOMBI Pa3BHBAIOTCS
WM YCHJIMBAIOTCS Ha (DOHE KaTaOOJMYECKHX COCTOSHUM, HAlpUMeEp, NPH IMPOJIOJDKUTEIBHON
(bu3HYECKON Harpy3ke, WHTCPKYPPEHTHBIX WH(MEKIHSIX WU TOJIOJaHWH, KOTJa TPOUCXOIWT
BBICBOOOJK/ICHHE DH/IOTCHHBIX TUNUA0B. Hanbomnee yacto 3aTparuBaroTCsl OpraHbl, Al KOTOPHIX
JUTMHHOIIETIOYEYHBIE XUPHBIE KHCIOTHI CIYXaT OCHOBHBIM HMCTOYHHUKOM JHEPTHH, TaKue Kak
CEepJIIle U CKeJIETHBIE MBIIIIHI |3,8].

Yacteimu  cumnTomMamMu  FAOD  sSBISiFOTCA = HEKETOTHYECKAsT  TMIIOTJIMKEMUS,
KapAMOMHUOMATHUS U MHOMATHS, TH CUMIITOMBI MOTYT MPOSIBIISITHCSI KaK M30JUPOBAHHO, TAaK U B
COUYCTAHUH.

Hapymienust cepJedHOro pUTMa M KapAWMOMHUOINATHS, HaWOOJiee YacTO MPOSBISIOTCS B
HEOHATaJIHbHOM TIEPHOJIC M PAHHEM JCTCTBE, HO MOTYT Pa3BUTHCS B MEPUOJ METAOOIHIECKOTO
KpH3a U B 00JIee MO3JHEM BO3pacTe.

B panHem nercTBe mMOpakeHHE CcepAlla MOXET MPUBECTH K JIETaJIbHOMY HCXOIY.
JloBOBHO dacTO HAOMIOMAETCsl THMEPTPO(UsS JIEBOTO JKETyJ0ouYKa, B THKENBIX CIydasx -
TUJaTallMOHHAs KapAUOMHOIIATHsI CO CHIDKeHHEeM (pakiuu BbIOpoca. MHornma HaOmromaeTcs

KapJIMOMHOMATUS B COUETAHUU C BBIMTOTOM B niepukapa [9,10].
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Hapymenust cepaedHoro putMa omnucanbl npaktudeckd npu Bcex FAOD u BcTpewarorcs B
COYETAaHUH C KapJIMOMHUONATUEN WK U30JIMpoBaHHO [11].

Muonarust oueHb yacTblii cuMnToMm npu HapymeHusax FAOD. IlanueHTsl MOTyT IpeabsaBiIsaTh
KajoObl Ha MHAITHIO, OBICTPYIO YTOMIIIEMOCTb, HENEPEHOCUMOCTh (PU3MUECKOW Harpy3Ku.
Yame Bcero MuomnaTtusi MaHU(ecTUpyeT B MOAPOCTKOBOM BO3pacTe, Ha 2-3 NECSATUIIETUHN KU3HH,
HO MOJKET OBITh BEIyLIMM CHMIITOMOM M paHee. VHOraa MUOMaTHS MOXET MPOBOIMPOBATHCS
MHTCHCUBHBIMU  (DM3MUYECKUMH YIPAKHEHUSIMH, HO TaKkKe MOXeT HaOIIoAaTeCs 1ocie
aHeCcTe3Wu M BUPYCHOU uHpeKimH [1-5].

['emaTomeranus BO3HHMKAaeT BCIEACTBUE HAKOIUIEHUS B TIEYEHM JKUPHBIX KHUCJIOT C
dopMupoBaHueM >KUpOBOil auctpoduu medeHu [25]. YV manMeHTOB € HEIOCTATOYHOCTBHIO
LCHAD u TFP moxer Ha01r01aThCS KIIMHUYECKask KapTUHA MepH(EePUIECKOi MOTUHEBPOIIATHH,
IpHUYMHA Pa3BUTHS KOTOPO# 0 KOHIIA HEe u3BecTHa [6, 113, 114].

VY nanuentos ¢ gepunurom LCHAD (u ¢ nedunutom TFP, HO peke) pa3BuBaeTcs MUrMEHTHas
nerenepanus ceryarku [115-117].

Hamnbosee uwacTple KIMHUYECKHE CHUMIITOMBI TpW pasnuuHbix ¢opmax FAOD mnpuBeneHs! B
npuiIokeHuu ASa.

Oco6eHHOCTH KIMHUYECKHUX NMposBIeHUH oTaenbHbIX popm FAOD npuBeneHsl HIKE.
Hapymenns Tpancnopra 1 Merad0/in3Ma KADHUTHHA U )KUPHBIX KHCJIOT

B rpynmny BXOOUT HECKONBKO 3a00JI€BaHUM, pa3IUyaroLINXcs 110 CpoKaM MaHupecranumy,
TSKECTH TEUEHUSI U OMOXMMHUYECKUM XapaKTePUCTHKAM.

Tpancnopr mMHHOLENIOYEUYHBIX anwI-KOA B MUTOXOHIPUM OCYHIECTBIAETCA  C
MOMOIIIbI0 KapHUTHHOBOTO LIMKJA, BKIOYamomero 4 Oenka: 1) KapHUTHHOBBIM TpaHCHOpTEp
miasmatuueckor  memOpansl (OCTN2), oOecrieuuBarouIii BHYTPUKIETOUHYIO JIOCTaBKY
KapHUTHHA;, 2) KapHUTUH-naneMuTounTpanchepazy 1 (CPT 1) nHa BHemHell memOpane
MHUTOXOH/IpH, KOTOpas nepeHocut anmibHble octaTku KK ot KoA k xapHuUTHHY; 3) KapHUTUH/
arunkapautuH  TpaHcnokazy  (CACT), oOecneuuBaromyr0  YeJTHOYHBIH  TPaHCHIOPT
AIWJIKAPHUTUHOB 4Yepe3 BHYTPEHHIOI0O MeMOpaHy B OOMEH Ha CBOOOJHBIM KapHUTHH; 4)
KapHUTHH-TTagbMuTOMATpaHcepazy 2 (CPT 2), koropas nepeHOCUT Ha BHYTpEeHHEH MeMOpaHe
MuTOoXOHApUM anmibHble ocTaTku JKK or kapHutnHa k KoA. Myranuu cOOTBETCTBYIOLIMX
TeHOB, KOAMPYIOUINX JIaHHbIE OCNKM, MPUBOJAT K HACIEICTBEHHBIM HAPYIIEHUSM TPaHCIOPTa
KapHUTUHA U )KUPHBIX KHUCJIOT.

Cucmemmuniii depuyum KapHumuHa

AyTocoMHO-perieccuBHOE 3a0oJeBaHue, cBsi3aHHOe ¢ Mytamusmu reHa SLC22A5,

KOAMPYIOMIETO TPAaHCHOPTHBIM Oemok — mepeHocunk kapautuHa (OCTN2).  Cpoku

MaHudecTaruu 3adoneBanus ot 1 Mecsma 10 7 et (B cpeaHem 2 roja).
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Y nereii paHHEro BO3pacTa OCHOBHOE IMPOSIBJICHHE CUCTEMHOrO JepHUIMTa KapHUTHHA—
THIIOKETOTHYECKAasl THIOTIMKEMHUYecKas »Huedanonatus (BsIOCTb, COHJIMBOCTh, MOBTOpPHAs
pBOTa), UMEIOLIasi MPHUCTyooOpa3Hoe TedueHue. OTMedaeTcs yBEIWYCHHE Pa3MEpOB IIEYCHH.
Hepenko y Takux mainueHToB pa3BUBaeTCs CUHIpOM Peiie ¢ runepaMMoHuEMHEH U MOBBIILIEHUEM
YpOBHsI TpaHCaMHHAa3. Takke HaOJII0AI0TCs TOBBIIICHUE YPOBHEH MO4YeBON KHCIOTH 1 KDK.
Kak npaBuiio, 1eTu yMEPEHHO OTCTAIOT B IICUXOMOTOpPHOM pa3BUTHHU. [lo3xke (kak mpaBuio, B
BO3pacTte 2-3 JIeT) MPUCOCTUHSACTCS IPOrPeCcCUupyromias TunepTpodudeckas Wik AuaaTaliioHHas
KapAMOMHUONATHUA B COYETAHMM C HApPYUICHUSIMH CEPIEYHOIO0 PUTMA, KOTOPHIE B OTCYTCTBHE
JiedyeHus: Hen30eKHO BEIYT K CMEPTH OT CepJeYHON HEeIOCTAaTOYHOCTH M CHHIPOMY BHE3AITHOU
cMmeptH. Jletn yacto OOJICIOT MHTEPKYyppeHTHBIMH 3abosieBanusimu [12, 13, 14]. HeoGbrunoi
maHudecranuerd 3a00eBaHUsT BO MJIAJIEHYECKOM BO3pPACTE SBJISACTCS KIMHWYECKass KapTHHA
nepudepruyeckoil MOJUHEBPONATUU C OTCYTCTBHEM CYXOXXWJIBHBIX pedieKCoB U rpy0oii
3aJIepKKOU IICKXOMOTOPHOT0 pa3Butus [118].

VY nanueHToB OoJiee cTapilero Bo3pacta JOMMHHUPYIOT IPU3HAKU CKEJIETHOW MUOMNATUU U
NOpakeHUs] MUOKapia. B MbllieyHoM OuomnraTe y MalMEHTOB PETHCTPHPYIOT HAKOILJICHUE
*KupoB. Hepeako HaOm0ma0TCS HAPYIICHUS] CO CTOPOHBI JKEMyOUHO-KUIIIEYHOTO TpakTa: 0o
B JKMBOTE, Auapes. B HeKOTOphIX cinyyasx Habmroganacek nepudepuyeckas HeBpOmaTus BEPXHUX
U HIKHUX KoHeuHoctel [17,18]. Ilpu cBOeBpeMEHHON AMAarHOCTUKE W Ha3HAYEHUU TEparuu
Ha0JII0/1aeTCsl MOJTHOE MCUE3HOBEHUE KIMHUYECKON CUMITTOMATHKHU.

B3pocnbie npu nanHOM 3a00JIeBaHUM MOTYT OBITH ACUMIITOMHBIMH HJIM OTMEYArOTCS
JIETKHE CHUMIITOMBI B BHJE CHIDKEHUS BBIHOCIMBOCTH, JIETKOM YTOMIISIEMOCTH U TUIOXOU
MEPEHOCUMOCTH JJTUTEIBHBIX TOJOAHBIX MPOMEXKYTKOB [146, 147]

Heduyum xaprumun-ayuikapHumMunmpancioKassl

AyTOCOMHO-peIleCCHBHOE 3a0ojieBaHWe, cBs3aHHOe ¢ MyTarnusmu TeHa SLC25A20,
KOAMPYIOMIETO KapHUTHH-alUIKapHUTUHTPaHCIoKa3zy. 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 CEepIEeYHO-IETOYHON HETOCTATOYHOCTHIO (KOJIIAIC) WA
KEIYAOYKOBBIMA ~ apUTMHSAMH, MBIIIEUYHON ciabocThi0 W TunoToHued. Habmiomaercs
TUTMOKETOTHYECKAas TUIIOTIINKEMUs, TuriepaMmMonuemMusi. CHHAPOM BHE3AMHONW CMEPTH MITaJISHIA
HaOmroaeTcss B Bo3pacTe OT 4-X aHed mo0 24 mecsieB. Hambonee 4dacThIMH HadalbHBIMU
cumMnToMaMu sBJstoTcs: remnaromeranust (34%), aputmus u / wnau Opagukapaus (32%) u
npixatenbHas —HenoctaTodyHocTh  (30%). ['unokerotwueckass runoriaukemus (68%) wu
runepammonneMust  (54%) wHaumbosiee dacTele JabopartopHble u3MeHeHMs. CepraedHas

CUMITOMATHKa BKJIOYACT THUMEPTPOPUUYECKYI0O WM JUJIATAIMOHHYIO KapJUOMHOMATHIO B
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COUETAaHUM C  Pa3HOOOpA3HBIMH  HApyHICHUSIMU  cepAedyHoro  putMma. [leueHouHas
HE/IOCTaTOYHOCTh WJIM YMEpPEHHAas TemaToMeraius C MeTa0OIMYecKHMM  aIua030M |
THIIOKETOTUYECKON THIOTIMKEMHEH XapaKTepHbl JUis JaHHoro 3aboneBanus. Octpas
HEBPOJIOTHYECKasi CHMIITOMATHKA MPE/ICTaBICHA HAPYIICHUSIMU CO3HAHUSA (JIeTaprueil 1 KoMoi)
[23, 24, 102, 103]. 3aboneBanue MOKeT MaHU(ECTUPOBATH C MBIIIICYHON CIIA00CTH U 33JICPKKU
IICUXOMOTOpHOro pa3Butus. Taxke Moxer HaOmoxarbes mnosbieHue ypoBHs KOK. Ilpu
no31Heil MaHu(ecTauyu OTMEYAETCsl MEHbIIAs TSKECTh KIMHUYECKUX MPOosBiIeHu [ 7, 27, 28].
Hedhuyum kaprumunnanemumourmpancgepasvl 1

AyTocoMHO-pelieccuBHOEe 3a0osieBaHue, cCBsizaHHOe ¢ MyranusamMu reHa CPTIA,
KOAHMPYIOIIET0 KapHUTUHIAIBMUTOMITpaHcdepasy 1, ToKaTu30BaHHYIO B IEYCHH.

Hauvano 3a601eBaHust — 0ObIYHO Ha MEPBOM T'OAY XKU3HHU, WIK B MilafieHuecTBe. OOBIYHO
y MalMEeHTOB OTMEYAETCsl HE3HAUUTENbHOE YBEJIMYEHHUE MEUYEHM, U 3a00JI€BaHUE IMPOTEKAET B
BUJIE OCTPBIX METa0OIMYECKUX MPUCTYIOB, KaK Pelie-no100HbIi CUHIPOM, COITPOBOKAAIOIINXCS
TaXHUITHO?, PBOTOM, OTKAa30M OT €/Ibl, CYI0pOramH, jeTtapruei, komoi. JIabopaTOpHO BBHISBISIOT
NOBBILICHUE YPOBHSI TpaHCAaMHHAa3, YIJIMHEHHEM MPOTPOMOMHOBOTO M TPOMOOIIJIACTUHOBOIO
BpemeHu. Hepenko 3abosieBanne npoTeKaeT 1Moj MacKo cerncuca

TpurrepusiMu (akTopaMu MOTYT OBITH TOJOJAHUE, HHTEPKYPPEHTHbIE HH(EKINH,
NOPUBOASAIINE K THUIOKETOTHYECKON/HEKeTOTHUeCKoW rumnoriukeMud. Ha BeicoTe mnpuctyna
OoTMeUaeTcst MeTaboauueckuil anuao3. [Ipuctyn MokeT npruBeCTH K BHE3AITHON CMEPTH.

Moser HabmOIaThCS 3aJep’KKa ICHUXOMOTOPHOTO pa3BUTH. B eAMHMYHBIX Cilydasx
co00Ila’och O CKEJNeTHOM Muomartuu, Kapauomuonatuu. WHorna pa3BuBaeTcs I[OYEUHO-
TyOyJSpHBIM anua03, KOTOPBIA HMeEeT MNpexXOMslIMi XapakTep M YacTO COYeTaercss ¢
MHOIIATHYECKUM CHHIPOMOM | TOBbIieHHeM ypoBHS K®K [148]. V¥V keHummuH MOryt
OTMEUaThCsl TSKeINble OciIoXKHEeHUs Bo Bpemsi 6epemenHoctn — HELLP cunnpom (remonus,
MOBBIIIIEHHUE MTEYEHOYHBIX TPaHCaMUHa3, Tpomoormronenus) [19].

KorautuBHbIi 1eUIUT y TAITUEHTOB 3aBUCHUT OT TSHXKECTH MEPEHECEHHBIX THIOTIMKEMHUECKUX
cocrosiHui [119].
Hedhuyum xaprnumunnanemumourmpancgepasvl 2

AyTOCOMHO-peIIeCCHBHOE 3a00JIeBaHue, cBsi3anHoe ¢ MyTanusmu rena CPT2. Beigenstor
TPU KIMHWYECKHE (OpMBI TATOJIOTMM B 3aBUCUMOCTH OT BO3pacTa MaHHU(ecTaluu:
HEOHATAJbHYIO, MJIICHYECKYIO (MH(aHTHIIFHYIO) U MTO3AHION (MbIIeyHy0) [13].

Teuenue 3aboneBaHus ocTpoe WM nporpeaueHtHoe. Hawamo 3a0oneBanus -
HEOHATAIBHBIA MEeproA. Y MAIMEHTOB C HEOHATAIbHOU (opMoil HabIt0MaeTCs pecnupaTOpHbI
JUCTPECC-CUHIPOM, KapAMOMHUOINATHS, HApYIIEHUE PUTMA U CEPAECUYHON NMPOBOJUMOCTU CEpALA

[120, 121] remaromeranusi, NEUECHOYHAs HEIOCTATOYHOCTh, JHIedanonarus. be3 yedeHus
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CMEpPTh OT TSKEJION CepleyHOW apUTMHHM M MOJMOPraHHOW HEJOCTaTOYHOCTH HACTyMaeT B
TIEPBBIE HEJENU KU3HU. BeTpeuarores au3Mop(uu: CKOIIEHHBIA J100, MUKpoLedans, BEICOKOE
He0O, aHOMaJbHBIC YIIHBIE PAKOBUHBI, UIMHHBIE KOHYCOBHMIHBIC NAaNIbIbl, KOHTPAKTYPHI,
runomiasus Horred [31, 32]. YacTelM CHMMIOTOMOM 3a00J€BaHUS SBJIACTCS YBEIUYECHUE
pa3MepoB M NOJIMKUCTO3 Touek [122].

Mnanenyeckass MmaHudecTalus JaHHOTO 3a00JieBaHUS MOTEHIMAIBLHO OTHOCHUTCA K
daransHbIM hopmam Oose3Hr. Mitagendeckas ¢popma 3a00eBaHUs Yallle BCEro MaHU(DECTUPYET
B BO3pacTe OT 6 MECALEB A0 JBYX JIET B BUJI€ BOSHUKHOBEHHUS! HEKETOTUUYECKON TMIIONIIMKEMUH,
YBEIMYCHUSI TICYCHHE, TOBBIMICHUS YPOBHS KpeaTWHWH(POCHOKMHA3BI M aMMOHHUS B KPOBHU
OCOOCHHO TMOCJE JJIUTEIBHOTO TOJIOAHOTO MPOMEXYyTKa. Tak ke y 3TUX MaIleHTOB MOXET
pa3BuUBaTbCcd MeTabojuueckas sHiedaaonatus ¢ pa3BUTHEM SIUIEHTHYECKUX IPUCTYIIOB,
pPECIMpPaTOPHOTO JIUCTPECC CHHJIpOMa M MeTraboiuueckro anuaos3a. WHorna HaOmropaercs
KapIMOMUOTIATUS 1 aPUTMUSL.

[To3auss mbliedHas Gopma BCTpedaeTcs Jalle U XapaKTepu3yeTcss HHTEPMUTTUPYIOLTUM
TEYCHHEM M BO3pacTOM Hauana 3a0oiieBaHUs - Ha 2-3 JAecATUJICTHH >XU3HHU. 3aloyieBaHUE
MaHU(ECTUPYET TMPUCTYIIaMU MBIIIEYHBIX OO0Jiel, MBIIIEYHON CJ1adoCTH, NapOKCHU3MaJIbHOM
MUOTJIO0MHYpHEH, Kak peakuus Ha (PU3MUECKYI0 Harpy3Ky (HENepeHOCHMOCTb (DHU3HUECKHUX
Harpy3ok). B penkux ciaydasx S5TH NPHUCTYNBl HACTYMAIOT Kak peaklus Ha TOJIOoAaHue,
UHTEPKYPPEHTHbIE HHQEKIMH, SMOLMOHAIBHBIE CTpecChl, oxyaxjaeHue. [Ipuctynbsl ocTpoit
JEKOMIIEHCALIMU WM TUCHYHKIIUS CEpACUHON MBIIIIIBI HAOTIOAAt0TCS PEAKO.

[Toueuynast HeMOCTaTOUHOCTH BCIEACTBHE MUOTJIOOMHYPUU BbIsABIEHA Y 25% MaIeHTOB.
Orto 3aloneBaHMe SBISETCd caMOW 4YacTOW MPUYMHOM HACIEICTBEHHOH MMOTIOOMHYpPUH.
Teuenue 3a00neBaHUS OTHOCUTENHHO J0oOpoKadecTBeHHOE [23, 24, 106].

Hapywenusa mumoxoHopuanoHo2o f-0KuUcieHus HCUPHbIX KUCIOM

B mutoxonnpuansHom wmartpukce ammi-KoA s¢upsr KK Bxogstr B [ -okucieHue,
KOTOpPO€ MEPEHOCUT DIEKTPOHBbI Il cuHTe3a AT® (mpixaTenbHas Lenb MHUTOXOHApuii). B
pesynbrare [ -okucinenus JKK mocnenoBarenbHO paciieruisiores a0 aunetwi-KoA, KoTopslid
3aTeM IpeBpallaeTcsi B KETOHOBBIE Tena B IedeHd. llepBas peaxiusi JeruaporeHU3aluu
ocymectBisiercs anui-KoA-neruaporenazamu. B okucnenun KK npuHMMaroT yuactue
KOPOTKOILIETIOYEeYHas, CpeAHEellernoueyHasi, UIMHHOIENOYeYHass M OY€Hb JUIMHHOLENOYeYHas
anun-KoA-geruaporenassl (B anriumiickoil Tpanckpunuuu — SCAD, MCAD, LCAD wu
VLCAD, cootBerctBeHHO). CybOcTpaTHas CHEU(PUUHOCTh BCEX MEPEYUCICHHBIX (EPMEHTOB
pa3iryHa U TOJIbKO YACTHYHO MEPEKPHIBAETCS.

Hepuyum ayun-KoA decudpocenasvl HCupHulX KUCIOM C KOPOMKOU YeepOOHOL Yenblio.
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AyTOCOMHO-PEIIECCUBHOE COCTOSIHME, CBs3aHHOe ¢ MyTtamusmu reHa ACADS,
koaupyromero aunia-KoA neruzaporeHasy >KUPHBIX KHUCJIOT C KOPOTKOH YIJIEPOJHOW LIEIbIO
(SCAD).

B MHoOrmx crnydasx oTMe4aroT OecCHMITOMHOE TeueHue, modtomy SCAD Ttemnepb
paccMaTpuBaeTcsl Kak OMOXMMHUYECKUil eHOTuN, a He 3abosneBaHue. BoONbIIMHCTBO neTelt co
SCAD Obumd BBISIBJICHBI TPH TPOBEIACHUHM CKPUHHHTAa HOBOPOXKICHHBIX, M TIOJABJISIONICE
OOJIBIIMHCTBO U3 HUX OCTAIOTCSl OECCHMIITOMHBIMU HA MPOTSKEHUN HECKOJIBKHX JIET.

Panpiie BeiaesuM TSOKENMYIO M JIeTKyto ¢opmy 6omnesnn [17, 53]. BnocienctBum Ob110
OoOHapy»XeHO, YTO HaJlW4YhMe B TOMO3HUIOTHOM COCTOSHUM WJIM B KOMMOAyHI-T€TEPO3ZUTOTHOM
COCTOSIHUM HECKOJIbKHX PpaclpOCTPAHEHHBIX MNOJMMOP(HU3MOB TPUBOIUT K CHIDKEHHIO
aktuBHOCTH (epmenta SCAD u BBISIBICHHIO OHOXMMHYECKHMX HM3MEHEHHUH B CIIEKTpe
AIWIKAPHUTUHOB, HO HE UMEET KaKUX-JI100 (PU3MOIOTrHUecKUX mocneAcTBHi [75, 76].

Hegpuyum xopomroyenoueunoi 3-2uopoxcuayun- KoA oecuopozenasor depuyum (SCHAD)

AyTOCOMHO-peliecCHBHOEe 3a0ojieBaHMe, CBs3aHHOe ¢ Myramusmu rtena HADH,
KOJMPYIOIIEM KOpPOTKOLENOYeuHy0 3-ruapokcuaimi- KoA nermaporeHasy >KMPHBIX KHCIOT
(SCHAD).

3aboneBaHrue B OONBIIMHCTBE ClydyaeB MaHU(ECTUPYET Ha MEPBOM TOAY >KU3HHU, HO
BO3MOXEH U 0OoJjee MO3JHHI BO3pacT Hadaiga CUMITOMOB. ONHMCAHO OKOJO JECATH CIIydaeB
nepuruta SCHAD B nureparype. OCHOBHBICE  KIMHHYECKHE  TPOSIBICHHUS  3TOTO
MeTaboNIMYecKoro 3a00JIeBaHUs OTJIMYAIOTCA OT JPYTUX HACIEJICTBEHHBIX Je(peKToB [-
OKHCJIGHHS  JKUPHBIX  KHCIOT, TIOCKOJNBbKY TIpM HEM THUIOINIMKEMHS  CBsi3aHa C
TUIEPUHCYTUHU3MOM. Takke y MalMeHTOB OTMEYaeTcs MHUOTJIOOMHYpHUS (B IMOAPOCTKOBOM
BO3pacTe), TUIOKETOTHUYECKAas THIOTIMKEMHUYecKas OJHiedanonaTus, runeprpodudeckas/
JATATAIlMOHHAST KapJUOMHOIIATHS, MBIIICYHAs THIIOTOHHS, CTeaTo3 IICUYeHHU, IICUCHOYHAs
HE0CTaTOYHOCTh. OnucaHbl HECKOJBKO ClyyaeB BHe3anmHoOU cMepTu. CTpecc, roojaHue MOryT
MIPOBOITUPOBATH CUMITTOMBI.

[To3nHee ycTaHOBIIEHWE IUArHO3a MOXKET MPUBECTH K (HOPMUPOBAHUIO SIWICTICHH U
YMCTBEHHOW OTCTAJIOCTH M3-32 TIOBTOPSIONICHCS THITOTIMKeMuH [77].

SCHAD crenyer knaccupuIMpOBaTh KaK CHHAPOM BPOXKJICHHOI'O THIEPHHCYIUHH3MA,
MOCKONBKY Y  TAIMeHTOB C  JokazaHHbIMH myTanusmMu HADH moxer  mabmronmaTthest
PEeLUAUBHUPYIOIIAs TUIIOTIMKEMUS C TUIIEPUHCYIMHU3MOM, YyBCTBUTEIbHBIM K JTUA30KCUTY [77-
79].

JlpyruMy 4acThIMH CHMITOMAaMH SIBIISICTCS 3a/ICpXKKa PEUYEBOTO Pa3BUTHSI, MBIIICUHAsS

THUIIOTOHUAI. Hepe):[Ko OTMCYAIOTCA SMNWJICOTUYCCKHUEC TNPUCTYIBI, MHOIATHA, 3aJCPrKKa
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busznyecKkoro pas3BUTHS, HaApYyIIEHHs BCKapMiIMBaHHUS. Pexe BcTpeuaroTcs AUCMOPQPUYHBIE
4epThl, KapauomuonaTus [75].
Hedpuyum ayun-CoA-0ecudpozenasvl cpedHeyenoyeurblx HCUPHbIX KUCTIOM

AyTOCOMHO-periecCUBHOE 3a0oJieBaHHMe, cBsizaHHOoe ¢ MyTamusmu reHa ACADM,
Koaupyroriero anmi-COA-Ieruaporenasy cpeatenenoyeynbix ) upueix kuciaor (MCAD).
3abosneBanue B OOJIBIIMHCTBE CIy4aeB MaHU(ECTUPYET B BO3pacTe OT 3-X 10 24-X MECSIIEB.
Hepenxo (ot 10 go 40% cinyuaeB) 3abojeBaHHe HAYMHAETCS B MEPHOJIE HOBOPOXKIEHHOCTH.
[IpucTynbsl NPOTEKAIOT TAKEIO U MOT'YT 3aKaHUMBAThCA JeTalbHO. B 5% cirydaeB cmepTh aeteit
MPOUCXOAUT B TepBble AHM >KU3HU. Okono 20% mManuMeHTOB YMHUPAIOT A0 YCTaHOBJICHUS
muarHo3a [11, 17]. B OonpmIMHCTBE CIy4aeB OCHOBHBIMH TPOSIBICHUSIMHU  SIBIISIOTCS
THIIOKETOTUYECKAsl THIOTIMKEMHS, KOTOpas MOXKET COYeTaThCsl C JIAKTaT-alliJa030M U
runepamMMoHremMueil. KiuHuueckue mposBIEHUS BKIOYAIOT cuHApoMm yraereHus [IHC,
COHJIUBOCTh U PBOTY Ha (poHEe MH(DEKIIMOHHBIX 3a00JIeBaHUMN, TOJIOIAHUS WU TIPU ONEPATUBHBIX
BMEIIATENLCTBAX. Y HEKOTOPHIX MAIlMEHTOB OTMEUYAETCS METa0OJMYECKUI KpU3, HECMOTpPS Ha
M30BITOYHOE HAKOIUIEHWE KETOHOBBIX TNl M HOPMAIBbHYIO KOHIIEHTPAILMIO TIIOKO3BI B KPOBH.
W3penaka mamueHTHl JEMOHCTPUPYIOT BO BpeMsl MPUCTYyNa ‘‘TapaJioKCcaibHO’ BBIPAKEHHBIH
Kero3. B mepuon kpusza oTMeyaeTcss COHJIMBOCTb, PBOTA, JbIXaTelbHas HEAOCTATOYHOCTH,
CyIOpOTH, TemaTroMeraausi, a Takxke OBICTpOE€ pa3BUTHE CEPACYHONW HEJOCTAaTOYHOCTH.
[ToBpexxaeHne TOJOBHOTO MO3ra, KOTOPOE MOKET BO3HHKHYTH BO BpeMs METaOOIMYECKOTO
KpH3a, YBEIMYUBACT PUCK OTAAJCHHBIX HEBPOJOTMUYECKMX HapylieHuid. MorkeT HaliromaThes
cnenuduyeckas moauMopdHas KeTyJ0UYKOBasi TAXUKAPAHs B BUJIE XapaKTePHbIX U3MEHEHHH Ha
OKI' B Buge torsades de pointes (pp. — «CKpydeHHbIE HIHYPKH»), WU >KEIyI0YKOBas
TaXWKapAus THIA «IupydT». HampaBnenme komruiekcoB QRS  MeHsercs NHMKIMYeCKH:
HECKOJIbKO KOMIUIEKCOB HAaIlpaBlIieHO BHU3, 3aTeéM B TOM JK€ OTBEIeHHMH —BBepX. [lpum
0OBEKTHBHOM OOCIIEJOBAHUH OIPEENAETCS yBeIMYEHHE MEeUYeHH, CHHApoM mutonmsa (Pewe-
NOJOOHBIA CHHAPOM). MEXIPUCTYIIHBIM HEPUOJ IIPOTeKaeT 6raronpuatHo, y 80% MalueHToB
OTMEUAeTCsl HOPMadbHOE HEPBHO-TICUXUYECKOE Pa3BUTHE C TMOJHBIM OTCYTCTBHEM JAPYTUX
npu3HaKkoB natoyoruu [15, 17, 48, 49].
Hepuyum ayun-KoA decudpocenasvl HCupHulX KUCIOM C 0UeHb ONUHHOU Y2nepoOHOU Yenbio

AyTOCOMHO-peIleCCHBHOE 3a0ojieBaHue, cBsizaHHOe ¢ wMytanmusmu reHa ACADVL,
Kogupyromero anui-KoA neruaporenasy KHUPHBIX KHCIOT C OYEHb IJIMHHOW YIIIEPOTHOM
uensio (VLCAD).

[Io cpokam mosBIEHUS TEpPBBIX MPU3HAKOB BBIIEISAIOT TpU (OpMBI 3a00JEBaHUS:
HEOHATAIBHYIO, JCTCKYI0 M TOo31nHI00. [Ipn HeoHaTanpHON M JETCKOW (opmax pa3iaudaroT

CIIeTYIOIINE HECKOJIbKO KIMHUYeckuX (heHoturnos [8, 13, 36, 37].
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Haubonee pacnpoctpanenHoi gopmoii 3aboseBaHus ABISETCS TsoKenas MiajieHdeckas (popma
(cepmeunas u moymopranHas (OpMbI) ¢ paHHEH MaHU(eCTaIlel 1 BEICOKOH CMEpTHOCTHIO. [1pu
3THX (opmax oTMeuaeTcss TOYTH HyJeBas (epMEHTATHBHAs AKTUBHOCTb, a KIMHUYCCKU
npeBajiupyeT MOopaxeHue cepAna B Buiue (rumeptpodpuyeck WIM — AUIATAIIMOHHOM
KapAMOMUONATHUH, HAPYIICHUS CEPIIEYHOr0 PUTMA) U BBICOKOM JIETaJIbHOCTHIO HA MEPBOM IOy
xu3HU [123]; a Takke MBIIIEYHON CabOCThI0 M TUIIOTOHMEH Ha ()OHE TUIEPAMMOHUEMHH,
HEKETOTHYECKON/  THIIOKETOTHYECKOHW  THIOTIMKeMHH W JakraT-anmumozoMm.  Octpas
HEBPOJIOTHYECKasi CUMITOMATUKa MpeJCTaBieHa Jietaprueil u komod. CHHIPOM BHE3aMHOM
CMEpPTH MJIQJICHIIa B HEOHATANbHBIM MEPHOJ WIM Ha IMEPBOM IOy KU3HU XapaKTepeH i
naHHOU popmer [131].

Bosnee nerkas ¢popma 3a0oneBaHMs ¢ TAaKOW e paHHEW MaHH(ecTalleld MpoTeKaeT Kak
Peiie cunnpom. KnuHuka B BUAE OCTPHIX MPHUCTYIOB, COMPOBOXKIAIOIIMXCS PBOTOM, BSUIBIM
COCaHHEM/OTKa30M OT THUIIM, MBIIIEYHON TUIOTOHUEH, Trunopediiekcueil/ apediexcuei,
TaxXWITHO?, aIlHO?, JICTaprueid, KOMOW, pa3BUBACTCS KaK PEaKIHUs Ha TOJIOJAAHHUE WA BUPYCHBIC
WH(QEKIMHA, PACCTPOMCTBA JKETYJOYHO-KUIIICYHOTO TPAKTa, MPUBOMASIIINE K HEKETOTHYECKOU
runornukemMur. Ha BeicOTe mpucTyma oTMeyaeTcss MeTabOoNMYecKUid — JIaKTaT-aluaos,
TUIEPYPUKEMHUSI, TeraTOMeraus, MbllliedHast cnadocth. [IprcTyn MOXeT mpuBeCcTH K BHE3AITHON
cMepTd. B pszme ciydaeB THUNOTIMKEMHYECKHE MPHUCTYIBl COMPOBOXKIAIOTCS CYAOpPOramH,
nuapeeil, Muajaruei, MUOTIO0OMHYpHUEH, MPOKCUMAIBHOW MHOMaThe. JHiedamonaTus MOXKET
HaOJIOaThCS Ja)ke B OTCYTCTBHE T'€HEPAIM30BAHHBIX METa0OIMYECKHX paccTpoiicT. [locme
MHOKECTBEHHBIX TPUCTYIIOB MOXXET pa3BUThCS YMCTBEHHas OTCTajiocTh. HecMoTps Ha
OTHOCUTENIbHYIO JIETKOCTh KYMHPOBAaHUS TMPHUCTYNOB TMPOTHO3 3a00JIeBaHUs  OCTaeTcs
HEONpEACIeHHBIM, TOTJa KaK TPH HEOHATAILHON KapJIHMOMHUOIATHYCCKOW QopMe OH
HeOJaronpusTeH.

[Mo3guss popma (okomo 15% cmyuaeB) manudecTupyeT OOBIYHO HA BTOPOM-TPEThEM
JECATUIICTUU )KU3HU HETIEPEHOCUMOCTBIO (PU3NYECKUX HATPY30K, MHAITHEH, MUOTTIOOMHYPHUEH U
nonséMoM KOK B orBer Ha (usnueckoe mnepeyroMieHHE U ToJoJ. MOXKET pa3BUTHCS
Iporpeccupyomnias npokcuManbHas Muonatus [38].

Heduyum  mumoxonopuanvnoco mpughynkyuornarvrnoeo oeika (TFP)/medocmamounocmo
onunnoyenoueunou 3-OH ayun KoA oOezudpoeenaszwvr  owcupnvix  kuciom (LCHAD) /
HedoCmamoyuHocms OnuHHoyenoueurou 3-kemo-KoA muonazvl (LCKAT).

MuroxoHapraabHbii  TpudyHKIHOHANBHBIH Oemok (TFP) -  wmynprrdepMeHTHBIH
KOMIUIEKC, cocrosimmii u3 3 OenkoB. Hamboiiee uacTo BCTpedaeTcsi HEIOCTaTOYHOCTH
nnuHHonenoueyHot 3-OH amun KoA nerupporenassl xupHbix kuciaor (LCHAD), kpaiine

PEIKO HEOCTATOYHOCTD JUTHHHOICTIOYeuHOH 3-KeT0-KoA tnomnassr (LCKAT) [125].
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MyrTaruu B 2 reHax NpUBOAAT K AaHHOMY 3a0oineBanuio - HADHA, HADHB. 3tu rens

KoaupyloT o u B cyopemunmubl TFP.  Myramuu B 3TUX TeHaX MOTYT NPUBOIUTH K
TreHepaTM30BaHHONW HEIOCTATOYHOCTH |FP, BBI3bIBasi €ro HECTAOMILHOCTD, & TAKXKE MYTaIllUU B
reie HADHA sBaistorest npuunHOW n3oiaupoBaHHOW HemoctatouHoctd LCHAD, a myranuu B
HADHB rene — n3omupoBannoi HegocrarouHoctu LCKAT.
Knuanyecknit  ¢penorun  m3onmpoBanHoi  HenmoctatouyHoctH LCHAD  mckimouynTenbHO
IFETEpOreHEH, HalOMUHAs 110 CBOUMM IposBIeHUsAM HenocratouHocTh VLCAD. Takke
KIIMHUYEeCKHEe  (PEHOTUIBl  YCIOBHO  MOAPA3NENSIOTCS Ha  TOHKEIYI0  HEOHATaJbHYIO
KapaunoMuonarudeckyro ¢opmy (1), dbopmy, npeumymecTBEHHO NpOTEKaIOIIyl0 Kak Peife
cuHIpoM (2) B coYeTaHMH C TIOpPaKEHWEM Ie4eHH, Jerkyio ¢opmy (3) c mo3nHei
MaHUECTAIMECH U MPEUMYIIECTBEHHBIM ITOPAXKEHUEM CKEJIETHBIX MBI, TedeHue 3a001eBaHms
octpoe (1) 1 UHTepMUTHpYIOIIee WK nporpeareHTHoe (2 u 3).

Knununyeckue nposiBiaenust 00JIe3HH B HEOHATAIBHOM MepHoje Hauboliee TSKelnble, KaK
MPAaBWJIO TIPUBOMSIINAE K JICTATLHOMY HCXOIY: KapAMOMHUONATHS, CTEaTo3 TeNaTOIHTOB,
MBIIIEYHAS TUTIOTOHUS, HEBPOIIATHS U CETICHC-TIOI00HOE COCTOSIHHE.

B pannem nerckom Bo3pacTe: XapakTepHa ocTpas Manudecranus (pBota, oOmas
MBIIIEYHAS TUTIOTOHUS, TOHUKO-KJIOHUYECKUE CYIOPOTH, BAJOCTh, COHIUBOCTb, JBIXaTEIbHbBIE
paccTpoiicTBa, KOMATO3HBIE COCTOSHHUS). Y MHOTHX JieTeil HaOmoJaeTcss codeTaHue
TUIEPTPOOUUECKON KapJAHOMHUOIATHH, T'eIaTOMETaTui, MBIIICYHON THIIOTOHHH M CJIa0O0CTH.
[Tpu ayckynabTaril cepjia BBICTYIIMBAIOTCS TIIyXHE TOHBI, PUTM Tajiona, MPH WCCIICTOBAHUH
oOpalmiaeT BHHMaHHME KapAHOMEranus, TUIEpTpous JEBOro KeIyJouyka, HapylIeHUe
cuctonnueckoi ¢yHkmuu. OmnucaHa Takke TNepukapauanbHas »¢dy3us. XapakTepHa
HEKETOTHYECKast/ TUTIOKETOTUYECKAsI TUTIOTIIMKEMUS KaK PEaKIus Ha TOJI0/IaHue.

HaubGonee yacto BcTpevaercs popma 3aboneBaHus ¢ BO3paCTOM Hadvajia B TIEpPBBIC 2 roj1a
*KU3HU (2 mHA — 2 roja.). Y OONBIIMHCTBA MallMEHTOB 3a0ojeBaHue MaHH(ecTUpyeT Kak Peiie
cugapoMm. KiuHWKa B BHUAE OCTPBHIX U, KaK MPaBWIO, MHOKECTBEHHBIX MPHUCTYIIOB,
COTIPOBOXIAIOITUXCS PBOTOM, BSUIBIM COCAaHMEM/OTKA30M OT THIIH, MBIIICYHON THUIIOTOHUEH,
rematomMeranuei, runopediexcueii/apediekcueit, TaxXuItHOd, JeTapTUeid, KOMOM, pa3BUBAETCS
KaK peakiys Ha TOJOJaHUE WU BUPYCHbIE MH(EKINH, paccTPONUCTBA JKETYJOYHO-KUIIIEYHOTO
TpaKTa, NPUBOASAIIME K HEKETOTHYECKON TUMOriauKeMuu. llpucTtym MOXKeT MpUBECTH K
BHE3AaMHOM CMepPTH. Y HEKOTOPHIX MAIMEHTOB OTMEYAaeTCsl MPOrpPEeIUEHTHOE TeueHue
3a0oyieBaHUsl B BHUJE NPOTPECCUPYIONICH KapAWOMHOIATUH, MBIIIEYHON THUIOTOHUU H
remaroMeranuu. Y BceX MAalMeHTOB BBISIBISICTCS JTAKTAT-allU03 U BhICOKAs akTUBHOCTh KDK.

B crapmeM Bo3pacte y MalMIEeHTOB MOTYT MOSBUTHCS MPHUCTYIBI MBIMICYHBIX OOJIel U

MHUOTJIOOMHYPUH. Y HEKOTOPBIX TMAIMEHTOB ¢ T03MHEH MaHudecTaueil pa3BUBaCTCs
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KJIMHU4YecKas ¢opma 3aboseBaHus, cxoaHas ¢ MbimeuyHod (opmoit CPT 2 HemocraTodHOCTH.
Ora ¢gopma MaHupecTUpyeT OOBIYHO Ha BTOPOM-TPETHEM MACCATUICTHH KH3HU (HO MOMKET
MaHH(ECTUPOBaTh U pPaHBIIE) HENEPEeHOCUMOCTbIO (PU3MUECKUX HArpy3oK, MHaJTuei,
muornoounypueit u nogbéMom KOK B oTBeT Ha husmdeckoe nepeyromiaeHue u roioja. OaHako,
JUISL  3TUX TMAIUEHTOB XapaKTEepHO COYETaHHWE JTOMW KIMHUYECKOW CHMITOMATHKU C
nepugepuyecKoil HeBporaTHel U TMCPyHKINEH TeYCHH.

[lopaxxenue medyeHu sBIsETCS ONHOW U3 Hamboiee xapakTepHbix uepr LCHAD
HEJOCTAaTOYHOCTH U MPEACTABICHO rernaTtoMeraiueil, CHHIPOMOM IIMUTOJIN3a, B PEIKUX CIIydasixX —
OCTPOM  XOJIECTATUYECKOM IKENTYyXOM U TIEYEHOYHON HEJOCTaTOUYHOCThI0 C MACCHUBHBIM
TOTAIBHBIM HEKpo3oM TiedeHu [13, 41]. V xeHIMH YacTo BO BpeMsi OEPEMEHHOCTH MOXKET
Habroatecs xupoBast nuctpodus nedenu uian HELLP-curnpowm [16, 80].

Knununueckas xaptuna nedekra TFP oueHb cxogHa ¢ TakOBOM HpU HEJOCTATOYHOCTHU
LCHAD, Ho sBnsiercss Ooyee TSKEIOM M COMPOBOXKIACTCS PAHHUM JIETAIBHBIM HCXOJOM.
Hayano 3a0osieBaHus - B HEOHATAJIbLHOM IEPUOJE: MPOTPECCUPYIOIIAsl MbIIIEYHAs TUIIOTOHUS,
JeTaprusi, KOpMJIEHHE 3aTPYAHEHO, IPOrPECCUPYIOLIas cepliedHasl HeJ0CTaTOYHOCTb, CUHIPOM
BHE3aITHOM CMEpPTH MIIaJieHIIa (B Bo3pacTe 110 2-X MecsalueB). OueHb Tskemas TeHepaIn30BaHHas
HEOHaTaJlbHasl TUIMOTOHMSA, KIMHMYECKHM HEOTIIMYMMas OT BPOXKJIEHHOM MHUOINATHH, Oblia
MaHU(ECTUPYIOIUM CHMIITOMOM Y 5 mainueHTtoB. B oaHOM ciydae oTMmevanach MO3JIHSAA
MaHuecTanus 3a0oaeBaHus (B 2,5 r) ¢ OTHOCUTENIBHO MSATKUM UHTEPMUTTUPYIOLIUM TE€UECHUEM.
YHUKaIbHBIA KIMHUYECKUH ()EHOTHIT ONHMCAH Yy JIBYX HAIlMEeHTOB ¢ MaHu(ecTanueil B BuIe
IIPOrPECCUPYIONIEN XPOHUUYECKOHN MOJMHEBPONIATUH U MUOIIATUU B OTCYTCTBHE MATOJIOIMYECKHUX
W3MEHEHUH CO CTOPOHBI IIEUYEHU U CEPACUHON MBIIIIIIBI.

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

AyTOCOMHO-peliecCuBHOE 3a00JIeBaHME, TE€HETUYECKHM TIeTEepPOreHHOE, CBSI3aHHOE C
mytanusamu reHoB ETF-B, ETF-A, ETF-DH, kotopsie komupytot anbda- u 0eTa-cyOonequHHUIIBI
¢dnaBonporenHa, sBisomierocs nepeHocunkom snekTpoHoB (ETF), m ETF-kodepment Q-
okcuopenykTasbl. Hapymenus QyHKIMH J0060T0 M3 9TUX JBYX (JIaBOIPOTEMHOB TPUBOIUT K
HapYIICHUIO OKUCIICHUS JKUPHBIX KHCIIOT.

Breigensitor Heckonpko kimHHYECKUX (hopm ['A2: 1) Tspkenyro HeoHaTalbHYIO (GOpMY C
BPOXKIEHHBIMU aHOMATIUSIMU; 2) TSKENyI0 HEOHAaTalbHYI0 (opMy 0e3 BPOXKAECHHBIX aHOMAJIHii;
3) markyio ¢GopMy WIHM STHIMATIOHOBYIO/aJUIMHOBYIO anuaypuio. Kpome Toro, pasnmuyaror
puboQIaBUH-PE3UCTEHTHYIO U prOO(hIaBUH-UYyBCTBUTEIBHYIO (hopmbr [13, 14].

[Ipu TspKenol HeoHaTambHOW (OpME C BPOKIECHHBIMH aHOMAIHMSAMH, KaK IPaBUIIO,
peOCHOK pOXKJIaeTcs HEJOHOIIEHHBIM. Y JeTeld ¢ TepBhIX JHEH JKU3HM pPa3BHBAETCS

ABbIXATCJIbHBIC HAPYIICHUA (T&XPIHHOE), aHHOE)), MBIIIICYHAasA T'HIIOTOHHA, BAJIOCTb, COHIIMBOCTH

21



BIUIOTH JI0 JIETapTUM, PBOTA, YBEIMUEHUE IMEUEHU M CeJe3E€HKH, HEOOBIYHBIA 3arax MOYH
(«IOTHBIX HOT»), TsDKenas aHeMus. YepTsl Jnna nu3Mopduveckre, HalOMUHAIONINE TaKOBbIE
npu cuHapome LlenbpBerepa: BBICOKMU 100, THUIEPTEIOPU3M, THIOIUIA3US JIMIA IO CPEAHEH
JUHUH, AMCIJIACTHUYHBIE HU3KO IOCAKCHHBIE YIIHBIE PAKOBHHBI. XapaKTEPHbI BPOXKICHHBIC
MOPOKM PA3BUTUA: MbIIICUHbIE JePEeKThl MepeaHell OpIOIIHONM CTEHKH, TUIOoCTaaus,
MCKPUBJICHHE MOJOBOr0 WieHa, "cToma-kadaika". CMepTh B HEOHATAIbHBIM Mepuo/ (B MEPBYIO
HEJICITI0 KU3HU) Ha (DOHE JIETapTUu ¥ KOMBI.

HeonaraneHas Qopma 0e3 BPOXKICHHBIX aHOMAIMH, TaKkKe, KaK W IPEAbLIyLIas,
OTJIMYAEeTCA paHHel MaHuecTamueil, TSKEIBIM TEYCHHEM W HEPEOKO BeleT K rubenu. Jletw
OTCTalOT B NCUXOMOTOPHOM M (PU3HYECKOM pa3BHTHM. XapakTepHO pasButHe Pere-1momoOHoro
CUHApOMa U KapauomMuomnatuu. TeueHue 3aboneBaHHsl MPUCTYNOOOpasHoe. B HEKOTOPHIX
Cily4asx GOJIe3Hb IIPU OTCYTCTBHU SBHBIX KIIMHHYECKHX IIPOSBICHUN MOYKET SIBUTHCS IPUYMHOM
BHE3AIMHOM IETCKOM CMEPTH B paHHEM Bo3pacte [6].

[Mo3nusst dopma oTimyaercst Oojee JerkKuM TedeHHueM. OCHOBHBIMU KIMHHYECKUMH
IpPU3HAKaMU SBJIIOTCA: TOIIHOTA, PBOTA, YBEIMUYECHUE ITE€YEHHU, JKEITYXa, MbIIIEYHas cl1aboCTh U
TUIIOTOHUS. YMCTBEHHOE pa3BUTHE He cTpajaeT. Ilpu mo3aHeit popme 3abosieBaHUS MPUCTYIIBI
TUIIOKETOTUYECKON TUIOTTTMKEMUN TPOTEKAIOT HETSDKENO, OOBIYHO HE COMPOBOXKIAIOTCS
MeTaboIMYECKUM alli1030M U TUIIEpAMMOHUEMHEH.

Y dyactu TDanMeHTOB HaAONIONAeTcsl YIy4yIIeHHE COCTOSHUS MpU Ha3HAuYE€HUU
pubodnapuHa (Ouonorunueckas aktiBHas 100aBka) [143]. Bruoxumuueckue mapkepsl ['A2 Moryt
COBIAJATh C U3MEHEHUSIMHU, BBISBIIIEMBIMU IIpU JieeKkTe TpaHcropTepa pubodaaBuHa, KOTOpbIe
XapaKTepU3YIOTCS  3HAUWUTEIbHBIMU  KIMHUYECKUMHU  YIYYIIEHUSMHU TpU  Ha3HAUYECHUU
TeparneBTUUECKUX 103 pubodraBuna (Omosjormyeckass akTHBHas Jo00aBka). Kpartkue
KJIMHUYECKHE ONMUCAHMSI STHX 3a00JIeBaHUI TPUBEICHBI HUXKE.

BropuyHble HapymieHHsi MHUTOXOHAPHAJIBHOTO [-OKHCJIEHUS KUPHBIX KHCJIOT/

cxoaHble ¢ 'A2 npyrue HacjieqcTBeHHbIE 3200/1eBaHUA

H3BecTHBI paA  HACICACTBCHHBIX 3360J’ICB3HPII>1, Ipru KOTOPBIX Ha6J'IIOILaCTC$I U3MCHCHHUC

AMUJIKAPHUTUHOB, CXOAHBIC C HAPYIICHUAMUA B-OKI/ICJ'IGHI/ISI KHUPHBIX KUCJIOT.
Jepuuut nepeHocunka pudodiaBuna

Cunpapom bpayna-Buanerro-Ban Jlaspa (BVVL) (MIM211530) - penkoe HEBpOJIOTHYECKOE
3a00JieBaHNEe, KOTOPOE MPOSBIISIETCS HEHPOCEHCOPHOU TYroyXOCThIO, OyIbOapHBIM MapaTundoM
U JpIXaTeNIbHBIMU HapylleHusMu. Bo3pacT Havana BapbUpyeT OT MJIAJEHUYECTBA IO B3POCIIOTO

[124]. Kauuanueckuwe mnpusHakun u cumnTomMsl BVVL cxomubl ¢ Gonesnbio ®Parwmo-JIonae
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(MIM211500), koTopoe MepBOHAYAILHO pacCMaTPUBAIACh KakK OTACIbHAs Gopma, HO Temeph
U3BECTHO, 4TO 3TO ayuienbHbli BapuanT BVVL [124]. K naHHBIM 3a00JeBaHHSM TPUBOJIST
mytauuu B reHe SLC52A3, kortopelii komupyer nepeHocuuk pudoduasuna (RFVT3), wim B
rene SLC52A2, xoaupyromeM Ipyroi nmepeHocYuK puoodIiaBuHa mia3MaTHIECKON MEMOpaHbI
(RFVT2). Kilunudeckue mposiBieHuss y manueHToB ¢ jgepumurom RFVT2 u RFVT3
MPAKTUYECKU HEOTIIMYUMBI. Y MHOTUX IMALMEHTOB C 3TOW MATOJIOTUEN BBISIBISIOT U3MEHECHHBIN

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

Hns  Tepanum  cunapoma bpayna-Buanerro-Bam Jlaspa u  Oomesnn  @anmo-Jlonaa
BbICOKOd(pekTuBeH puboduaBun (Ouoiornyeckas akTHBHAs 100aBKa) B BBICOKUX J103aX, YTO
TpeOyeT mpoBedeHHUsI HccieqoBaHUN s Jud¢depeHIuanbHOl  AMAarHOCTMKM — JaHHBIX

Hapyirenuii ¢ 'A2 [125].
Hepuunt FAD-cunrtassl (FADS)

Hepumutr FAD-cunrassl (FADS) Obi1 Bnepsble onucan B 2016 rogy B 7 HEpPOICTBEHHBIX
CEMbsSIX, C HEBPOJIOTHYECKUMH MPOSBICHUAMH U OMOXUMHUYECKUM IpOoQuIIeM, YKa3bIBalOIUM Ha
['A2 [126]. [Ipu neueHHUs] 3TOM MATOJOTHH TaKXKe MPUMEHSIOT pubogiaBuH (OMoIOTHUecKas

aKTHBHas 100aBKa).
JepuuuT MUTOXOHAPHUAIBLHOTO NepeHocunka FAD

B 2016 romy Obu1 omucan neUIUT MUTOXOHApHATbHOro mnepeHocunka FAD y 14-netneit
JICBOYKHA C HEMEePEHOCUMOCThI0 (u3uyeckux Harpy3ok [127]. JlabopaTopHbie HCCICIOBaHHS
BBISIBIJTH TIpodwuib, moxoxuii Ha 'A2. beun BesiBiensr mytanun B reae SLC25A32, kotopsrit
KOJHMpPYeT OEJOK M3 CeMEHCTBA TPaHCIPOTEpOB ( MUTOXOHIpPHAIBHOTO nepeHocuyrnka FAD). B
2017 romy OBl omMcaH BTOPOH MAIMEHT C JaHHBIM HapylLIeHHEM, HO Ooyee TKeIoH
KJIMHUYECKONW KapTUHOW (aTakcusi, JM3apTpHs, MHOKIOHYC, MBIIICYHAs CIa0OCTh |
HEMNEePEHOCUMOCTbIO (PU3NYECKUX HAarpy3ok). COCTOsSHHUE MalMeHTa YIy4IIIOCh I10CIe IpueMa

pubodaBuHa (Ononornyeckas akTuBHas nobaska) [128].

Huddepennmanpras quarnoctuka FAOD nmpoBOIUTCS ¢ IUPOKOM KPYToM 3a00JIeBaHUN
HACJIC/ICTBEHHOM M AK30T€HHOM IMPHPOJIBI: MUTOXOHAPHAIBHBIMU OOJIE3HSMH, CBSI3aHHBIMHU C
nedexramu JBIXaTEIbHOM Lenu MUTOXOHJIPHH, HACJIEICTBEHHBIMU dbopmamu
TUNEePTPOPUUECKNX KapAMOMHUONATUM, HAPYHIEHUsAMH OOMEHa YIJIEBOAOB, MHONATHIMH,

OpTraHU4YCCKUMU allUAYPUAMU U HAPYUICHUAMHU LUKJIa MOYCBUHEI.
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Cnenyer mnpoBoauth auddepeHIHanbHyl0  JIUarHOCTUKY C  TUIIOKCUYECKUMU

MOPaXEHUSIMU

HEPBHOM  CHUCTEMbI, BHYTPUYTPOOHBIMH HMH(DEKIMAMH, a TaKkKe ¢

KapJMOMHOIATUSIMHU, TEIIATUTAMH PA3JIMYHOTO Mporcxoxaenus [4, 9, 10, 11].

2. /Inarnoctuka 3a00J1eBaHUSA WJIH COCTOSIHUA (TPyNNbI 3200/1€BaHUI WU

COCTOHHHﬁ), MEIUIMNHCKHUE ITOKA3aHUA ! IIPOTUBOINOKA3AHUA K IPUMECHCHHUIO

METO/J0B JHATHOCTUKH

KpI/ITepI/ISIMI/I YCTAHOBJICHUS HapymeHI/Iﬁ MHUTOXOHAPHUAJIBHOT'O B'OKI/ICHCHI/IH KHUPHBIX

KHCJIOT SABJICTCA XapPaKTCPHOC AJIA Ka)KﬂOﬁ (1)OpMLI HU3MCHCHUC YPOBHA KaApHUTHHOB B KPOBU U

BBIABJICHUC IMATOICHHBIX BApPWAHTOB B COOTBCTCTBYIOIIHMX I'€HAaX B I'OMO3UTI'OTHOM / KOMITayH/-

reTepPO3UrOTHOM cocTosiHuM [5, 7, 159].

2.1 ’Kaj100LI 1 aHAMHE3

HpI/I c6ope aHaMHe3a U Kajio0 CJIeayeT O6paTI/ITL BHUMAaHHC Ha CJICAYHOIIUC JKaJIOOBI U

AHAMHECTUYECKUE COOBITHS:

OTsroueHHbI ceMeHbIi aHaMHe3 (CXOJIHBIE CUMIITOMBI Y POJHBIX OpaTbeB U
cecTep npobdanaa, OJIM3KOPOICTBEHHBIN Opak);

Ciyuyaun BHE3aITHOM JETCKOM CMEPTH;

HELLP — cunapom nim xupoBas AUCTpO(UsS MEUEHH Y JKEHIIMHBI BO BpeMs
OEpEeMEHHOCTH;

PBota (B mo6oM Bo3pacTe);

Cynoporu (B 11000M Bo3pacte);

N3menenue 1iseta MouM (KpacHOBaTO-0ypast Mo4a) (B 1r060M Bo3pacte);
Onu3oapl  HapyLIEHUs CO3HaHUA (B JII0OOM BO3pacTe);

Onu30/1b1 HAPYIIEHUN CEPACUHOTO pUTMa (B JIFOOOM BO3pacTe);
HenepeHOCMMOCTD UTUTEEHBIX TOJIOTHBIX TPOMEKYTKOB;

HenepenocumocTh  (u3nueckoil HaArpy3ku (B3pocible M JeTH CTapIlero
BO3pacra);

Mpiteynsle 005U (B3pOCibIe U IETH CTapIIero BO3pacTa);

BricTpast yromiisieMocTh (B3pOCible U IETH CTapIIero BO3pacTa);

3HH30I[IJI THIIOKETOTUYECKOM TUITOTIIMKEMUH B aHaMHE3e.

2Kano0bI 1 aHaMHE3 TaK)KE OIMCAHBI B pasaciic «KKIMHUYCCKas KapTUHaA».
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2.2 dusukajabHoe 00cae10BAHHE

[Tpu ocMoTpe HE0OX0UMO 00paTUThL BHUMAHUE HA OCHOBHBIC KIIMHUYECKUE TTPOSBICHUS
FAOD:
— COHJIMBOCTD, BSIIIOCTD,
- DONH30/1bl HAPYIICHUST CO3HAHUS,;
— Cynoporu;
- MpgleyHas ruIoTOHHS,
- Mermeynas c1adocCTsb,
- Bonu B MBINIIIIax Mpy NaJIbIIANNY;
- VYBenuueHnue pa3MepoB MEUCHH;
- Hapymenue cepiedHoro purma;
- [IpusHaku cepaedHol HEAOCTaTOYHOCTH.
[TonpoOHO maHHBIE (U3MKAILHOTO OOCIEAOBAHUS OIHMCAHBI B pas3felie «KIMHUYCCKAs

KapTHHAY.

2.3 JIaGopaTopHbIE THATHOCTHYECKHE MCCAeT0BAHUS

Obpawaem 6HuManue, 4mMo, CO2NACHO MPeDOBAHUSIM K pa3pabomke KIUHUYECKUX
peKomeHOayull, K KAMCOOMY  Me3UCY-PDeKOMeHOayuu  HeoOXo0uMo  YKA3bleamv  CUNLY
pekomenoayull U OoKazamenvHylo 6a3y 8 COOMEemCmeuU CO WKAIAMU OYEHKU YPOBH:
oocmoseprocmu 0okasamenvcma (V) u yposus yoeoumenvnocmu pexomenoayuti (YVP). [na
muozux mesucog YVP u VI 6yoem Hu3Kum no npuuure Omcymcmeusi NOCEAUJeHHbIX UM
KAUHUYECKUX — UCCTe008aHUll  8blcOK0o20 ouzauna. Heezupas na 2mo, onu saerawmcs
HeoOX00UMbIMU 2eMeHmamuy 06cied08anus nayuenma OJisi YCMaHoB8NeHUsl OUACHO3a U 8b100pa
MAKMUKU 1e4eHusl.

o PexoMeHI0BaHO WCCIICJIOBAaHHE YPOBHS CBOOOJHOTO KapHWUTHHA M AlMJIKAPHUTHHOB B
KPOBH BCEM MAIUCHTaM C KIIMHUUECKUMH CUMIITOMaMH, XapaktepHbivu it FAOD [1,105,144].
YpoBeHb yoenuTeIbHOCTH 10Ka3aTedbcTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AN — 5).
Kommenrtapuu: /[ns xkaxcoou uz gopm FAOD xapaxmepen ceoti cnekmp ayuikapHumuHos,
npunodicenue A6. Huskuil yposeHb c60000H020 KAPHUMUHA MAKI’CE MOXHCem HAOI00amovcs npu
pade 3abonesanuti uz epynnvt FAOD. Credyem ommemums, umo, eciu ypogeHb c80000HO20
KAPHUMUHA HU3KULL, NOGbIUUEHUE CNeyUpUUecKuUx ayuikapHumuHo8 oyoem He BblpANCEHHbIM U
MO MOdHCEM Npusecmu K JOICHOOMPUYAMETbHbIM pe3yivmamam ananuza. l[lpu evisignenuu
npopuns  ayuIKapHumMuHos,  xapakmeproeo o I'A2  Heobxooumo  npogooums
oughghepenyuanvuyro ouacHocmuxy ¢ oegekmamu memaborusma puboghrasuna (cm. Pazden

Knunuuecxas KapmuHa 3a001e6aHUS UL COCmO}ZHu}Z).
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Ilpasuna 3a60pa kposu Ha urbmp npueedera 6 npunodiceHuu A7.

o PexomeHg0BaHO BceM MalUEHTaM C KJIMHUYECKMMH CUMITOMaMU XapaKTEPHBIMU JIJIS
FAOD onpenenenue conaepKaHUsi OpPraHUYECKUX KHUCIOT B MOYE METOJIOM Ta30BOM
xpomarorpaduu Macc-CHeKTPOMETPUM JJIsi HCKIIOYCHHMsS Jpyrux 3alojieBaHMii W3 Kiacca
HACJICJICTBEHHBIX 00JIe3HEH oOMeHa BelecTB M quarHocTuku ['A2 [6,13].

YpoBenb yoeauTebHOCTH 10Ka3aTebeTB C (YPOBEHD A0CTOBEPHOCTH PEKOMEH AN — 5).
KommenTapuu: B moue y nayuenmos ¢ FAOD mocym nosviuwamvcs koHyenmpayuu
OUKAPOOHOBLIX KUCIOM, NAKMAMA, 21YMapoeou KUCIOMbl NO CPABHEHUI C peghepencHbiMU
3HaueHuAMU. B 6onvuuncmee ciyuaeg smu uzmenenus Hecneyuguunol, 3a uckiodyenuem I'A2
(npunoosicenue A7).

o PexoMeH10BaHO BCcEM IMMallMEHTAM TIPH BBISBICHUM OWOXMMHUYECKUX HM3MCHCHHIA,
CBUICTENbCTBYIOIUX B monbly FAOD ompeneneHue BapuaHTOB TE€HOB B 00pasie
OMOJIOTHYECKOr0 MaTepHaia APYroM WIM HEYTOYHEHHOM, HEKJIACCHU(UIIMPOBAHHBIC B JIPYTHX
pyOpukax, wmeromoMm cekBenupoBanus 1o Cenrepy (03.5199.18.999.039) wu/unm meromom
TApreTHOTO BBICOKOMPOM3BOAUTENIbHOTO cekBeHupoBanus (03.5199.18.998.041) u/unu metomom
BBICOKOITPOM3BOIUTENILHOTO  cekBeHHpoBanusi  (03.5199.18.999.041)  w/mnmm  meTomoM
nonumepazHoi 1enHoit peakipn  (03.5199.18.999.048) w/umu  METOAOM MHOXKECTBEHHOU
JMra3Ho-3aBuCUMOl amrutudukanun 308108 (03.5199.18.999.059) (BbisiBIcHHE OWAIEIBHBIX
naToreHHbIX BapuanToB B reHax ACADM, ACADVL, HADH, ACADS, HADHA, HADHB, ETFA,
ETFB, ETFDH, SLC52A3, SLC52A2, CPT2, CPT1A, SLC25A20, SLC22A5, SLC25A32, ACAD9,
ECHS1 u Op.) nns monTBEep)KACHHS JHMarHo3a W MOPOBEACHHS MEIUKO-TeHETHYECKOTO
KOHCYJIbTUPOBAHUS CEMbH [9].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH peKoMeHIauu — 4).
Kommenrtapuii: Hogvlie 6apuanmul Heuzgecmmno2o 3HaueHus, mpeoyrom @GyHKYUOHATbHbIX
uccnedosanull, Hanpumep, Ha Kylbmype KONCHbIX @ubpodbracmos, umobvl YCmMaHO8UMb,
ABNAIOMCS TU OHU NPUYUHOU 3a001€8AHUSL.

o PexomeHnaoBaHo BceM MalMeHTaM C KIMHUYECKUMH W/WIA OHOXMMHUYECKUMU
npu3Hakamn FAOD o0muii  (KIMHUYECKWH) aHaiuu3 KPOBH pPa3BepHYTHIH (TeMOrIOOWH,
KOJIMYECTBO DJPHUTPOILUTOB, IBETOBOH IIOKa3aTeNb, KOJIMYECTBO JIEHKOIIUTOB, TPOMOOIIUTOB,
neiikonuTapHas QGopMyla M CKOPOCTh OCENaHUs DPUTPOILUTOB) JUIS OIICHKH OCHOBHBIX
napaMeTpOB KPOBETBOPEHUS M HAIMYMSI BOCIIATUTEIbHBIX TIporieccos [1, 2, 5].

YpoBeHb yoeauTeabHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AN — 5).
o PexoMeH10BaHO BCeM MalHMEHTAM C KIMHAYECKUMH W/WIA OHOXHUMHYECKUMU
npuzHakamu FAOD mpoBeneHne aHaim3a KPOBH OHOXMUMHYECKOTO OOIIETEPAneBTUYCCKOTO

(comepkaHme TIIFOKO3bBI, 001IeTo Oesika, OCIKOBBIX (Ppakiui, anbO0ymMuH, C-peakTUBHOTO OelKa,
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UCCIIeIOBaHNE YpOBHsS oOiero OmnupyOuHa B KpoBH, MccienoBaHue ypoBHSI CBOOOIHOTO H
CBSI3aHHOTO OWJIMPYOMHA B KPOBH, XOJECTEPHUHA, TPUTIHMIEPHIOB, JUIONPOTEUIOB HU3KOU U
BBICOKOM TUIOTHOCTHU (MCCIIEZIOBAaHHE YPOBHS JIMIIOIPOTEMHOB B KPOBH), HIETOYHON (ocdaTassl,
KpeaTHHHHA, MOYEBHMHbBI, MOUYEBOM KHCIOTHI, aMMOHHs, anaHuHamMuHOTpaHcdepasbl (AJIT),
acrapTaTaMuHOTpaHc]epass (ACT), raMmmariroTaMuITpancepassl (ITT),
kpeatuHpochokunazel  (KDK),  HccrmegoBanue  ypOBHS/aKTUBHOCTH — HM30(EPMEHTOB
KpeaTUHKUHA3bl B KPOBH, JakTaraeruaporenasa (JIJAI'), kampuus oOiiero u MOHM3MPOBAHHOTO,
HaTpuUs, Kanus, HeopraHumdeckoro Qocdopa, xenesa, peppuTuHa, MarHus, Xjaopa, MOJOYHOM
KHCIIOThI), HHCYJIMHA, MOKa3aTeield KUCIOTHO-OCHOBHOTO paBHoBecus (MccienoBaHue ypOBHsI
Oy(depHbIX BemiecTB B KpoBH, lcciemoBanue ypoBHs BOAOpOIHBIX HOHOB (pH) KpoBm),
UCCIIC/IOBAaHUE YPOBHS MOJIOYHOM KHCJIOTHI B KpOBH (JIaKTaTa) C LENBIO OLEHKHA COCTOSHUS
MEYEHHU, TIoYeK, OaraHca BaXHEHIIUX HYTPUEHTOB MPH JUETOTEpPANNH, KaablueBo-GpochopHoro
oOMeHa a TaksKe JIIs OLCHKH pHCKa MeTaboIn4ecKoil nekommencanuu [12, 132].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebCTB C (YPOBEHD JOCTOBEPHOCTH PEeKOMEHIAHH — 5).
KommenTapuu: y nayuenmos ¢ FAOD u naubonee 3nauumo 6 nepuod memabonuuecxou
O0eKoMNneHcayuu nogblAemcs ypo8eHb MpPAaHCaAMUHa3, Kpeamunghocpokunasvl, Haba0o0aemcs
euno2nukemusi u Memaboaudeckuil ayuoos. Ilepeuens 0CHOBHLIX 1AOOPAMOPHBIX UCCAEO08AHUL,
Komopbvie MO2ym NOMOYb 6 OKA3AHUU MeOUYUHCKOU NOMOWU HpU COCMOAHUU OCMPOU

Memaboauueckol dexomnencayuu, npusedeHvl 8 npuiodxcenuu 1" 18.

o Pexomennyercst ormnpeneneHue J1abOpaTOPHBIX TMOKas3arenell (KUCIOTHO-IEIOYHOIO
coctosHus kpoBu (MccnenoBanue ypoBHsi Oy(depHbIX BeliecTB B KpoBH, MccnenoBanue ypoBHs
BOJIOPOJIHBIX MOHOB (pH) KpoBH), UcceoBaHNE YPOBHS MOJIOYHON KHUCIIOTHI B KPOBH (J1aKTarta),
TJII0K03a, AJIEKTPOJUTHI (Kajauil, HaTpUil, KalnblMi MOHU3WPOBAHHBIM, XJOp) B MEPUOA U TPU
MOJIO3PEHUH Ha METAa0OJMYECKHM KpU3 MaleHTaM C KIMHUYECKUMHU W/MIU OMOXHMHUYECKUMH
npuzHakamMu FAOD c nenbio OLIEHKH COCTOSIHUSI U CBOEBPEMEHHOW KOppeKIMu Tepanuu [12,
132].

YpoBenb yoeauTebHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PeKOMeH1auu — 4).
. PexoMen0BaHO BceM TMalMeHTaM C KIMHUYECKUMH HW/HMIM  OMOXMMHYECKUMHU
npr3HakaMu FAOD o0muii (KIMHUYECKHiT) aHAIM3 MOYH, OINpeesieHHe KETOHOBBIX Tell IS
OLICHKH COCTOSIHHSI MOYEBBIBOISIIMX MMyTeil 1 mouek [1, 2, 5].

YpoBeHb yoenuTeabHOCTH 10Ka3aTedbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHAAIHH — 5).
KoMMeHTapuH: 6 c6A3u C 6bICOKUM PUCKOM PpAa38umusi UHMEPKYPPEHMHbIX UHGeKyuu y

nayuenmos ¢ FAOD  pexomenoyemcs nposedenue 0anHoeo ucciedosanus He pexce S pasz 6 200
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. Pexomenayercsi BceM TMalMEHTaM C MATOJOTHEH CEPACUYHO-COCYIUCTON CHUCTEMBI
uCCleIOBaHMsl YpOBHS N-TepMHUHAJIBHOTO (hparMeHTa HATPUHYpPETHUECKOro MPOIMENnTUia
Mo3roBoro (NT-proBNP) B kpoBM jis CBOEBPEMEHHOM JMAarHOCTHUKH  CEPICYHOMN
HEIOCTATOYHOCTH, g hepeHIHATEHOMI JHArHOCTUKHA c OJBILIKOM, BBI3BAHHOMU
pecrpaTOPHBIMHA HAPYIICHUSIMU, JUISI PEIICHHS BOIIPOCOB O CTAPTE/KOPPEKIINH KapAUOTPOITHON
tepanuu [11, 133].

YpoBenb yoeauTebHOCTH 10Ka3aTebeTB C (YPOBEHD A0CTOBEPHOCTH PeKOMeHIauu — 4).

2.4 NHCTpYMEHTAJIbHbIE INATHOCTHYECKHE HCCIETOBAHNS

o PexoMeH0BaHO BCEeM MalMCHTAM C KIMHUYECKHUMH W/WIA OHOXHUMHYECKUMHU
npu3HakamMu FAOD mposenenune DKI' 1 OxoKI™ mist olleHKH COCTOSIHUS CepIilia, MPU HATHIUN
HapyYIICHHH PUTMA U MTPOBOJMMOCTH MPOBEICHHUE XOATEPOBCKOro MorutopupoBanus IKI' [11,
97, 109, 129].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD I0CTOBEPHOCTH peKOMeH1auu — 4).
KommenTapuu: pecynsapnoe nposedenue IKI, IOxo-KI, neobxooumo nayuenmam OaHHOU
namonozuell, MaxK Kax C paHHe20 B603PACMA ) HUX OMMEUAOMCs CepOeyHO-CoCyOUCmole
HapyueHus.

B coomeemcemeuu ¢ I[lpuxazom Munzopasa Poccuu 13 okmsabps 2017 e Ne 804w om «O6
ymeepacoeHuu HOMEHKIamypbl MEOUYUHCKUX yemyen: MOHUmMOpUposanue
aneKmpoxapouocpaguieckux OanHwvix, Xoameposckoe MOHUMOPUPOBAHUE CePOeUHO20 pPUmMMA,
pacuughposka, onucanue u uHmepnpemayus 3eKmpoxKapouocpapuieckux OaHHbsIXx,

Pecucmpayus snekmpokapouocpammbi.

e PexomMeHZ0BaHO BceM IallMeHTaM C KIWHAYECKUMH W/HWIH  OHOXUMHUYCCKUMH
npusHakamMu FAOD yneTpasBykoBoro uccienoBanus (Y3M) opraHoB OpIONTHON MOJTOCTH
U TOYEK JIJISl UCKITFOUCHUS/TIOATBEPKICHHUS MATONIOTUU TeueHn U nouek [9, 12, 13, 15,
145].
YpoBenb yoenuTebHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AU — 5).
. PexomenaoBaHo BCEM IAlIMCHTaM C KIMHUYECKUMHU W/WIW OHMOXUMHUYECKUMH
npu3HakamMu FAOD nipoBejieHuE UCCIIEIOBAaHUS  COCTOSIHUS TJIQ3HOTO JHA C IEJTBIO BBISBIICHHS
MUTMEHTHOM JiereHepanuu cetuarku [1, 2, 5.

YpoBeHb yoenuTeIbHOCTH 10Ka3aTeqbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHAAHH — 5).

2.5 UHble THATHOCTHYECKHE MCCAeT0BAHUSA
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Koncynpranuu crneuuaiicToB MOTYT OKa3blBaThCSl MAIlMEHTaM Ha Pa3HbIX dTanax OKa3aHUS
MEIUIIUHCKON TIOMOIIH, B TOM YHCJIE B TIEPUOJ] TUATHOCTUKHU 3a00JI€BaHusI.

o PexomeHaylOTCS TIpU TIOCTAaHOBKE JIMAarHO3a IMAlMEHTaM C KIMHUYECKUMU W/UIU
ounoxumuueckumu npusHakamMu FAOD mpuMeHsATh MyJIbTHIUCHMILIMHAPHBIN MOIXOA B BUAY
TOTO, YTO 3a00JIEBaHUS XapaKTEPU3YIOTCS MOPAKEHHEM MHOTHX OpPraHOB M CHUCTEM, TpeOyeT
KOMIUIEKCHOW Tepamuu, 4YTO JUKTYeT HEOOXOAMMOCTh COBMECTHOTO BEJEHUS MalueHTa
crenuanrcTaMu pasHeix mpodueii [12,13, 15, 145].

YpoBeHb yoenutenabHocTu pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10Ka3aTEIbCTB — 5)
KommeHnTapumn: noxazanvl nepsuuHvle KOHCYIbMAyuu U NOBMOPHLIE KOHCYIbMAYUU 6paya-
2eHemuxKa, épaua-oghpmanvmonoza, 8paua-Hegpo.oza, epaua-ouemonoza, epaua-
2acmposHmepoio2a, 6paia-3HO0KpUHONI02A, 6PAYaA-Kapouoio2d, epaia-oemcko20 Kapouonoa,
epaua-wegpponoea, epaua-neouampalspaua-mepaneema/spava obwel NPaKmuku (cemeiuHo2o
epaua), a maxaice epaueil opyeux cneyuarviocmeni nayuenmam ¢ FAOD, umerowum napywenus

@yHKYULL COOMBEemMcm8YIOuWUX OP2aHO8 U CUCTHEM

3. JleueHue, BKJIHOYAsI MeIUKAMEHTO3HYI0 U HeMeTUKAMEHTO3HYI0 Tepanum,
AUETOTEePanunIo, 00e300/1UBaHNEe, MEAUINHCKUE TOKA3AHUS U

NMPOTHBOIIOKA3aHUA K IPUMCHCHUIO METOA0B JICUCHHUSA

3.1 O0mme pexoMeHIANHN 10 AueToTepanuu nanueuros ¢ FAOD

Crparerust nedenus manueHToB ¢ FAOD HOCHT KOMITJICKCHBIM XapakTep, B €r0 OCHOBE
JIEKUT KOPPEKIUS META0OINYECKUX HAPYIIEHHH TOCPEICTBOM JMETHI, KOTOpPas 3aKIF0YAETCs B
CHI)KEHMU TMOTpEeOJIEHUS! MUILEBBIX XHUPOB B KayeCTBE PE3EPBHON COCTABISIONIEH TKaHEBOM
OMOdPHEPreTHKH, MUHUMH3AIMK KaTaboIM3Ma KUPHBIX KUCJIOT U YMEHBUICHUH UX 3HAYUMOCTH
JUIS. BOCIIOJIHEHHUSI SHEPro3aTpar KIETKU ¢ oOecreueHneM HOPMallbHbIX MPOLECCOB aHA00IMU3Ma,
pocta M HYTPUTHBHOTO cTaryca. [7aBHas 3ajaya JueToTepanuu — 3TO NpoduIaKTHKa
rOJIOJIaHus, MPENyNpexJeHUEe TUNOMIMKEMUHM W MUHUMAJIbHO JOMYCTHUMOE CHUKEHHE
MOCTYIUIEHUS C MUILEN NaTOr€HETUYECKN 3HAYMMBbIX JKUPHBIX KMCIIOT U UX HCTOUYHUKOB.

IlocTtynuieHne 1OCTaTOUYHOM PHEPTHH 34 CUET YIJTIEBOAOB SABJIETCS KJIFOUEBHIM MOMEHTOM
B gueroreparuun FAOD. Ilporecc aHaboimm3Ma IMOMABISET OKHCICHUE J>KUPHBIX KHCIOT H
CHU)XKAeT YPOBEHb IUPKYIUPYIOUINX AllMJIKAPHUTHHOB. Pacuer KanopuilHOCTH MUTaHUS TOJIKEH
o0ecrieynBaTh aJIeKBaTHOE MOCTYIUICHHE SHEPTUH, MPEMATCTBYS KaTabOIUu3My, U B TO XK€ BpeMs

HE MPHUBOAMTH K IMEPEKapMIIMBAaHUIO M K MaToJorHueckoil mpubaBke Beca. [lo pesynbratam

29



MIPOBEICHHBIX HccleoBaHui y manueHToB ¢ FAOD Obuti OTMEUYEHBI CIIeayIOIIe 0COOCHHOCTH
merabonu3ma [81]:

- 0oJIee HU3KKE PHEPro3aTpaThl;

- IPEUMYIIECTBEHHOE OKHUCIIEHUE YTJIEBOAOB JUIS MMOJYYCHUS SHEPTUY;

- HU3Kas MBILIEYHAs Macca Tejla ¥ OoJiblasi >KUpoBasi Macca Tela.
. PexoMeHnayercsi u30erath JUIMTEIBHOTO ToJjiogaHus BceM mamueHTam ¢ FAOD ms
peIOTBPAICHHS Pa3BUTHS METa0OIMUECKUX Kpu3oB [11-14, 145].
YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD I0CTOBEPHOCTH PEKOMEH AU — 5).
KommenTapmii: 6 npunoscenuu A8 cymmuposanvt pekomenoayuu no npoooJHcumenrbHoCmu
nepuooos 2onodanusi 8 coomgemcmeuu ¢ 6ospacmom.  OOHAKO YKA3AHHbIE 3HAYEHUS
NPpUMEHUMbL K 300pPO8biM  OemsaM U CMAOUIbHbIM —COCMOSAHUAM, K020d 8 YCI08UAX
HOPMOKANOPUUHO20 NUManus OHe8Hble 3aNnacbl  2IUKO2EHAd UCHONb3YIOMCS 6  Nepuoo
NPOOONIHCUMENILHO20 HOYHO20 20]100aHUsl O NPOOYKyuu 2nokosvl. Heobxooumo yuumwvieams
UHOUBUOYATIbHBIE OCODEHHOCMU peOeHKa, O/l HeKOMOpbIX NAyueHmos mpedyiomcs MeHvliue
UHMEPBAIbl MeCOy npuemamu nuwyu Ol COXpaHeHusi CmabduibHO20 COCMOSHUA.
Hauunas ¢ 8-12 mecsayes, ¢ yenvio npedomspaujenuss KamaboiuzmMa 8 HOYHOU NepuUood, MONCHO
dasamv neped CHOM KyKYpy3uwli kpaxman (1 e/ ke /Oenb (pazsedenue Kpaxmana 6 0emckou
cmecu unu 6 6oode 1:2), npu peeucmpayuu 2UNO2IUKEMUU 6 HOUHbIE YACbL BO3ZMONCHO
00noIHUmMeNbHOe 68e0eHUe Kpaxmania 68 mol dce 003e) 0ni obecneyeHus MNOCMYNJIeHUs.
A0eKeamHOU SHep2uu 6 meyeHue HOYU, OAHHAS MAKMUKA OObIYHO UCHONb3YEeMCs MONbKO Y
NAYUeHmos ¢ MANCENbIM medeHuem 3a001e6anus, CKIOHHbIX K cuno2nukemuu. B npunoocenuu A9
npugedeHvl cpeOHeCymoyHvle HOPMbl PUIUOTI02ULECKUX NOmpedHOCHell 8 dHepeUuU 0/ Oemel.
. PexoMenaoBaHo HaszHaueHHWE ueToTepanuu BceM mnamueHtam ¢ FAOD  (kpome
MCADD, SCADD, cucteMHON HEIOCTATOYHOCTH KAPHUTHHA) IMOCJIE YCTAHOBIIEHUS] TOUYHOIO
JUarHo3a C LENbI0 CHIKCHUS PHCKOB BO3HHKHOBEHHSI METa0OIMUYecKOoW aekomrieHcaruu [11-
14].
YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH peKOMeHIauu — 4).
KommenTapum: 6 3asucumocmu om @Gopmel 3a601e8aHUA PEKOMEHOYVIOMCA pA3HbIE CXEMbl
neuenus. B Ipunooscenuu A10 npusedenvl 0cHosHblE peKOMEHOAYUU NO COOMHOULEHUIO HCUPO8 U

yeneeo0os 6 oueme.

3.1.1 Jleyenue nanuenToB ¢ FAOD B nepuoa HHTEPKVYPPEHTHLIX HHbeKIMnii

VY namuentoB ¢ FAOD snu3oapl MeTabomndeckoil JeKOMIIEHCAUA MOTYT HAOMI0IaThCs

IIPY UHTEPKYPPEHTHBIX 3200JI€BAHUSAX, TACTPOIHTEPHUTE.

30



o Pexomenayercsi TIOJICPKUBATh BBICOKOE MOTPEOJICHHE YTIIEBOJOB BO BPEMs JIFOOOTO
MeTabonuueckoro crtpecca BceM mnamueHtam ¢ FAOD jans mpenoTBpailieHUs pa3BUTHS
MeTrabonnueckoro kpusa [110].

YpoBeHb yoenuTelbHOCTH pekoMenaanuii C (YpoBeHb J10CTOBEPHOCTH 10KA3aTeJIbLCTB — 5)

Kommenrtapuu: wanumku c¢ 20-25% pacmeopom oOexcmpo3vl uiu KyKYpPYy3HO20 Kpaxmaia
(kykypysuolil kpaxman - nayuenmam cmapuie 8 Mecayes HCuU3HuU 6 pazoeol 00se 1 2/xke) ciedyem
HA4UHams Npu Nepevix NPUHAKax 3a00neeanus, a 3amem pagHOMEPHO paAcnpeoeisims 8 meyeHue
cymok. [na mex nayuenmos, y KOMOPLIX YCMAHOGNEH 30HO HNPOGOOUMCS HENPEPbLIGHOE
9HMepanIbHOe NUMAanUe Ul NOBMOPHLIU OONIOC NUMAMENTbHO20 PACMEOPd, Ve UCTONb3YEMO20
HOUbI0, MOJIcem Oblmb NPeON0NCeH 8 meyeHue 6ce20 OHA. B ciyuasx KiuHuuecko2o yxyouieHus ¢
OmMKA30M Om eobl, PEOMOU, HeobXo00UMa 20CHUMAIU3ayus 01 NpPo8eoeHuUs UHQGY3UOHHOU

mepanuu ([Ipunosxcenue I' 9).

3.1.2 Pekomenaaumuu no JedeHuo nanueHTtos ¢ FAOD B nepuoa Mera®oinueckoi

ACKOMIICHCAIIM N

VY Bcex nammenToB ¢ FAOD, He3aBUCHMO OT HaTW4Wsl WM OTCYTCTBHS KIMHUYECKUX
CUMITOMOB, KaTabOIMYECKHe COCTOSHUS TpeOYyIoT TMPUMEHEHHUS pPEeXKUMa HEOTIOKHOM
CUTYaIlUH.

CocTossHHE MEeTabOJIMYECKOro Kpu3a SBIAETCA IMOKa3aHWEM JUIsl TOCIUTAIN3alud U
MIPOBEJICHUS] MHTCHCUBHOM, B TOM 4MCie WH()Y3MOHHOW Teparuu, KOTOpasi JOJKHA HAYUHATHCS
He3aMeUIUTeNbHO. TakThka JeueHus JeTell B Nepuoj Kpusa BKIIOYAET JOMOIHUTEIBHOE
BBEJICHUE JEKCTPO3bI** [JIs1 SHEPreTHUeCKON MOANEPKKH U YMEHbBIIEHUS HHTEHCHBHOCTH
MIPOIIECCOB KaTa0OIN3Ma, KOPPEKIHMI0 METa0OIMIEeCKOTO K 103a, THIICPAMMOHHEMHH ¥ BOIHO-
AJIEKTPOJIUTHBIX HAPYIICHUH, KOPPEKIIUIO TUCTOTEPAITHH.

YcTpaHeHWe — THUNOTJIMKEMHM W JHEPreTHUYECKOW  HEJOCTaTOYHOCTH  HMMEET
MEPBOCTENIEHHOE 3HAYEHHE ISl COXPAaHEHUS KU3HH U 3I0pOBbs nanueHToB ¢ FAOD.

o Pexomenayercsi BHYTPUBEHHOE BBEJEHHE PACTBOpa ACKCTPO3BI*™ MMOJ KOHTPOJIEM €e
ypoBHs B KpoBu maruentaM ¢ FAOD npu passutum merabonudeckoro kpusa [5, 12 ,52, 130,
150].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH peKOMeHIauu — 4).

KommenTapuu: Buympusennoe 66edenue pacmeopa Oekcmposzvl™* u3z pacuema:
Hosopodicoennvle u demu 00 3-x 1em 10-12 me/ke/mun, om 3 0o 10 nem 8-10 me/ke/mun, cmapue
10 nem 5-8 me/ke/mun. Ilpu chudicenue entoxosvl Hudce 2,5 MMOIb/1 6 Kpo8U HEOOX0OUMO

sHympueennoe cmpyuinoe egederue 10%-25% oexcmposwi™* u3z pacuema 2-3 mu/ke, danee
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nepexoosam Ha 6HympuseHHoe KanenvHoe ggedenue 10% Odexcmposwvl®** co ckopocmwro 7 - 9
Me/Ke/MUH 00 HOPMAIU3AYUU YPOBHs 21I0K03bl 8 Kposu.) Haznauenue dexcmpo3vl** ne moavko
B0CHONIHAEM MKAHEBOU dHepeemuyecKutl oepuyum, HO U NOOAGIAEM JIUNOAU3 U CHUNCAem
NPOOYKYUIO MOKCUUHBIX 0EPUBAMOB HCUPHBIX KUCTON.

Heomnooicnyro enympusennyio mepanuro ciedyem HAYUHAMb KAK MOJICHO PAHbuie Npu
boniee mAdNCENLIX COCMOSAHUSAX, C BbICOKOU MEeMNepamypol, NOSMOPAIWENUCs DPEOMOU UlU
MAHCENLIM 2ACTPOIHMEPUMOM.

Pacmeopuvr ona enympusennvix ungysuti, cooepacawue 10% oexcmposy™** (unu 6onee)
cnedyem UCnoIb308amv 0adice npu HOPMAIbHOM YPoGHe 2ntoKo3vl 8 kKposu. Tlayuenmovr ¢ FAOD
NOJIHOCIbBIO 3A8UCSI OM 2II0KO3bl O/ CBOUX DHEPeemuyeckux nompedOHocmel u ee 3anac
Modxcem Ovicmpo ucmowamscs. Eciu 'y nayuenma pazeusaemcs 3HAYUMENbHASL 2UNEPRIUKEeMUSL
(Hanpumep, yposeHb 20K03bl 8 Kposu bonvue 250 me/on) ¢ enoko3ypueti u UMeromest NPUHAKU
Memadonu4eckol 0eKOMNEHcayul, mo ciedyem paccmompentb 803MONCHOCHb HAYAA UHPY3UU
Huncyruna (UHCYIUH pacMBEOPUMBLIL (4e08eUeCKUll 2eHHO-UHICEHEPHDIL) **) emecmo cHudicenus
ckopocmu  ungysuu oexcmposvl**, cnocoocmeys anabonuveckomy cocmosanuro. Hauanvnas
00o3a 0na uu@ysuu uncyruna cocmasnsiem 0,01 ME/ke/mun. Ypoeenv uncynuna credyem
mumpogams, 4mobvl NOO0EPICUBAMb YPOBEHb 2IH0K03bl 8 Kposu medcdy 100 u 150 me/on [153].

Cneoyem ommemums, umo uH@y3us 0Oonee KOHYEHMPUPOBAHHOZO  PACMBOPA
dexcmposvl** (15-25%) npu 6onee HuzKkou cxopocmu UH@y3uu NOCPEOCMBOM YEHMPATbHO20
Kamemepa Modxicem nompebo8amvpcs npu HedoCmamounol cepoeunol gyuxkyuu. Kpome moeo,
cedyem cobar00ams 0CMOPOICHOCIb NPU NPEKPAUeHUU BHYMPUBEHHOU UHDY3UU - HEOOXO0OUMO
MEONEHHO CHUMCAMb CKOPOCMb, YMOObl U30exHcams COCMOSHUSA PeAKMUBHOU UNO2TIUKEMUU.

. PexoMenayercss KOppekius MeTa0OJIMyYecKoro anuao3a (Ipu ypoBHE OuMKapOOHATOB
CBIBOPOTKH KpoBHU <16 MOkB/1) nanuentam ¢ FAOD mnpu pa3BUTHH MeTabOIMUECKOrO Kpu3a [5,
12, 52].

YpoBeHb yoenuTeJbHOCTH doKkazamenscme C (yposenvb 0ocmosepuocmu pekomenoayuu — 4).
Kommenmapuu: coenacno KiuHuU4ecKUM peKoMeHOAyusmM no UHMEeHCUSHOU mepanuu  oeguyum
OUKapOOHamos Kynupyemcs nymem GHYMPUBEHHO20 68€0€HUsl WeIOYHbIX PACMBOPOs. HATPUS
ruapokapOoHat™*. Hampus euopokapbonam™* npumensemcs é euoe 8,4% u 4,2% pacmeopa
ons yooocmea nepepacuema Ha mmoab NaHCO. Eeco 0osuposka (Mmonv) onpedensemcsi no
Gopmyne: (-BE) X macca mena (ke) X 0,3. Takowce nayuenmam modxcem OblmMb HAZHAYEHO
wenounoe numve — pacmeop coowl us pacvema 1/2-1 waunas noxcka na 200 ma 600b1, wenounvie

MUHEpAIbHblE 600bL.
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B 3asucumocmu om msscecmu cocmosinus kasxcovle 6-12 yacoe KOoHmMpoauposams noxkazamenu
KUCTIOMHO-0CHOBHO20 COCMOSIHUSL KPOBU, YPOBHS HAMPUs U Kaaus 6 kposu nayuenmam ¢ FAOD
npu pazeumuu memabonuyeckozo kpusza [5,12,13,14].

. PexoMeniyeTcst KOPpPEKIUs BOAHO-3JIEKTPOIMTHBIX HapyIleHHd nanuentam ¢ FAOD
IpY Pa3BUTHH MeTaboIMuecKoro kpusa [5,12, 145].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHAAHH — 5).
KoMMeHTapuu: npu coxpanaioweucs 2uno2uopamayuu npoooumcs nymem 6HYmMpUGEeHHO20
66edenuss nampusi xaopuoa** 0,9%). Oonaxo HeoOX00UMO umemv 6 6udy, YUMo 2IAGHbIM
Meponpusimuem 8 KOMNIeKce UHMEHCUBHOU mepanuu s611emcs 688edeHue pacmeopos
0eKcmpo3bl U WeNLOYHbIX PACEOPO8.

PexomengoBaHo: HazHaueHHe HaTpusi OeH3zoara (OMOJOTMYECKM AaKTHBHas J100aBKa) IpU
ypoBHEe ammuaka B KpoBH Bbimie 200 Mkmonw/n mamuentam ¢ FAOD mnpu pasutun
MeTabosrueckoro kpusa [152, 154].

YpoBeHb yoequTeILHOCTH 10Ka3aTeIbcTB C (YPOBEHD JOCTOBEPHOCTH PeKOMeHaauu — 5).
KommenTapuu: Hampus 6enzoam (buonoeuuecku axmuendas 000aA8Ka) HAZHAYAEMC U3
pacwema om 250 me\ke \& cymxu. (maxcumanvho 00 500me/xe/cym, eciu macca mena
npegviiaem 20 ke 0o 5,52/m2/cym)

Konumponv ypoeus ammuaxa ononstcen npogooumscs Kadxcovie 6-12 uacos. Ocywecmenaiom
0053amenbHbIIL KOHMPOJIb YPOGHS HAMPUS U KAlUsl 8 Kposu He pedxce Ipasa 6 2 uaca.

Coenacrno MmexHcOYHAPOOHbIM PEKOMEHOAUUAM NO JNe4eHUlo UnepamMOHUeMuu NoKa3aHo
BHYMPUBEHHOE 868e0eHlUe NPEenapamos, CEA3bl8a0WUX AMMUAK, 0OHAKO 8 HAcmosaujee 8pems Ha
meppumopuu  Poccutickoti  @edepayuu  OaHHble  JleKApCMEEHHble ~ CPeoCcmed  He
3apecucmpuposansl. [loomomy 6ce npenapamsi, ceA3bIGANOWUE AMMUAK,  SAGNAIOMCS
npenapamamu off-label wiu ne 3zapecucmpuposanvi u mpebyrom ogpopmnenus epauebnol
KOMUCCUU U cO2Nacusi pooumeell/3aKoHHbIX npeocmasumenell u nayueuma c 15 nem. Ilpuem
OaHHBIX NPEnapamos npu 2UNEPamMmoHUeMuu Heobxo0UM O HCUSHEHHBIM NOKA3AHUAM

. PexomenayeTrcsi KOPpEKIUs AUCTHYSCKUX MeponpusaTuii BceM maruentam ¢ FAOD B
HepHO METa0OJIMIECKOTO KpH3a C LEeNIbI0 KOMIICHCAUU JaHHOTo cocTosiHus [ 1, 105].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AU — 5).
KommenTapuu: Ilpu VLCAD, LCHAD ouemuueckue ocpanuuenus npu xpuse: NOIHOCMbIO
UCKTIIOUUMb nomped/ieHue HCUPo8 Ha Nepuod ocmpo20a kpusa (na 24-48 yacos), danee 6600umv
MUHUMATLHOE KOTUHECTBO CPEOHEYENOUeUHbIX JICUPOE NPU COXPAHEHUU 6bICOKOU KANOPUUHOCTIU
(ne menee 100—115 kxan/ke) payuona 6 OCHOBHOM 3a cuem y2ie80008; uzbe2amv 20100aHUS,

K020a NpeKkpawaromcs uH@ysuu.
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. PexkoMenyercst HCIOJIB30BaTh MPHEMIIEMbIH SHTEPAIBHBIA CIIOCOO KOPMIICHHS ISt
naruenta ¢ FAOD s npenoTBpaiieHus pa3BUuTHs Katabonndeckux cocrosuawuii [1, 105].
YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD A10CTOBEPHOCTH PEKOMEH AU — 5).
KommenTapun: camocmosamenvho uepes pom, uepes3 3010 Uil 2acmpocmomy.

Kopmnenue uepes masocacmpanvuvlii 30H0 6 pamkax O00A20CPOYHOU MeEpanuu, 6 UYeioM,
HedJCeNlameibHO, HO DPEeKOMEeHOYemcs 6 YCI08UAX 3a00/e6aHUs HA HAYAIbHOM dmane
Memabonauueckoeo Hapyuwerus. B noseceonesnoii npaxmuxe HazHauenue odexcmposzvl™* unu
KVKYPY3HO20 Kpaxmaia wuepe3 pom He mpeOyemcs, a NPUMEHAemcsi MOAbKO Npu yepose
B03HUKHOBEHUS UNU 80 8PEMs MeMAOOIUYEeCKO20 KPpU3d.

o B ciyuae HeoOxomammocTu BBeneHHs osnuHedhpuHa** Bcem manmentam ¢ FAOD
PeKOMEHI0BaHO €ro BBeaeHue BMecTe ¢ 0% pacmeopom oexcmposor** [97, 151].

YpoBeHb yoequTeILHOCTH 10Ka3aTesIbeTB C (YPOBEHDb 10CTOBEPHOCTH peKOMeHIaIuu — 5).
KommenTapuu: Snunedpun™* mooxcem cmumynuposams aunonus, nosmomy npu HA3HA4eHUU
amum demsam ciedyem 000asisims 0eKcmposy **

Mestcoynapoonsie KnunuuecKue peKoMeHoauyuu no ae4eHulo papadomansl moJibKo
ona omoenvuvix popm FAOD — odeghekmax cpedneyenoueunoii 0e2uopozeHazvl HcCUpPHbIX
KUCiom u ONUHHOUENnOYeUHOU 0e2udpozenasvl weupuvlx kucaom. /na opyzux ¢popm FAOD
PeKomenoayuu no ouemomepanuu Moym paziuvamsca 6 paznvlx cmpanax. Huorce
HPUGOOAMCA OCHOBHbBIE PEKOMEHOAUUU, KOMOpble N0 MHEHUI0 padoyeil pynnol AGAANOMCA

Haubdo1ee noanvimu.

3.2 PexoMeHaanuu no repanuu oraeabHbIX hopm FAOD

B 3aBucumocTH OT NHEpBUYHOrO METAabOJIMYECKOro JeeKTa MOAXOAbl K TEepamuud MOryT

CYIICCTBCHHO Pa3INnYaThbCA UJIN UMETh MUHOPHBIC pa3jIndus.

3.2.1 PexoMeHIALMH 110 JEYECHHUIO CHCTEMHON HEIOCTATOYHOCTH KAPDHUTHHA

o He pexomeH10BaHO Ha3zHauCHHE CIICIUAIBHON AUETOTEPANTUH MAIIIEHTAM C CHCTEMHOM
HE/IOCTaTOYHOCThIO KApHUTUHA, TIOCKOJBbKY BEIYIIMM IMAaTOT€HETHUYECKUM MEXaHU3MOM
pa3BuTHs 3a00J1€BaHus sBJIsieTcs Aeuut kapHutruHa [82].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AU — 5).
KoMmMeHTapum: 6ocnonHeHue KApHUMUHA AGNAEMCs OCHOBHBLIM MemoOOM JNedeHus: OaHHOU
namonozuu. Taxoce nayuenmam ciredyem uszbe2amv nepepvléos 6 npueme nuwju (cm. odujue

pexomenoayuu st FAOD u [Ipunosicenue A7).
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. PexomenioBano Ha3zHaueHue #ineBokapHuTHHAa B 1o3e 50400 Mr/kr/cytkm,  BceMm
NaIMeHTaM C IMOATBEPKICHHOM MEPBUYHON HEJOCTATOYHOCTHIO KAPHUTHHA C IIEJIhI0 CHUKCHUE
pHCKa BOBHUKHOBEHHUS THIIOTIMKEMUYECKUX SIH3010B [54, 82, 155].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AU — 5).
KommenTapuu: #/legokapnumun nazuayaiom 6 0oze 50—400 me / ke / cymku, pazoeneHHou Ha
mpu npuema. Tounas 003a #nesoxaprumuna 00mHCHA OLIMbL CKOPPEKMUPOBAHA 8 3ABUCUMOCTIU
om ypoeHs kapHumuHa 6 niasme. Konyenmpayuro xaprumuna ciedyem uzmepsims KaKk MUHUMYM
yepez 4 u nocne nocieonezo npuema npenapama. Konyenmpayus c60000H020 KapHUMUHA Y
NAYUEHMO8 C NePEUUHbIM 0ehUYUMOM KAPHUMUHA COXPAHAEMCS HUMCEe HOPMbL 0ddice Npu e2o
npumenenuu [14]. He cywecmeyem ycmanoeienno2o «mepanesmuiecko2oy YpoeHs, KOmopo2o
cnedyem 0OCMUSHYms U A0eK8AMHOU CUUmaemcs KOHyenmpayus c6o600Ho2o0 kapuumuna > 20
MKM.  VYpoeenv kapmumuma 6 naazme Ovlcmpo nadaem nocie NpeKpaujeHus mepanuu
#Jlesokaprumunom u 3amem NPOUCXOOUM UCOWEHUe e20 3andca 8 MKAHAX. Dmo obvicHsaem,
nouemy — NAyUeHmvl C NEPEUUHBIM OePUUUMOM KAPHUMUHA, KOMOpble NPONYCKAIOmM Hpuem
npenapama, oCmaiomcsi 6ecCUMNMOMHBIMU HECKOIbKO MeCsyes, 4mo MOdCen Npusecmu K
MOMY, YUMo OHU NpeKpawaiom npuem #iesokapHumuna. Imu nayuenmsl H008epeardOmcs PUCKy
BHE3ANHOU CMepMU U3-3d OCMAHOBKU cepoedroll desmenvHocmu. Ouenb 8aiCHO NPOOOJIHCAMb
mepanuio  exHceOHesHo, Umoobl U30eXHCams  MANCENbIX HAPYUIEHULL CO CMOPOHbL  cepoyd.
Jnumenvnas mepanus #JlegokapHumurHom noIHOCMbIO KyRupyem KIUHUYECKUe NpOsieleHUs
3abonesanus ¢ Hopmanuzayuei pazmepos cepoya u IKI' 6 meuenue mecaya ¢ 60occmanosnenuem
MbIULEYHO20 MOHYCA, XOMms MKAaHesble (8 MbIUEYHOU MKAHU) KOHYEHMpayuu KapHUmuHa
ocmaromes ouenv nHuzkumu (<10 % om N) 6 meuenue OnumenbHo20 6pemeHu.

Ipuem #J/lesoxapHumunom 6 6bICOKUX 003aX MOJCEMm 6bl3bl6aAmMsb YCULEHUEe MOMOPUKU
HCENYOOUHO-KUUEUHO20 MPAKMa, ouapero, U 6blpabomky MpUMemuidMund, 4mo sesemcs
NPUYUHOL «PbIOHO20 3anaxa» om Mouu u mend. YmeHvuieHue 003bl KAPHUMUHA MOICem
YMeHbuums 9mu nobounvie d¢hghexmol. Eciu Henpusmmwili 3anax cOXpamaemcs, 603MONCHO
HAa3HayeHue Kypca nepopanvHoco npuema #wemponuoaszona** ¢ ooze 10 me / ke / cymku 8

meuenue 7—10 oneu [82, 83, 155, 156].

3.2.2 PekoMeHIAIMH 110 JICYECHHU IO Te(UIHUTA KADHUTHH-ANUJIKAPHUTHH TPAHCIOKA3HI

Kimandeckue pekoMeHIaly, OCHOBaHHBIE Ha JOCTAaTOYHOM YPOBHE JTOKA3aTEIIbHOCTH U
Y6€I[I/ITGJ'H>HOCTI/I, AJId JICUCHUS WU MOHUTOPHHIA 3TOI'0 KOHKPCETHOTO 33_60.HCB3_HI/I$I B MHPC HC
pa3pa60TaHLI. briin OHYGJII/IKOBaHBI TOJIBKO PCKOMCHAANH, OCHOBAHHLIC HA OIIBITC 3KCIICPTOB
M0 KJIMHUYECKOMY M OHMOXUMHUYECKOMYy MoHHTOpuHTYy mamueHToB ¢ FAOD. Her emunoro

MHEHHUSI OTHOCUTEJILHO HCIOJIb30BAHUS JIEBOKAPHUTUHA MpHU 3TON dopme OonesHu. Hekoropeie
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aBTOPBI HE PEKOMEHYIOT 3TOT0, MOCKOJIbKY HAaKOIUICHUE JJTMHHOLICTIOUEYHBIX AllMJIKAPHUTHHOB
MOJKET OBbITh TOKCUYHBIM JUIs cepaeuHoro purMa [84]. Tem He MeHee, Ipyrue aBTOPbl CUNTAIOT
nenecooOpa3HbpIM  MPUMEHATh €ro MPH AMHU30AaX MeTaboIMYecKoil JIeKOMICHCAUH, s
BOCCTaHOBJICHHS MUTOXOHIPHAILHOIO ITyjia KodH3uMa A [66, 85-89].

. Pexomennyercss manmeHtaMm ¢ ycraHoBieHHBIM guarHo3oM CACT  cobmonenue
HU3KOXKUPOBOH N1ueThl (OTpebieHUE KUPOB JOJKHO cocTaBisTh 30% wmiu MeHee oT oOuieit
kanopuiiHoctd, 20% w3 Hux - MCT c uHu3kum coaepxkanuem Cl10 u 10% LCT
(JUTMHHOLIETIOYEYHBIE TPUTIHULIEPHIBI) ISl IPEIOTBPAILICHHS Pa3BUTHA METa0OIMUECKOTO KpH3a
[66, 87-89].

YpoBeHb yoequTeILHOCTH 10Ka3aTe)IbcTB C (YPOBEHb 10CTOBEPHOCTH peKOMeHIaIuu — 5).
KommenTapuu: pexomenoosano MCT ¢ nuskum cooepocanuem C10 6 ceasu ¢ mem, ymo sHcupbol
C10 mpebyrom ons okucaenust akmuernou pabomor CACT [90].

o Pexomennyerest nanueHTam ¢ ycranoBieHHbIM nuardio3oM CACT uzberaTh ATUTEIBHBIX
HepEePBIBOB B IIPUEME IHIIH JJIsI TPEIOTBPAICHHS THIIOTTTMKEMUYEeCKUX cocTosiuui [66, 87-89].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTesibcTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAIUH — 5).
KomMeHnTapuu: He cywecmseyem eouHo20 MHeHUs O 0e30NACHbIX UHMEPBANAX MedHcoy
KOPMIIEHUAMU, 8 OAHHLIX KIUHUYECKUX DEeKOMEHOAuusx Hamu Owliu blOpaHvl me, KOMopbie
onybnukoganvl 6 pabome 2pynnvl IKCnepmos u3 egponeuckux cmpawn. Maxkcumanvho
oonycmumolil  Oe30nacHelii.  uHmMepean Oas pPA3HbLIX  BO3PACMHLIX 2PYNN  NpuUGedeH 8
Ipunoxcenuu A9 [66].

PexoMenayloTest manueHtaM ¢ ycTaHoBieHHbIM guarHo3oM CACT noGaBku He3aMEHMMBIX
JKUPHBIX KUCJIOT, C IIeJIbI0 MPEAOTBpAIleHUs UX AeQuiuTa - JuHoseBol (3—4%) u nuHOIIeHOBOH
(0,5-1%) - B cootHomeHnu ot 5:1 10 10:1, X UCTOYHUKOM MOTYT SIBIISIFOTCS MACJIO TPEIIKOTO
opexa, IbHsHOE, coeBoe  [66, 87-89].

YpoBeHb yoequTebHOCTH 10Ka3aTebCTB C (YPOBEHb 10CTOBEPHOCTH PEKOMEHAAUH — 5)
Kommenrapuu: Codepoicanue kuciom 6 pasuvix maciax npueeoeno 6 Ipunoscenuu A16 [66].

o Pexomennyercss mnauueHTaM ¢ ycraHoBieHHbIM guarHosoM CACT B mepuon
WHTEKYPPCHTHBIX MH(EKIMI W JIPYIHX COCTOSHUH, MPU KOTOPBIX aKTUBUPYIOTCS MEXaHH3MBI
KaTaboyiM3Ma, MPUMEHEHHE IEPOPATBHO PACTBOPOB JEKCTPO3BI™ * HITM MOTUMEPOB JIEKCTPO3BI B
BUJIC MUIIEBOI 100aBKM (MaTbTOJEKCTPUH (JEKCTPUHMANIBTO3a)) U MOBBIIIEHHOE MOTpedIeHne
yrieBozoB [89].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD H10CTOBEPHOCTH PEKOMEH AU — 5).
KommenTapuu: demanvusie pexomenoayuu cm. 8 pazoene 3.1.2 Pexomenoayuu no jevyeHuro

nayuenmos ¢ FAOD. B nepuoo memabonuueckou OeKOMNEHCayuu CHUMNCEHUe YPOGHs
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dﬂuyﬂouenoqetmbzx AYUJIKaApHUmMuHoe cdumaemcs 6adiCHbIM MAapKepom aqbqbekmuenocmu

JIeYEHUA.

3.2.3 PexoMeHaanyy N0 PANMOHY NUTAHUA OPH AeUIUTE KAPHUTHH HAJILMUTOMJI-COA

Tpancdepassl 1, 11

Knunuuecxue pexomenoayuu, ocnoeanuvie Ha 0OCMAMOYHOM YPOBHE 00KA3AMeNbHOCMU
u ybeoumenvrocmu, 0as jaevenuss u mouumopunea Ooegpuyuma CPT2 u CPT1 ¢ mupe mue
paspabomatyl. Bvliu onyoauKosamsvl moabKo peKkoOMeHoayuu, OCHOBAHHbIe HA ONblMe IKCNEPmos
N0 KIUHUYECKOMY U Ouoxumuyeckomy moHumopuney nayuenmos ¢ FAOD.
. Pexomennyercs manuentam c¢ ycraHoBieHHbIM jnuarHo3om CPT 2 u CPT 1 usGerats
JUIMTETIbHBIX TIEPEepPhIBOB B TMpUEeMe IMHUIM JUIS TMPEAOTBPAIICHUS TUMOTITHKEMUYECKIX
cocrostHui. [66].
YpoBeHb yoenuTeIbHOCTH J0Ka3aTesIbcTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAIUH — 5).
KommenTapuu: vacmoe kopmnenue kaxcovle 3-4 uaca pekomenoyemcs, 0CoOeHHO 0/ Oemell,
VUUMbI8As UX 02PAHUYEHHble 3anacsl 2iuKozeHa. /lobasneHue KyKypy3HO20 KPAXMaia Ha HOYb U
68 HOUHble KOPMIEHUs onpeoeisiemcs YpPoGHeMm 2luKeMuu U obecneyusaem HOCMOSHHbIU
UCTMOYHUK V2TIe80008 C MEOeHHbIM 8blC80O0NCOEHUEM O NPEOOMBPAULeHUS. CUNOSTIUKEMUU 60
epems cHa. [lemu 6onee cmapuieco 803pacma He OONHCHbL UMEMb HOUHblEe NePepblebl 8 npueme
nuwu odonee 12 yacos, a 6 nepuod UHGEKYUoOHHO020 3a00]1e6aHUS Nepepblebl 8 npueme Nul
00/101CHbL ObIMb euje Menbule. B3pocivie nayuenmvl 00Nd#CHBL OblMb NPOUHDOPMUPOBAHBL O
DUCKAX, CBA3AHHBIX C 20JI00AHUEM, U OHU, U UX JeYayuli 8pay OOIHCHbI 3HAMb O PUCKAX 80 8PEMS
xupypeuueckux onepayuti u avecmesuu. Crnedyem peKoMeHO08amMb GHYMPUBEHHOE B8e0eHUe
dexcmpo3ul™™*, eciu Heobxo0umo 2onodams 6onee 12 uacos uz-3a OOAE3HU UTU MEOUYUHCKUX
npoyedyp. MaxcumanoHo 0onycmumbvlii 6€30nachblll UHMEPEAl OJisl PA3HbIX B03DACMHbIX 2PYNN
npuseoen 6 Ilpunoscenue A8
o Pexomenayeresi 1ueTa ¢ BHICOKHM cofepxkaHueM yrieBoaoB (70% kamopuil) ¢ HU3KUM
coaepxanueM xupa (<20% kamopwuii) MaMeHTaM ¢ YCTaHOBJICHHBIM auarHo3om aedurut CPT
2 u CPT 1 ngna mpenoTBpalieHUs] THITOTIMKEMUYECKHX COCTOSSHUH W METa0OJIMYeCKOH
nexomrmencaruu [91].
YpoBeHb yoenuTeqabHOCTH 10Ka3aTebecTB C (YPOBEHb 10CTOBEPHOCTH PEKOMEHIAIUH — 5).
. Pexomennyercss B mepuoja MHTEPKYPPEHTHBIX MHQEKIMH U IPYTUX COCTOSHUH, MPH
KOTOPBIX aKTUBUPYIOTCS MEXaHWU3MbI KaTaboiM3Ma, MalueHTaM C yCTAaHOBJIICHHBIM TUATHO30M
nebumur CPT 2 u CPT 1 ¢ uenplo mpemoTBpaIieHUs: METa0OJMYeCKOW JIEKOMIICHCAIIUN

yHnoTpeOIsITh IPUMEPHO TPETh OT 001Iero koandyecTBa kamopuii B Buge MCT [91].
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YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 0CTOBEPHOCTH PEKOMEHIAIUH — D).
KommenTapuu: socupnsie xuciomor C6-C10 ne mpedyrom KapHumuHo8020 YeIHOKA 018 6X00d 8
mumoxonopuro, nosmomy MCT modcem npumeHAmMvbCa 8 Kauecmee OCHOBHO2O UCMOYHUKA
SHepauuU.

o C uenpi0 NpOPUIAKTHKH SMU30/0B MHUOTIOOMHYPUH MAIMEHTAaM C YCTAaHOBJICHHBIM
muarHozom CPT 1, CPT2 pexomenayercsi u3beratb (U3WYECKUX HArpy30K BO BpeMs
UHTEPKYPPEHTHBIX HHMEKIMIA U ITPU JJIUTEIbHBIX TIepepbiBax B npreme nuiu [91, 92].
YpoBeHb yoenuTeqbHOCTH q0Ka3aTesibcTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAIUH — 5).
. B3pocnbim  manmentam ¢ ycraHoBieHHbIM auarHozom CPT 1, CPT2 B mnepuon
METa0OJIMYECKOT0  KpH3a,  COMPOBOXKIAAEMOro  pabJOMHUOIIM30M M MHUOTIOOMHYpHEH
peKOMeHaAyeTcsl NMPUMEHEHHE CTaHAApPTHOTO TPOTOKOJIA JICYCHUSI STOTO OCIOKHEHHS, YTOOBI
PEJOTBPATUTH OCTPYIO MMOYEUYHYIO HeA0CTaTouHoCTh [13, 92, 93].

YpoBeHb yoequTeILHOCTH 10Ka3aTe)ibcTB C (YPOBEHDb 10CTOBEPHOCTH PeKOMEH AU — 5).
KommenTapum: npu npucmyne muoenoounypuu  nposoosm enympusennoe seoenue  0,9%
pacmeopa nampust X10puda™* u nampus euopokapoonama ** (nampus xaropuda™* 110 mmons /
2, Hampus 2uopokapoonama** 40 mmonv / 1) 6 5% pacmeope Oexcmposzvl**, k komopomy
oobasnaiom 10 2 #mannumona™* na aump (uz 10% wwu 15% pacmeopa). Pacmeop credyem
6600UMb MOJOOOMY B3DOCIIOMY HeN08eKY 8ecom 75 ke uz pacuema 12 n/cym, umobvi noayuums
ouypes 8 n/cym u noooepaicueamsv pH eviuie 6,5. dmom mepaneemuueckuil pexrcum no3eoJisem
KOHMPOIUPOBAMb CUNEPKATUEMUIO U AYUOO3 U, CLe008AMENbHO, MOJNCem NpPedomepamums
ocmpyio noweunyro Hedocmamouynocmo. Eciu nayuenmvl me peacupyiom Ha pecudpamayuio,
Modcem nompebosamuvcs cemoouanus. I'emoouanusz koppekmupyem memabdorudeckuti ayuoos u
HapyuwleHusi 91eKmpoIumos u cnocoocmeyem yoaieHuro MUOHEKPOMUUECKUX MOKCUHO8 U3
naasmol. JJuanuz nokasam npu no4edHol HeOoCMamoyHOCmu, eciu y NayueHma aypus u ouypes
He occmaHognen nocie pecudpamayuu. Ecmb ocnoeanusi nonaeams, umo ynpedcoaroujee
HAuano 2emMoOudnus3d ModiCem Yayyuiums Uucxoovl nymem YOaieHus HeppomoKcuHos u
nPeoomepaujeHus YeporCarWux HCU3HU OCLONCHEHUL, MAKUX KAK SUNepKatuemus u 2iyOoKutl
Memabonudeckull ayuoos. Jleuenue ocmpoii noueunou HedoCmamo4Hocmu ciedyem npogooums
68 coomeemcmeuu ¢ KIUHUYECKUMU DPEeKOMEHOAUUAMY, pa3padOmaHHbiM NpogeccuoHalIbHbIMU

coobuecmseamu no Hegppono2uu.

3.2.4 PexoMeHIAMH 10 panony nurtauus npu gedpumure SCAD

Tak kak 6onpmHCTBO mManueHToB ¢ SCADD He MMEIOT CUMITOMOB, JICUeHUE HE Tpedyercs, He
CYIIECTBYET  OOIICMPHHATHIX  PEKOMEHJAWA 1O  JUETOTEpalud WM  [MPUMEHEHHUIO

JeBOKapHHUTHHA 1 prubodaaBrHa (Onosornueckas akTHBHas J00aBKa).
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3.2.5 PexoMenaanyu no pauuony nuragus npu nepumure MCAD

Bo MHOrMX cTpaHax mpoBOJUTCS HEOHATAIBHBIN CKpHHHUHT Ha HepoctatouHocTh MCAD,
MO3TOMY TMAIMEHTOB BBIABJISAIOT [0 Havaja KIMHUYECKHX CHMIITOMOB. PexoMmeHmanuu 1o
JTUETOTEpaNuy Pa3IMyaloTCcsl B 3aBUCUMOCTH OT BO3pacTa M cTaTyca MOATBEPKACHHS TUarHo3a.

. PexomMenayercs manreHTaMm ¢ yCTaHOBJICHHBIM JMAarHo30M Ha HepocrtarouHocts MCAD
npueM JieBoKapHUTHHA B J103¢ 60-100 Mr Ha Kr B CYyTKH JJII KOPPEKIIUU BTOPUYHOTO JAePHUITUTA
C LIEJbI0 YCHJICHHS BhIBEICHHS TOKCHUHBIX MeTabomuToB [130, 149].

YpoBeHb yoeauTeJIbLHOCTH I0Ka3aTeIbcTB C (YPOBeHb JOCTOBEPHOCTH PeKOMEHIANu — 5).

Kommentapuu: I[Ipodeccuonansnoe  cooOmiectBO  HE  BbIpabOTalo  €IMHBIX
pekomeHganuii mno mnpumeHeHuto JleokapuutuHa npu  MCAD. Hekoropsie aBTOpPHI
pexomenaytoT 100 mMr / Kr / AeHb JI€BOKapHUTHHA, YTOOBI KOMIIEHCUPOBATh BTOPUYHBIN 1e(DUIUT
KapHUTHHA U YJIYYIIUTh BbIBEIEHNE TOKCUYHBIX META00JIUTOB, JPYTUE CUUTAIOT, UTO B 3TOM HET
HeoOxoaumoctu [94]. B uccienoBaHUsSX NEPEHOCUMOCTH (PU3UYECKUX HArPY30K Y MAIUEHTOB C
nedhunmmrom MCAD Obuto mokazano, mocie mnpuema JlepokapautuHa 100 mr / xr / neHs
MEePEeHOCUMOCTh (PM3MYECKOM Harpy3ku BospactaeT [95]. XoTs y MalueHTOB C JACPUIIUTOM
MCAD He ObUIO OTMEYEHO Cepbe3HbIX MOOOYHBIX 3(pdexkToB mpu npueme JleBokapHHUTHHA,
HEKOTOpBIE MALMEHTHI KaJOBAIMCh HA TOIIHOTY, 1Uapero, 00Jb B )KUBOTE U PHIOHBIN 3amax npu
npueme B no03e 100 mr / xr / genp [96]. YuuteiBasg 3Ty HH(}OpMAIMIO, HEKOTOpPbIE Bpauu
PEKOMEHAYIOT HCHOJb30BaTh HHU3KHE J03bl JIEBOKApHUTHHA, €CIM YpPOBEHb CBOOOJHOTO

KapHHUTHHA B KPOBU HUIKC HOPMBI.

3.2.5.1 Pexomengammuu no auerorepanuu HOBOpo:xkaAeHHBLIX ¢ MCAD, BBISBJIEHHBIX

IIpHu HEOHATAJIBHOM CKPUHUHIC

o PexomenayroTcsi co0uto1aTh HHTEPBAIBI MEXKAY KOPMIICHUSAMHU He Oojiee 3-4 dyacoB ams
JIOHOIIICHHBIX JIeTe C BBIABICHHBIMM HW3MEHEHUSMU B aHAllM3€ KPOBU MPHU MPOBEIACHUU
HEOHATaJbHOIO0 CKPUHMHIA, XapakrepHbiMu aisi nepunura MCAD, noka nuarHo3 He Oyner
MOJITBEPIKICH FITM MCKITIOYECH Ha OCHOBAHWH JIOTIOJTHUTEIBHBIX TECTOB [98].
YpoBeHb yoenuTeabHOCTH 10Ka3aTeqbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHAAUH — 5).
Kommenrapuu: Cuumaemcs, umo HogopodcOennvie npu Oegpuyume MCAD
noogep2aromcsi HauboIbwemMy PUCKY pPA3BUMUA 2UNO2TUKEMUU 6 meyeHue nepevix 72 u4acos
JHCU3HU, OCOOEHHO Npu 2epyoOHOM 6cKkapmausanuu. Heobxooumo cobarodams pezynsapHvle

KOpMJIeHUsl, He OONYCMUMbL NPONYCKU HOUHBIX KOpMAeHU!

39



. Pexomenayercss coOmronath «O€30MACHBIE» HMHTEPBAIbl MEXAY KOPMIIEHMEM IS
HOBOPOXKJICHHBIX C YCTaHOBIICHHBIM auarHozoMm MCAD misi mpemoTBpamieHuss — SMU30/0B
metaboanueckoii qexkommencanuu (Ipunoxenne A9) [98].
YpoBeHb yoenuTeIbHOCTH 10Ka3aTebCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHAAHH — 5).
Kommenrapun: bezonachvie unmepsansvt Mexcoy KOpMAEHUAMU ObLIU OnpedeneHbl  Ha
OCHOBAHUU ONBLIMA CMPAH, NPOBOOAWUX CKpuHUHE Ha Oepuyum MCAD .
o PexoMenayercst HOBOPOXKICHHBIM C YCTAaHOBJIGHHBIM JIMAarHO30M HEIOCTATOYHOCTD
MCAD mnpu rpyaHOM BCKapMJIMBAHWHU JIONIOJHUTH IHUTAaHUE aJalNTUPOBAHHOW MOJIOYHOU
CMEChI0O B TEYCHHE TEPBBIX TPEX MOJHBIX JHEHW (72 daca) Juis JOCTHIKEHUS HEOOXOIUMOM
noTpeOHOCTH B Kasopusix [98].
YpoBeHb yoenuTeILHOCTH 10Ka3aTebCcTB C (YPOBEHD JOCTOBEPHOCTH PEeKOMEHAAHH — 5).
Kommenrtapuu: Jletu ¢ MCAD, gckapmnusaemvle epyOHbIM MOJIOKOM, NOO8EP2aAOmcs
0c0O0OMY PUCKY, NOCKONLKY COOEPIHCAHUE IHEpeUU 8 CPYOHOM MONOKEe 6 meueHue Nepeblx
HeCKOIbKUX OHell HUu3Koe, U e20 00vémbl Heboavuue. [loamomy pekomeHoyemcs OONOIHUMb
numarnue adanmupo8aHHbIMU MOAOUHBIMU cMecamu 60 ma / ke / Oenv. JKenamenvbHo pasHomepHo
pazoenums 00vem cmecu mexncoy 6 u 8 KopMmieHusMUu u 0aeams nocie KOpMmienus epyovio. Ecau
pebeHok He yceausaem OOCMAMOYHbLL 00beM cmecu U epYOHO020 MOJIOKA, Cledyem HA3ZHAYUMb
KOpMIleHUe Yepe3 HA302ACMPANbHbII 30HO UIU HAHAYUMb 6HYympugeHHyio un@ysuio 10%

dekcmpo30u™** s docmudiceHuss He0OX0OUMOU NOMPEOHOCMU 8 KATOPUSIX.

3.2.5.2 Pexomenaanuu no apuerorepanuu nanuearos ¢ MCAD

o Pexomenayercst BceM TMalMeHTaM C YCTAHOBJICHHBIM JMAarHO30M HEIOCTATOYHOCTH
MCAD co0iroaTh HHTEPBAIBI MEXKIY KOPMIICHUSIMH IS TMPEIOTBPAICHUS Pa3BUTHS
runorimkemudeckux coctosiuuii (Ipunoxenune A8) [98, 94].
YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AU — 5).
Kommenrapum: Peoicum numanus y oemeu cmapuie2o 803pacma u 63pocivlx NAYUeHmos
0oa1cer ObIMb PecyAPHLIM U 8KII0UAMb MPU OCHOBHBIX NpuemMa nuwu (3aempakx, 00eo0, YiucuH),
a maroice 2-3 nepexyca (2-oti 3a6mpax, NOAOHUK U NPUEM 8bICOKOY2TIe800HO20 NPOOYKMA Nepeo
CcHOM (X1eb0-0y10uHble U30enus, 2aiemovl, Kpynsawoe O11000) ¢ HANUMKOM (Kuceib, KOMHOM,
yai). Mnmepean 2ono0anus 6 HouHble Yacsl He 00aHCeH npedbliams 12 yacos.
o PexoMenayercsi MIIQJICHIIaM TIEPBOTO ToOJa JKU3HU C YCTaHOBIICHHBIM JIMarHO30M
HenoctatouHOCTh MCAD KOpMIleHHE MATePHUHCKHM MOJIOKOM HJIM MOJIOYHBIMH CMECSIMH 0e3

orpannuenuss LCF u 6e3 mob6aBok MCT. Pexomenayercst coOmogaTh HMHTEPBAIbI MEXIY
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KOPMJICHUSIMU ISl TIPEJOTBPAIICHUS Pa3BUTHs TUNOrIuKeMuueckux cocrtossHuil (Ilpunoxxenue
A8) [98].
YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD I0CTOBEPHOCTH PEKOMEH AU — 5).
Kommenrtapuu: Heborvuue xonuwecmea MCT npucymcmeyrom 6 00blUHbIX OeMCKUX
cMecsX, HO UX KOAuYecmea MUHUMATbHO U He Modicem Oblmb OnacHviM. B evlcokotl
konyenmpayuu MCT Oobasnsiom 6 Hekomopvle CheyudanlbHble MONOUHble CMeCU U UX He
pexomeHoyrom demsam ¢ 0auHou opmotl boresnu. Heobxooumo omxazamovcs om cneyuaibHbix
ouemuyeckux npooykmos, cooepicawux 8 bonvuux xoruvecmeax MCT.
JKupwl 6 payuone y nayuenmos ¢ nedocmamournocmoto MCAD ne ocpanuuusaromes [98].
Cpeoneyenoueunvle Hcupbl 6CMpeuaiomcs 6 HeKomopuvlx NpoOYKmax, Hanpumep 8 CiuBoYHOM
macrne, KOpogbem MOJIOKe 8 HeOOIbUUUX KOIUYECmEax, U OHU MO2Ym OblMb 6KII0UEHbl 8 PAYUOH
6e3 ocobvix ocpanuuenui. Kokoc sgnsemcs eOUHCMBEHHLIM UCKTIOYeHUeM, 20e 5% dcupHbix
kucniom umerom Oauny yenu C8 unu CI0. Pexomenoyrom uzbecamov ynompeoieHus yucmozo
KOKOCA U KOKOCOB020 MACAA, NOCKONbKY HEU36ECMHO GIUAHUE UX OOIbUI020 KOIUYEC8d HA
cocmosiHue 300pos6bs nayuenmos ¢ Hedocmamounocmvio MCAD. MCT oobasnaromes K
HEKOMOPbIM CREeYUAIbHbIM CMeCaM O Oemell U IHepeemuyeckum 000a8Kkam -U ux He ciedyem
BKIIOYAMb 8 pPAYUOH NUMAHUSA nayuenmos. BaojicHo nposepumv meKywull cocmag 6cex
npodykmos na npeomem npucymcemeusi MCT.
o PexomengoBano y B3pocibix nanueHToB mnpu nedpunure MCAD wuzberaTh ATUTENBHOTO
TOJIOJIAHUS JIJISl TIPEAOTBPAIICHUS THITOTIMKEMUYCCKIX COCTOSIHHM U METa0OJUYECKUX KPH30B
[94, 98].
YpoBeHb yoequTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD J0CTOBEPHOCTH PeKOMeHaauu — 5).
. PexoMeHna0BaHO MpU HAIWYUK Yy MalKMeHTa ¢ HeaoctatouyHOocThio MCAD mpu3HakoB
PEKYPPEHTHOTO 3a00JIeBaHUsl, BHIMIAUBAHUE PACTBOPAMH, COACPXKAIIUMHU TOIUMEDP IEKCTPO3HI,
4TOOBI MPEIOTBPATUTh META00IMUYECKYIO AekoMIeHcanuto [94, 98].
YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PeKOMEH AU — 5).
KommenTapum: Pexomenoyrom maxoice 6 nepuod 00ne3HU UCKTIOUAMb HCUPBL, XOMS
ybeoumenvHblx doxkazamenbcme Heobxooumocmu 6 smom 011 Heoocmamouynocmu MCAD wue
nonyuenvi. Ilo mepe ymyuwieHuss cocmosHus pebeHKa HOPMANbHAAL Oouema Modcem Oblmb
60300H06IeHA, HO cledyem 0aéamsb OONOJIHUMENbHbIE «IHEPeeMUUECcKUe» HANUMKU, 0COOEHHO
HOUbI0, 00 MexX Nop, NOKA pebeHOK NOJHOCMbIO He 8bl300p08eem U He nepeuoem Ha 0OblUHbL
pedcum NUMaHusl.
) PexomeH10BaHO NpH HAIMYMU y manuMeHta ¢ HegoctaTouHocThio MCAD B mepuon

MeTabOIMYECKON JEKOMIICHCAIUM B CIy4yae CIOXKHOCTEH MpuemMa pacTBOPOB HYepe3 poT
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NPOBE/ICHUE BHYTPHUBCHHONH WH(QY3HMOHHON Teparuu pacTBOPAMH, COACPIKAIIMM JEKCTpo3y**
[94, 98].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD I0CTOBEPHOCTH PEKOMEH AU — 5).
KommenTapuu: Credyem nauunamo uH@y3uOHHYIO mepanur pacmeopamu 0eKcmpo3vl™* npu
OOHOM U3 CHeOVIOWUX NOKA3AHUL: MHO2OKpamHuas peoma, eunociukemus, Huskuti POy,
0be3600icuBanue, HApyuwleHUus CO3HAaHus, Mmemabdoauveckuli ayudos. Iloopodbuno onucano 6
paszoene 3.1.2 Pexomenoayuu no newenuro nayuenmos ¢ FAOD 6 nepuoo memabonuueckou

O0exomnencayuu

. He pexomeHaoBaHo mamumeHTaM ¢  HegocTarouHoctelo MCAD B mepuon
MeTabOoIMIECKON JTEKOMIICHCAIMM BBEJICHUE KUPOB C IIEJIBI0 MPEAOTBPALIEHHs YCYTyOIeHUs
TsoKecTd cocrostaus [98, 99].

YpoBeHb yoenuTeILHOCTH 10Ka3aTebCcTB C (YPOBEHD JOCTOBEPHOCTH PeKOMEHAAHH — 5).

. Pexomenayercsi BceM B3pOCIABIM  TAIMEHTaM C  YCTAHOBJIEHHBIM  JHUAarHO30M
HepoctaTouHocTh MCAD wu3berath JHETHl ¢ BBICOKMM COJEpXaHHEM >KHUPOB, YHOTpeOlieHue
AJTKOTOJISI, UTO BhI3BIBAET META0OIHUECKYIO TeKoMIeHcaruio [94, 99].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AU — 5).
. Pexomenayercst wu30eraTh TMPUMEHEHUS AlETUJICATUIIMIOBON  KUCIOTHI**  BceM
NalUeHTaM C YCTaHOBJIEHHbIM auarHosoM MCAD c¢ 1enbio NOpeJoTBpaIleHUs] pPa3BUTHS
MeTaboIHUecKoro Kpu3a u cuuapoma Peite [94, 100].

YpoBeHb yoequTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD J0CTOBEPHOCTH PeKOMeHaauu — 5).
KommenTapuu: Ayemuncanuyunosas kucioma™** ysenuuusaem MumoxoHOpuaibHoe OKUCIeHUue
HCUPHBIX KUCIOM, YMO CNOCOOCMByem ux HaKoOnIeHUuro, a maxdce uHeubupyem nepoKcUucomMHoe
oKucieHue.Omo npueooum K yxyOuleHuio COCMOoAHUSL NAYUEHMO8, NOCKOILKY OKUCIEHUE HCUPOB
8 NEPOKCUCOMAX ABNAEMCA  ANbMEPHAMUBHLIM  MemaOOIUYecKUM Nymem, HNOo3601a10ujemM

yacmuyHo Komnerncupogams ouoxumuveckui oegpexm npu FAOD.

3.2.6 Pekomenaanuu no pamony nuranus npu nepunure LCHAD u TFP

Hepuyum LCHAD - oona uz camvix msxcenvix ¢opm FAOD, npu xomopoiu naubonee uacmo
pazeusaromcs memaodoauueckue Kpuzvl. Cobnooenue ouemvl peKoMeHO08AHO 6CeM NAYUECHMAM
8 panHemM OemcKOM 803pacme 6He 3d8UCUMOCTU OM HANUYUSA ULU OMCYMCMEUS KIUHUYECKUX

cumnmomos [101].
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. Pexomennopano y mnamuentoB npu npepunure LCHAD u TFP npunepxuBaThes
MakcuMaibHO Hu3koro mnotpedienne LCFA, xak nmpu HamIuyuM CHMIITOMOB, TaK U MpU HUX
OTCYTCTBHH, JIJIs1 TPO(HIIAKTUKYA BOSHUKHOBEHHUSI IMOJIMHEHporaTuu [66].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHAAHH — 5).
Kommentapumu: Hosopooswcoennvim nokasaw npuem  CHeYyuaibHou cMecu ¢ HU3KUM
cooepacarnuem LCT u svicokum cooepoicanuem MCT (MCT-cooepocawasn cmecnw) (Ilpunosicenue
I' 10). MCT-cooepocawas cneyuanrvhas cmecb obecneuusaem 6ce NOMPeOHOCMU 8
numamenvuvix eewecmeax. OOHako 6 smom ciyuae HeoOX00UM OONOIHUMENbHbIN Npuem
HEe3AMEeHUMbBIX OTUHHOYENOUEUHBIX HCUPHBIX KUCTOM.

o PexomenayeTrcsi Ha3HAYCHUE TUETOTEPAIMH TIPU BBISBICHUN XapaKTCPHBIX W3MEHCHUH
0 pe3yiabTaTaM HEOHATAJbHOTO CKPUHUHTA W/WIA OHOXMMHYECKOH JMarHOCTHKH, HE
JOKUAsICh MOATBEPKACHHSI TUATHO3a MOJIEKYJIIPHO-TEHETHYECKUM METOJIOM [66].

YpoBeHb yoequTeILHOCTH 10Ka3aTebeTB C (YPOBEHD J0CTOBEPHOCTH PeKOMeHAauu — 5).
Kommentapum: [lockonbky y MaadeHyes modxcem HAOAOOAMbCA AKMUBHLIU  JUNOIU3,
KOHYEeHmMpayusi HeKOMopulxX ayuIKapHUmMuHO8 MOXNCEem NPesuliuams HOPMATbHbLE 3HAYEHUS, YMO
ABNAEMCS NPUYUHOU IOHCHONOLONCUMENbHBIX Pe3yIbmamos anaiusa. B ciyuae eciu ouaznos e
06y0em noomeepaicoeH, ouemomepanusi Moxcem Obimb OMMeHeHd.

o Pexomenayercsi Tpu BBEACHUM TBEPAOW TMHIMM B PAlMOH MAIMEHTOB C
HepoctaTouHocThio LCHAD u MTP noaaepxuBath cojep:kaHue o0LuX >KMpPOB B palluoHe 25—
30% ot ob6mrero morpedinenus kanopuii, rae 20-25% npuxoaurces Ha MCT u 5-10% - wa LCT
(ITpunoxenue A14) [66].

YpoBeHb yoequTebHOCTH 10Ka3aTeIbCTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAHH — 5).
Kommenrapum: Onucan nonosxcumenvhuviil 3¢pgpekm nogviuienus nompebnenus Oeika 6
OMHOWEHUY dHepeemuiyecKko2o banranca U MemadonuuecKkoeo KOHmMpons y Oemeu C
neoocmamounocmoto LCHAD unu TFP [134].

IIpu oeghexmax oxucieHuss ONUHHOYENOUEUHBIX HCUPHBIX KUCIOM Cledyem 02PAHUYUMb
nompebnenHue ONUHHOYENOUEeUHbIX IHCUPOB (8blYUCTAEMOe KAK NPOYEHMHAs 001 CYMMAapHOU
onepeuu, nonyuaemoun u3z ocupos). Coenacno pexomenoayusm D-A-CH  (o6vedunenue
Hympuyuonucmos I epmanuu/Aecmpuu/lllsetiyapuu), 6 payuone 300p06020 MAAOEHYA OO0
acupos Ooadxcna cocmasnams 40-45% om obwen kanopuunocmu, a 6 payuome pedeHKa
wkonvnoeo eozpacma - 30-35%. [lpu oepanuuenuu OIUHHOYENOUEUHBIX IHCUPHBIX KUCIOM 8
payuore HeoOX00UMbl 000ABKU HE3AMEHUMBIX JHCUPHBIX KUCIOM OJisl NOKPbIMUSL CYMOYHOLU
nompebrocmu 8 scupax (Ilpunoscenue I' 8). /s noooepaicanus onmumaibHO20 COOMHOULEHUS
omeza-3 u omeza-6 HCUPHBIX KUCTIOM NPEeONnOUMUmenbHbl MAclo epeyKoeo opexd, coOeeoe MAco

unu macio pocmkos nueHuyst [102].
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3.2.7 PekoMenaanyu no panuony nuragus npu nepunure VLCAD

B Hacrosiiiee Bpemsi He CYIIECTBYET HAYYHO-O0OCHOBAaHHBIX PEKOMEH AU TI0 BEICHUIO
NAllMEHTOB C HAPYIICHUSMH OKHCICHHS JIIMHHOILICTIOUEYHBIX IKMPHBIX KHUCIOT [62].
[eTeporeHHOCTh KIMHUYECKHX (DEHOTHIIOB SBJISIETCS XOPOIIO YCTaHOBJICHHBIM (akToM [5], uto
C BBEJIEHHEM B TMPAKTUKY CKPUHUHTa HOBOPOXJICHHBIX TaKKe IOApa3yMEBaeT Ciaydyau
OeccuMNTOMHOrO TeueHus: Oosesnn [6]. ITomMumMo 3TOro, MOJEKYJSpHAas T'€TEPOreHHOCTh
3aTPyAHSET NPOTHO3MPOBAHUE CTEMEHW TsDKECTH 3a00JieBaHMsI WM HMCXO0Jla HAa MOMEHT
MPOBEJICHUSI CKPUHUHTAa HOBOPOXKJIEHHBIX. BbIsiCHEHHE Bompoca O TOM, HEOOXOOUMO JIU MPHU
JerkoM (PEeHOTHUIE CHHKEHHE B paIlMOHE JOJU JJIMHHOIIETIOYEUHBIX XUPOB, WIH JTOCTATOYHO
MPOCTO OTPAHUYHUTHCS PETYIApHBIM KopmiieHneM u nobaBkamu MCT, ocobeHHo mpHu

HOBBILICHHON MOTPEOHOCTH B KAJIOPHSX, TpeOyeT 0oJiee PO I0/DKUTEIbHOT0 HabmoaeHus [66].

B 3aBucHMOCTH OT COCTOSIHUSI peOCHKAa SHTEPAIbHOE MUTAHWE OCYIIECTBISETCS 4Yepe3 PoT, a

TAKXKE 4CPE3 30HA UJIN IraCTPpOCTOMY, paCdCT IMPOBOAUTCA CTPOTO0 HHAUBHUIYAJIBbHO.

o Pexomenayercst 1mpojoinKaTh KOPMIIEHHE TPYAHBIM MOJIOKOM WM aJalTUPOBAHHOMN
JETCKOM  CMECHIO Cc 100aBlIeHHEM CIEUATU3UPOBAHHON HU3KOXXHPOBOH cMmecH ¢
orpannuenuemM LCT u3 pacuera 50/50 marmenram ¢ 6eccumnToMHbIM BapuantoM VLCAD, ecnu
pe3yabTaThl CTAaHJAAPTHHIX JTaOopaTOpHBIX aHanu30B, Takux kak KOK, AJIT, ACT u rioko3a B
KPOBU HaxOJATCS B IpeJierax HOPMBI [66].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AU — 5).
. PexomennoBano muiiajgeHnam u 6osee B3pOCIbIM JETSIM C OECCUMITOMHBIM BapHaHTOM
VLCAD cHuxeHue cojep:kanusi :kupoB B panuoHe 10 30—40% ot oOmiel kagopuiHOCTH U3
HuX 10-15% osneprum 3a cuer MCT ¢ nenbio npenoTBpalieHusi pa3BUTUS METAO00INYECKOTro
Kpu3za [66].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AU — 5).
KommenTapuu: Hexomopsie Ho8opodcOenHble ¢ beccumnmomuvim depuyumom VLCAD, y
KOMOPbLIX NpoQuUIU AYUIKAPHUMUHOE NOJHOCMbIO NPUWIU 6 HOPMY NOCle Nepeoll Hedelu
JHCUZHU, He NOTYYATU OUemy ¢ HUSKUM COOEPIHCAHUEM HCUPO8 U MOOUDPUYUDOBAHHBIMU HCUPAMU
8 nepevle Mecaybl HCU3HU, U Y HUX 00 cux nop He nposeunucy VLCAD-accoyuuposanuvle
KIUHUYECKUe CUMNMOMbl. Yuumoeigas monekyaapuyro cemepoceHnocms npu VLCADD, ouens
MPYOHO — YCMAHOBUMb  YEemKYI0  KOPPeIAYuro  2eHOMUNn-heHomun U  CHPOSHO3UPOBAMb
KAuHudeckoe meyenue oOonesHu. Ooumaxo mymayus p.V243A4, kak munumym, 0OHA KOnUsA
KOMOpou 0OHAPYHCUBAEMC Y MHO2UX OeCcCUMNMOMHBIX NAYUEHMOS, GbIAGNIAEMbIX NpU

CKPUHUHZCE H080p09fC()€HHblx, Kak npaeujo, accoyuupoeana ¢ MASKUM qbeﬂomunww. y
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NAYUEHMO8 C IMOU Mymayuell Mod*Cen pazeueamobCsi 2UNO2IUKEMUSL NPU MANCENIX HAPYULEHUSAX
300p08bsL UMY MUONAMUS NPU CUTLHOU PUUUECKOU HASPY3Ke, HO B03MONCHO U 6ECCUMNMOMHOE
meyeHue.
s nayuenmos, y KOMOpwIX pa36Uaiomcsi MoJNbKO CEA3aHHble ¢ (DU3UYECKOU HAZPY3KOU
Muonamuyeckue CuMnmomsl 8 bonee nozoHem gozpacme, ovoeawenue payuona MCT (ocobenno
nepeo ¢husuueckou HAcpy3KoU) MOdCem ucpamv BANCHYIO POab, a HEOOXOOUMOCMb 8
oepanuyenuu LCT modxxcem omcymcmeosamb.
. PexoMenyerest py HAIMYUKA CUMIITOMOB y ManueHToB ¢ aepumurom VLCAD nuera c
NOHMKEHHBIM cozepkanueM LCFA u mepeBon manueHTa Ha MOAW(DUIIMPOBAHHBIE >KHUPHI
(mo6asxku MCT) as mpeoTBpalleHus MBIIIEYHOH 6ou 1 pabgomuonmsa [61, 66].
YpoBeHb yoequTeILHOCTH 10Ka3aTebeTB C (YPOBEHD JOCTOBEPHOCTH PeKOMeHaauu — 5).
KommenTapuu: npu nanuuuu cumnmomos cooepicanue oouux sxcupos 25-30% om obwet
kanoputinocmu, uz Hux 20-25% 3a cuem MCT u 5-10% 3a cuem LCT (Ilpunoowcenue A15) [61].
Ilockonbky Kiunuueckue CUMNMOMbL NPU O0JI2OCPOYHOM HAOIOOEHUU VY NAYUEHMO8 C
oeuyumom VLCAD npedcmasnenvl npeumyuecmeenHo 3Mu300udeckou MuluedHou 0601610 u
PAOOOMUONUZOM, YMO YKA3bI6AEM HA HeOOCMAMOK MbIUUEYHOU dHepeull, payuoHn HeobXooumo
oboeawamv MCT, komopwbie donxcrvl cocmasnams 20% om obweu kanoputinocmu (Tabauya 3).
Hayuenmam ¢ mviweunou crabocmvio u 601bI0 NPU  PUUYECKUX HASPY3KAX NOMO2aem
nogviuenue nompeoaenuss MCT (unu yene6o008) Henocpedcmeenno nepeo boiee uHMmMeHCUBHOLU

Qusuueckoti naepysxou (Hanp., 8 oozuposke 0,25—-0,5 2 MCT/xa).

3.2.8 PexoMeHIAIIMHY 110 JIEYeHHUI0 manneHToB ¢ I'A2

. Pexomenayercsi manyeHTaM ¢ YCTAaHOBIEHHBIM JUarHo3oM ['A2 coOmiofieHHe TUETHI C
HU3KUM cojiep>kaHueM KUpoB (20-25% sHeprum), HU3KUM COJEepKaHUEM OelKa ISl CHIKCHUS
U30BITOYHOTO MOTPEOICHHS N30JICHITNHA, JISHIIMHA, TU3uHa, TpunTodana u BanuHa [ 103, 111].
YpoBeHb yoenuTeabHOCTH 10Ka3aTebCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHAAUH — 5).
. He pexomMeHayercsi maiMeHTaM ¢ yCTaHOBIEHHBbIM quarHo3oM ['A2 naznauenne MCT
[104].

YpoBeHb yoenuTeabHOCTH 10Ka3aTeqbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHAAUH — 5).
o Pexomenayercsi BO BpeMsi KpH30B IMAalMEHTaM C YCTAHOBJEHHBIM AuarHozom ['A2
napeHTepajibHOe BBEJCHHE AEKCTPO3bI** 1 KymupOBaHWS TUNOTIMKEMHH M TOJABJICHUS
JUTIONIM3UCA, HaTpusi OeH30aT (OMOJIOTMYECKH aKTUBHAs 00aBKa) [UI KYIMHPOBAHUS

runepammonuemuu [111].
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YpoBeHb yoeauTeIbHOCTH 10Ka3aTeIbeTB C (YPOBEHD 0CTOBEPHOCTH PEKOMEHIAIUH — D).
KommeHnTapuu: odemanvhoe onucanue npusedeno 6 3.1.2 Pexomenoayuu no JjeyeHuro

nayuenmos ¢ FAOD 6 nepuoo memabonuueckotll 0ekoMnencayuu

3.3 PexoMeHnganuy o NpMMEeHEHHNIO OTAEJALHLIX JEeKAPCTBEHHBIX IPENapaToB

KpOMe IMPUMCEHCHUA JUCTOTEPAIINU TP HAPYHICHUAX OKHCIICHHUSA ) KUPHBIX KHCJIIOT TAKXKEC
H€O6XOI[I/IMO MNPpUMCHCHUC psada JICKAPCTBCHHBLIX IPCapatToB W  BUTAMHUHOB, YTOOBI
KOMIICHCHUPOBATH I[G(I)I/II_II/IT HC3aMCHHMBIX JKHUPHBIX KHUCJIOT B OpPraHu3dMC, KapHUTHHA H

KUPOPACTBOPHUMbBIX BUTAMHUHOB.

3.3.1 PexoMenganyy N0 NPHMEHEHHMIO OTIACJILHBIX JEKAPCTBEHHLIX INPEenapaTros,

CoACPKAINMUX JCBOKADHUTHUH

o Pexomenayercs nzberath Ha3HaueHus: JleBokapHUTHHA B MEpHUOJ KpH3a Ipu JIedeKTax
OKHUCJICHUS JUTMHHOIICTIOYCUHBIX >KHPHBIX KHCJIOT, OCOOCHHO B BHJIC BHYTPHUBEHHBIX HH(Y3HIA
JUTSL TIPEIOTBPAIICHUST Pa3BUTHS PabOMHUOIK3a, HEBPOJIOTHUYESCKUX HAPYIICHUH ¥ apuTMHH [63,
142, 132].

YpoBeHb yoequTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD J0CTOBEPHOCTH PeKOMeHaauu — 5).
KommenTapumu: JlesoakaprHumun s615emcsi OCHOBHOU mepanueu NayueHmos npu nepeuyHou
HeO0oCmamoyHocmy KapuumuHa. Takoce npu HUSKUX 3HAYEHUS KAPHUMUHA 8 KPOBU MOHCEm
ucnonvzoeamscs npu opyeux ¢opmax FAOD c yenvro ycunewus ceazvléanus memadoiumos
HCUPHBIX KUCTIOM U 8bl8edeHUsl ux ¢ moyou. OOHako ucnorv3osanue negokapuumuna npu FAOD
A61A€MCsL CNOPHBIM, M.K. 00KA3AMenbCmea e2o0 dpGexmusHocmu npu 8MopuyHoM oeduyume
kapuumuna omcymemsyrom. Ilpu nedocmamounocmu MTP u LCHAD  oobasku ¢
Jlesoxapnumunom mozym UHOYYUPOBAMb O0anbHeuUyo NPOOYKYUIO 3-
CUOPOKCUAYUTKAPHUMUHOS, ~ CHOCODHbIX — 8bl3bl8AMb  HeoOpamumvle  HespoOnamuiecKue
cumnmomvl u apummuro. HMccrneoosanus na mviuwax ¢ mooenvio oepuyuma VLCAD makoice
NOKA3GNU, YMO HEeX8amKkda KAPHUMUHA Bbl3bléaem e20 IHOO02EHHblU OUOCUHmMe3), KOmMOopbili,
00HAKO, NOOABNAEMC NPU IK302eHHOM 66edeHuu Jlegokapnumuna. Y MHoeux nayuenmog c
oehekmamu  OKUCNEHUS JCUPHLIX KUCIOM, He NoaAyuanowux 0006aeok Jlesokapnumuna,
KOHYeHmpayuu c80000H020 KAPHUMUHA 6 Nla3mMe MAaKice 6apbupyiom oOm HUSKUX 00
HOPMAbHBIX, YMO NO380./15em 2080pUMbsb U 00 IHOO2EHHOM OUOCUHmME3e KAPHUMUHA ) 4el08eKd.
Takum obpazom, 0obasku, codepicawue JIeGOKAPHUMUH, OOANCHbL HAZHAUAMBCA  C
OCMOPONCHOCIBIO, 0COOeHHO, Ko20a pedb udem o Hedocmamounocmu TFP u LCHAD.
Cywecmeyem KoHcencycHoe MHeHUe, CO2NACHO KOMOPOMY clledyem OmKAa3amscsl, 8 4acmHoCmu,

om 6HYmMpPUBEeHHO20 66e0eH s ﬂeeokapﬂumuna npu ocmpulx MemabonuyecKux HAPYUWEHUAX,
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NOCKOJNIbKY 6 maxKkux cumyayusiax noeviuiaenmcs npodykuuﬂ NOMEeHYUAJIbHO MOKCUUYHbIX

AYUIKaprumuHos, umo npueoduﬂo K 6HE3aNHOLL cuepmu nayuermaose.

3.3.2 PexoMeHAAIIMM IO IPUMEHEHUI0 He3aMEHNMBIX JKHPHbIX KHCJI0T

[Tammmentsl ¢ FAOD, Haxopsmuecss Ha HU3KOKUPOBOM JUETE MOJBEPKEHBI BHICOKOMY
pUCKY AeUIMTa >KUPOPACTBOPUMBIX BUTAMHHOB. BakHOo u30eraTh nedunuTa HE3aMEHUMBIX
JKUPHBIX KHCIIOT, W OOJbIlas 4YacTh MOTPEOJICHUs JIMHHOICTIOYCUHBIX >KHPOB JIOJDKHA
MOCTYNaTh U3 Macel, OOraThIX HE3aMEHUMBIMU >KUPHBIMU KHCIOTaMH. [[1s1 yIOBIETBOpEHHS
NOTPEOHOCTEl B HE3aMEHHMBIX IKHUPHBIX KHCIOTaX MOXET NoTpeboBaThCs Jq00aBICHHE
CIIEIMAJILHBIX Macell, TAaKUX Kak opexoBoe wiH JibHsIHoe Macio ([Ipunoxenne I 13) [105].

° Pexomenayercss namuentam c¢  HegocraroyHoctbto MTP u LCHAD, Ha3Hauathb
OMOJIOTHYECKYI0 aKTUBHYIO J100aBKY B BUJE JoKo3arekcaeHoBoil kucinotel (DHA), urparomeit
BaXHYIO poJib B (popMHpOBaHUHU (QYHKIMN HEPBHOW U UMMYHHOM CHCTEM, a TaK)K€ 3PUTEIHLHOTO
aHaym3aropa, B 103upoBke 60 -65 Mr/aeHp AeTsaM ¢ BecoM tena <20 kr u B go3upoBke 130mr B
JIE€Hb — JIeTSIM ¢ BecoM Tena >20 Kr Juist noaepxkanus GyHKIHI HEpBHOW U UMMYHHOM CHCTEMBbI
[105, 137, 157].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTeJILCTB B (YpOBeHDb 10CTOBEPHOCTH PeKOMEHIAUH — 3).
KommenrTapuu:  Jlunoneeass  xucioma U G-1TUHONEHOBAs — KUCIOMA — ABIAIOMCA
npeoulecmeeHHUKamu 071 SHO02EHH020 CUHmMe3d Oojiee ONUHHBIX HCUPHBIX KUCIOM, MAKUX KaK
atikozanenmaernosas kucioma (EPA) u ookosazexcaenosasn kucioma (DHA), komopovie umerom
pewarouee 3HaveHue 07 PopmMuposarus QyHKYull HepeHoU, UMMYHHOU CUCTNEM U 3PUMENILHO20
ananuzamopa [105]. Obecneyums onmumanvhyio KOHYeHMpayuro Smux JHCUPHBIX KUCIOM 8
niame mMoJabKO C NOMOWbLIO NPUMEHEHUS NUUEBbIX MACel CIONCHO, NOIMOMY NAYUeHMAM
mpebyemcs  0obasnenue ux 6 uucmom euoe OJisi OOCMUINICEHUS HOPMAIbHO2O VPOBHS.
Cuumaemcsa, umo 0obasku DHA mocym cmaburusupoeams, u 3amopmo3ums pazeumue
nuemenmuou oezcenepayuu cemuamru npu FAOD. Coenacno npogedeHHOMY UCCe008aAHUIO
[157], onmumanvnas ouemomepanus, HasHauaemas HA OCHOBAHUU HUSKUX KOHYeHmpayuil 3-
CUOPOKCUAYUTKAPHUMUHA U 6blcOKUX KoHuyenmpayuti DHA 6 naazme, noseonsana coxpauamo
@ynxyuro cemuamxu u ocmpomy 3penus y oemeti ¢ Heoocmamounocmoto LCHAD unu MTP.

o B wmexnpuctynneiii nepuoa st namueHtoB ¢ FAOD nHaxomsumuxcss Ha Juere C
OTpaHWYEHUEM JUIMHHOIICTIOYEYHBIX JKHPOB PEKOMEHA0BAHO J00aBIATh HATypaJIbHbBIC
pacTuTenabHble Macia (KOKOCOBOE Maciio, Maciio TPELKOro opexa) AJisi BOCIOJIHEHUSI HeJJ0CTaTKa
JKUPHBIX KucaoT [105].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHAAHH — 5).
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KommenTapuu: CoomuouwieHue He3aMeHUMbIX JICUPHBIX KUCIOM 8 PA3IUYHbIX MACIax
npugedero 8 llpunosicenuu A16.

° PexomMeH10BaHO HAa3HAYCHHE HE3aAMEHUMBIX >KUPHBIX KHUCIOT namueHtam ¢ FAOD Ha
(doHEe HU3KOKUPOBOU AUETOTEPAITUH C LIEIbI0 KOMIICHCAIIMK UX HegocTarouHnoctH [11-14, 105].
YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD I0CTOBEPHOCTH PEKOMEH AU — 5).
KommenTapuu: B npunoocenuu I' 8 npusedenvl 0CHOBHble peKOMEHOAUUU NO HASHAYEHUIO
HEe3AMEHUMbIX HCUPHBIX KUCTOM NPU Oueme ¢ HU3KUM COOEPAHCAHUEM HCUPOB.

3.3.3 PexoMeHaaAMY 10 IPUMEHEHHI CPeIHENEN0YeUHbIX TPULJINIIEPUI0B

o PexoMeH10BaHO B KaueCTBE OCHOBHBIX MHUIIEBBIX HCTOYHHKOB CpPEIHEICTIOYEUHBIX
JKUPHBIX KUCIIOT UCITOJIb30BaTh 50% sMynbento MCT B mUTaHUU TAIIMEHTOB C HEIOCTATOYHOCTH
TFP u LCHAD u VLCAD nns npenoTBpaiieHus pa3BUTHsI MBIIICYHOW cUMIITOMATUKH [112,
149].

YpoBeHb yoequTeILHOCTH 10Ka3aTebeTB C (YPOBEHD J0CTOBEPHOCTH PeKOMeHaauu — 5).
KommenTapuu: Coodeporcanue MCT 6 pasnuunvix npooykmax ieuebHo20 NUmaHus NpueeoeHo 8
Ipunooswcenuu Al7.  Dnuzoouueckue MbululeyHvle CUMNMOMbL, HaAnpumep, pPadooOMUOIU3,
namozeHemu4ecky CesA3bl8arm ¢ 0eQUUUMOM dHep2UU, U UX MON*CHO NPeodosiemb ¢ NOMOUbIO
yenesooog unu MCT. B uyacmumocmu, no umerowumcsi OAHHBIM, CBA3AHHBINU C OUIUYECKOU
AKMUBHOCMbI0  pAOOOMUONU3  MONCHO NPEeOOMEpamums nymem npuema O00CMAaAmoyHO20
koauvyecmea MCT nenocpedcmeenno neped Hacpy3Kou

. He pexomenayercsi HazHaueHue namueHtaM ¢ MCAD TpurinmuepuaoB co cpeaHei
mmHoN e (MCT) ¢ menbpio mpeaoTBpanieHus] YXYANICHUS COCTOSHHS TAIlUeHTa. Pa3BUTHUS
MeTabomuueckoro kpusa [105].

YpoBeHb y0enuTeJbHOCTH J10Ka3aTeJbcTB C (YpOBeHb /10CTOBEPHOCTH PeKOMEHIAIHH —
5).

KommenTapuu: JKupnvie xuciomul co cpedHell OIUHOU yenu MO2ym HPOHUKAMb 8
MUMOXOHOpUU, He OYOyUU CEA3AHHLIMU C KAPHUMUHOM, MUHYSA 2MAN, HA KOMOPOM OObIYHO
peaynupyemcs okucienue sxcupHvix kuciom. [losmomy npuem MCT moocem npusecmu k 6onee
CEpbe3HbIM  HAPYUWEHUAM O00OMeHa eeujecme, uem Npu UCHONb308AHUU OJIUHHOYENOYEeUHbIX

JHCUPOS.

3.3.4 PexoMeHIAIMH IO HPUMEHEHHNI0 BUTAMHUHOB

. Pexomenayerca mnanuentam ¢ FAOD Ha3HaueHue BUTaMUMHOB rpynnel B wu

KHUPOPACTBOPUMBIX BUTaMUHOB A, D, E B BO3pacTHBIX 03MPOBKAX C IEIbIO MPEAOTBPAIICHUS
ux aedunuta [5,12, 105].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHb JOCTOBEPHOCTH PeKOMeHaauu — 5).
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KommenTapun: Bumamunbl Ha3Hauaiom 6 603pAcmublX NPOQUIAKMUYECKUX Q030X KYPCAMU NO
2-3 mecaya.

o PexoMeHayeTcsi BCeM MAICHTaM ¢ OMOXMMHUYCCKHMMHU HApPYIICHHSIMHU, XapaKTCPHBIMH
it ['A2 HasHadyeHue (OMoIornyeckoi akTHBHOM 100aBku) puboduiaBuna [106, 111, 135, 136].
YpoBeHb yoenuTeJIbHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AN — 5).
KommenTapuu: Cxoonviti memabonuueckuti npogpuib modicem HadM00amuvcs npu oegexme
mpancnopmepa pubo@uasura, NO3MoOMy HazHaveHue pubogaasurna (buonocuueckas akmueHas
dobaska) per os 6 0oze 100-200 me/0env nozgonsem NOIHOCMbIO KYRUPOBAMb KIUHUYECKUE U

buoxumuyecKkue CUMnmomuvl bonesHu.

3. 4 CuMnToMaruyeckoe JedeHue

o He pexoMenayercsi IPUMEHATH MpENapaThl BalbIPOEBOHM KHUCIOTHI** B clyudae
HEOOXOUMOCTH HA3HAYCHUS TPOTHUBOSUICTITHYSCKON TEpaMHu C IEIbI0 TPEIOTBPAIICHUS
pa3BUTHS MMEYCHOYHOM HeocTaTouHOoCTH [5,12, 145].

YpoBeHb yoequTeILHOCTH 10Ka3aTebeTB C (YPOBEHD J0CTOBEPHOCTH PeKOMeHaauu — 5).
KommenTapuu: V nayuenmog c odeexmamu MumoxoHOPpUAIbHO20 [-OKUCTEHUS IHCUPHBIX
KUCTIOM NpUMEHeHUe BAalbnpoesoll KUCIOmMbL™* moocem npugecmu K pa3eumuio msaiceiou

NneYeHOYHOoU HedoCmamo4yHOCHi.

3. 5 Xupypruuyeckoe JeuyeHue

HpI/I BO3HUKHOBCHUH HOKa3aHI/II/Iv A XUPYPIrUidCeCKUX BMCHIATCIIBCTB PEKOMCHAYCTCA

KOJUIETHAJIbHOE TIPUHSITHE PEIIECHUsI O TAKTUKE €ro mpoBeneHus [5,12].

4. MeauuuHCKAasi peaduINTAIIUA M CAHATOPHO-KYPOPTHOE JieYeHue,
MeIUIUHCKUE TOKA3aHUA U MPOTHUBONOKA3AHUSA K IPUMEHEHUI0 METO10B
MeIUIUHCKOI peadWIuTauu, B TOM YHUCJIe OCHOBAHHBIX HA MCIOJIb30BAHUM

NPUPOAHBIX JIe4eOHbIX (PAKTOPOB
THayuenmam c @pauom-uszuomepanesmom u 6pavoMm no J1e4eOHoU Qu3KyIbmype
paspabamuvléaemcs NePCOHANUUPOBAHHBIN  KYPC Ppeabumumayuy, 6KIYAOWUL MAccaxic,
neyebHyro  Quskyremypy,  Qusuomepanesmuyeckue — npoyeodypvl  (MAcHUMOmMepanuo,
mepmomepanuio, YOapHO-8OIHOBYIO Mepanuio, Memoo OUOoI0SUYecKoli 0O0pamHoOu Cc6a3u U
opyeue npoyedypol).
Peabunumayuonnwvie xypcol (maccaxc, JIOK, uzuonpoyedypwvi, ncuxonroco—nedazocuieckas

HOMOWb) PEKOMEHOYEm s NPOBOOUNb 8 YCI0BUAX OHEBHO20 CIAYUOHapa ¢ yacmomoti 3-4 paza
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6200 [1, 2, 14].
° Pexomenayercsi MmarnyeHTaM u yjIeHaM X ceMei IIPOBOJIMTH
KOHCYJIbTAIIMIO/KOHCYIbTAIIMM  MEIMIMHCKOIO  IICHXOJora ¢  ICJIBI0  TOBBIIICHHS
NPUBEP)KEHHOCTH K JiedueHuto [1, 2, 14].

YpoBeHb  yOeauTeabHOCTH  J0Ka3aTeJbeTB C  (YpoBeHb  10CTOBEPHOCTH
pexoMeHaamuu — 5).
KommenTapuu: Ocnosnoil yenvio padomsl NALIUAMUBHBIX CYHCO AGIAEMCSA CO30AHUE BCEX
HeoOX00UMbIX YC08UlL 0151 0Decneuenuss HaxX0NCOeHUs NAYUEHMO8 8 OOMAUHUX YCI08USX, d He 8
CmeHax neuebHO20 YUpedlCcOeHUs, 4mo NO360Jislem He MOIbKO VIVHUUUMb KAYeCmEo JHCUZHU
NAYUeHmos8 u ux cemel, HO U CYWeEeCMBEHHO CHU3UMb 20CYOApPCMEeHHble 3ampamsl Ha

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

5. IIpodpunakTka U AUCNIaAHCEPHOEe HADII0IeHN e, MeMIUHCKUE TIOKA3aHUS H

NMPOTHBOINIOKaA3aHUA K IPUMECHCHUIO METO/10B HpO(l)I/IJIaKTI/IKl/I

0.1 IlpodpunaakTuka

C 01.01.2023 B Poccuiickoi ®Penepaniy NpOBOIUTCS PAaCIIMPEHHBIA HEOHATAIbHBIN
CKPHMHUHT C IIeJIbI0 paHHEeW JMAarHOCTHKH psiia HacIeICTBEHHbBIX 3a00JI€BaHUM, B TOM YHCIIe

pasubix popm FAOD.

Meouko-zenemuueckoe KOHCYIbMUPOGaHUe

o PexomeHnayeTcsi MEIMKO-TCHETHYECKOE KOHCYJIBTUPOBAHUE IIOCIIEC  YCTAHOBJICHUS
nuarHo3a mamueHTam ¢ FAOD, ¢ nenpio pa3bsiCHEHHH TE€HETHYECKOTO PHCKA, BO3MOXKHOCTHU
MPOBEJICHUS MPEHATAILHON W MPEUMIUTAHTAIIMOHHON TUArHOCTUKHU JJIS JII0O0OM MOCTeayIomIe
OepeMEHHOCTH B CEMbBSIX, OTSTOIICHHBIX XOTs Obl oqHUM ciiydaeM FAOD [1,2, 6].
YpoBeHb yoenuTebHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEH AU — 5).
Kommenrapuii: Cembium ¢ OonvHbiMu  OembMu  PeKOMEHOVEMcs MeOUKo-2eHemuyecKoe
KOHCYIbIMUPOBAHUE C Yelbl0 ONpedeieHus 2enemudeckoeo pucka. Kak u npu opyeux aymocommo-
peyeccusHvix 3a001e6aHUAX, 018 KANCOOU DEepeMeHHOCIU PUCK POAHCOeHUs peDeHKa cOCmasisem
25%. B cembsax, eoe ecmv 0OO0NbHOU peOEHOK, B603MONCHO NpPOBeOeHUe NPEeHAMAIbHOU U
NPEeUMNIAHMAYUOHHOU OUASHOCTNUKL.

Ilpenamanvhnas OuazHocmMuka NpoBOOUMCs MOJEKVIAPHO-2eHEMUYeCKUMU MemoOdaMu,
nymem uccinedoganus JIHK, evidenennoti uz o6uonmama eopcun xopuona Ha 9-11 wnedene
bepemeHHOCMU U/UlU KIeMmOK aMHUOMUYECKOU HCUOKOCMU, NI0OHOU Kposu Ha 20-22 Hnedene

oepemennocmu. Ilpu msexux gopmax FAOD xopowo omseuarowux na mepanuio, pewenue o
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nposedeHulU NPEeHAMmaIbHOU OUASHOCMUKU QOJNCHO ObiMb NPUHAMO MOJLKO NOCie NOOPOOHO20
00CcydHcOeHUss ¢ ceMbell 8cex PUCKO8 U NPO2HO3a 3a00Ne8anus Yy NOMOMCMEd, 03MONICHOCHEL

JleyeHus npu panHeu OUa2HOCuKe.

300poswlii 00pa3z xHcusnu

[Tonpoctku u B3pocasie ¢ FAOD nomkHBI OBITH OCBEIOMIICHBI O PUCKAaX, CBSI3aHHBIX C
YpEe3MEPHBIM YHOTPEOJICHHUEM AalIKOTOJIA. AJIKOTOJb HHTUOMPYET TIIOKOHEOTeHEe3, IMO3TOMY
HapyIIAIOTCS KaK OKHMCJICHUE YKUPHBIX KHUCJIOT, TaK U TIIOKOHEOTeHE3, KOTOphle 00eCreuynBaoT
OopraHu3M MeTaboNIMyYecKoil 3Heprueil Bo BpeMmsi rojojgaHusi. HeoOXoammo pexoMeHI0BaTh
OrpaHHuYeHUE MOTPEOICHHS alTKOT OIS U BCET/Ia B COYETAHUU C €JI0M.

Hereii ¢ ycranoBieHHbIM auarHozoM FAOD crienyer yuuts «310poBoMy 00pasy KHU3HI»
C MOMOIIBIO HETHl U (pru3muecKkux ynpaxHeHuid. Hekotopbie poautenn 00eCIOKOSHBI T€M, YTO
uX peOeHOK He ecT AocTaTouHo. Ecnu pebeHoK He chefaeT peKOMEHA0BaHHbII 00beM, TOPIHIO,
pu HEOOXOIMMOCTH MOKHO JIOKOPMUThH WJIM OPTaHU30BaTh MEPEKyC MO3xkKe, YTOOhl 00ecrnenT
(U3NOTIOTHUECKYIO0 TOTPEOHOCTD B SHEPTHH.

JIromu ¢ pepumurom MCAD He HYXIArOTCS B JIOTIOJHUTENBHBIX KaJOPHSX; CIEIyeT
u30eraTh Nnepeeanus u3-3a pucka 0XKUpPEHHUS.

Kommenrapuu: /Jonecocpounvie pesynrbmamuvl UCCIe008AHUL NOKA3AAU, YMO 00U,
nequswuecs om depuyuma MCAD, cxknonnsl k upezmepromy ysenuuenuio eeca [108]. [Jemu ¢
npenyoepmamnHom 803pacme Mo2ym umems U30bIMoUHbIU 8ecC, 8CIeOCMEUE YACMO20 KOPMIEHUS
Kak dacms neuvenus. Iloxazamenu pocma u maccel mena  OOJHCHbI  MUAMENLHO
KOHMPOIUPOBAMbCA NPU KAHCOOM NOCeujeHuu KIuHukuy. /Junamuyeckoe HaAOI00eHUe OO0NHCHO
BKIIOUAMb PEKOMEHOayuu no KOHMPOIIO MAcchl mend, oOyueHue 300p08omy 00pazy HCU3HU,
sraOUaOwWeMy 6 cedss OpobHoe pe2ylsapHoe numanue ¢ coonoeHuem HOpM QU3UON02ULECKOT

KAIOPUIHOCMU U PeKOMEHOAYUU no GU3ULEeCcKol akmugHOCmU.

Haobnwoenue ¢ nepuoo depemennocmu
. PexomMenayercsi KOHCYIbTalUs )KEHIMUH-HOCUTENBHUL] FAOD 11 pa3bsicHEHUs pUCKOB
BO3HHMKHOBEHUS aKyIIepCKUX ocioxkHenuit [105, 138].
YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — D)
KommenTapmii: JKenwunol, y komopwix 6vin pebenox ¢ FAOD noosepoicennvt pucky 6o epems
nocneoyrowux oepemennocmett HELLP cunopomy. Ocobenno smo kacaemcs credyroujux

3abonesanuil: decpuyumor LCHAD, VLCAD, CPTI, CPT2 u CACT.
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5.2 IncnancepHoe HAQJI0OACeHNE

o PexomMennyercst onpezeneHne KOHIECHTPAMN aLMJIKAPHUTHHOB B KPOBHU Y TAIIMEHTOB C
FAOD c uenpto KOHTPOJISE yPOBHSI CBOOOTHOT'O KAPHUTHHA U allMJIKapHUTUHOB [19, 21].

YpoBenb yoeauteabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 0KA3aTEJbCTB — 4)

KommenTapuu: Onpeoenenue ayuikapHuUmuHo8 HnpoBOOUMCs C YACMOMOU. Kadicovie [-2
Mecaya nayuenmam 00 200a, Kaxcovle 3 - 6 mecayeg y demetl maadute 6 nem, xadicovie 6 -12
Mecayes nayueHmam cmapwe 6 jiem, N0 NOKA3AHUAM 6 Nepuod U npu 00003PeHUU Ha
Mmemabonuveckuu kpus. Heobxooumo ommemumv, umo YpoeeHb AYUIKAPHUMUHOE MON*CEm
nogvluamscs npu HazHavenuu Jlesokaprnumuna (Ipunoscenue A19).

. PexomengoBaHo BceMm marueHTaM ¢ quardo3om FAOD oOuuii (KIMHAYSCKHA ) aHaIn3
KPOBH pa3BEepHYTHIM (reMOornoOuH, KOJUYECTBO OSPUTPOIMTOB, IIBETOBOM IOKa3aTellb,
KOJIMYECTBO JICHKOIIMTOB, TPOMOOIMTOB, JeWKouuTapHas (opMmyna U CKOPOCTb OCEAAHUS
DPUTPOIIMTOB) Ui OLEHKM OCHOBHBIX IIapaMETPOB  KPOBETBOPEHHUS U HaTAYUs
BOCIAIMTENBHBIX Tporieccos [1, 2, 5, 28].

YpoBeHb yoequTeabHOCTH 10Ka3aTeIbCTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAHH — 5).
KoMMeHTapuu: 6 c643u ¢ 8bICOKUM PUCKOM DPA3BUMUS UHMEPKYPPEHMHbIX UHGeKyull 00uut
ananuz kposu nayuenmam ¢ FAOD npoeooumcsa ¢ wacmomoti: kasxcovie 6 mecsayes nayuenmam
00 6 1em, kadcovie 6-12 mecayes nayuenmam cmapuie 6 iem.

o Pexomennyercs Bcem mamueHtam ¢ FAOD  mpoBeneHue — aHanmm3a  KpOBHU
OMOXMMHMUYECKOTO OOIIETeparieBTHUECKOTO (COAEpKaHUe TIIFOKO3bI, O0IIero Oenka, OeTKOBBIX
¢bpakuuii, anpOymuH, C-peakTHBHOro Oenka, oOmero OunupyOMHa U ero (Qpakuuw,
XOJIeCTEPHHA, TPUTIMLEPUIOB, JUIONPOTEU0B HU3KOM M BBICOKOH IUIOTHOCTH (MCCeOBaHHE
YPOBHSI JIMIIONPOTENHOB B KPOBH), IIeNOYHON (ocdaTaspl, KpeaTHHIHHA, MOYEBHHBI, MOYEBOH
KHUCJIOThI, aMMOHHUS, anaHuHaMuHOTpaHcdepassl (AJIT), acmapratamunorpancdepassl (ACT),
ramMarmotamuntpancepazsl  (ITT),  kpeatundocpokunazsr  (KDPK), HMccnenoanue
YPOBHS/aKTUBHOCTH HM30(DepPMEHTOB KpEaTHMHKWHA3bl B KpOBHU, Nakrataeruaporenaza (JIAD),
KaJbIUsg OOIIEro W MOHWU3WPOBAHHOTO, HATpHs, Kajws, HeopraHmdeckoro gocgopa, xemnesa,
dbeppuTHHaA, MarHus, XJOpa, MOJOYHOW KHCIOTBI), HWHCYJIWHA, TIOKa3aTeJiel KHUCIOTHO-
ocHoBHOro paBHoBecusi (MccrnenoBanue ypoBHs OydepHBIX BellecTB B KpoBH, MccnenoBanue
YpOBHsI BOJOpPOAHBIX HOHOB (pH) KpoBM), uccienoBaHre ypOBHS MOJIOYHOW KHUCIOTHI B KPOBU
(JlTakTaTa) C LETBI0 OICHKU COCTOSHUS IEYeHH, MOYeK, OalaHca BaXXHEWIIUX HYTPUEHTOB IPH
TUEeTOTepanuu, KaiuplueBo-(pochopHoro oOMeHa W BBISBICHHS OTKJIOHEHMHM Ba)KHBIX
OMOXHMMHUYECKHX MMOKa3aTeeH I AanbHemei koppekiuu [12, 132, 145].

YpoBeHb yoenutenasHocTu pekoMenaanuii C (YypoBeHb T0CTOBEPHOCTH J0KA3aTEIbCTB — 5)
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KommenTapwmii: ananuz nposooumcs ue pedxce 1 paza 6 6 mecsiyeé u no nokasauusm 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 yoenuTebHOCTH 10Ka3aTebeTB C (YPOBEHD I0CTOBEPHOCTH PEKOMEH AU — 5).
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 ¢ FAOD mnposooumcs ¢ uwacmomoii: kadxcovie 6
Mecayes nayuenmam 00 6 jem, Kaxcovie 6-12 mecayes nayuenmam cmapuie 6 iem, yauje — no
NOKA3AHUAM NPU YXYOUEHUU COCMOANHUSL U NPU MEeMAOOIULECKOM Kpu3e.

. Pexomenayercsi ompejaeneHue J1aboOpaTOpHBIX TOKaszaTesied (KUCIOTHO-IIEIOYHOTO
cocrosiaust kpoBH (MccnenoBanue ypoBHs Oy(hepHBIX BEIIESCTB B KpOoBH, McciaenoBanue ypoBHS
BOJIOPOJHBIX MOHOB (pH) KpoBH), Hiccrea0BaHNE YPOBHS MOJIOUHOM KUCIIOTHI B KPOBH (JIaKTaTa),
TJII0OK03a, MJIEKTPOJUTHI (Kajuil, HaTpUil, KalblMii MOHU3UPOBAHHBIN, XJIOP) B MEPUOA U TPU
MOJ03PEHUHM HAa META0OJWYECKUM KpU3 MAIMEHTaM C KIMHWUYECKUMHU /WM OMOXUMHYECKUMU
npuzHakaMu FAOD ¢ nenbio OIEHKH COCTOSIHUS U CBOEBPEMEHHOW KOppeKmuu Tepanud [12,
132].

YpoBeHb yoequTeabHOCTH 10Ka3aTeIbCTB C (YPOBEHD I0CTOBEPHOCTH PEKOMEHIAHH — 5).
. Pexomenayercsi BceM MalUMEHTaM C MATOJOTHMEH CEPACUYHO-COCYJIUCTOM CHUCTEMBI
UCCIIeIOBaHMsI YpOBHSI N-TepMHUHAIBHOTO (hparMeHTa HATPUHYpPETHUECKOrO MPOTMENnTHIa
Mo3roBoro  (NT-proBNP) B kpoBu jis CBOEBPEMEHHOW JHMArHOCTHUKU  CEPICYHOM
HEIOCTATOYHOCTH, nuddepeHnrantbHON JIAATHOCTUKHA c OJBIIIKOM, BBI3BAHHOMU
pecpaTOPHBIMH HapyIICHUSIMH, JJI1  pPEUIeHHWs] BOMPOCOB O  CTapTe/KOPPEKIIUU
KapauoTporHo# Tepanuu [11, 133].

YpoBenb yoenuTebHOCTH 10Ka3aTebeTB C (YPOBEHD 10CTOBEPHOCTH PeKOMeH1auu — 4).

. Pexomenayercsi mpoBeAEHHE  XOJATEPOBCKOro MoHuTopupoBanus OKI, Oxo0-KT,
naruedTam ¢ FAOD 1pum mocTaHOBKe JWar{Hosa, Jajnee He peke 1 pasza B ToJl ¢ IENbIO
JuarHoctuku narosioruu co croponsl CCC [97, 109, 129, 133].

YpoBeHb yoenuTeabHOCTH 10Ka3aTedbCTB C (YPOBEHb JOCTOBEPHOCTH PeKOMeHAanuu — 4).

° Pexomenayercsi mpoBeaeHue dekTposHedanorpaduun (330) marmentam ¢ FAOD npu

HaJIMYHUU HCBPOJIOT MYECKOM CUMIITOMATUKH JJISA BBISABJIICHUA SIMJICITUYSCKON aKTUBHOCTH U JIIsL
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KOHTPOJISI MPOTUBOAMMICNTHYECKON TEepanuu COIVIACHO KIMHUYECKUM PEKOMEHAALUSIM I10
smmtenicuu [35, 158].

YpoBeHs yoeauTeabHOCTH pekoMmenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEJIbLCTB

—4)
KommenTapuu: ¢ mom uucne 391" ¢ sudoeomonumopuneom. Ilpu omcymcemeuu npucmynog-mve
pearce 1 paza 6 200, npu HarUyUU SNULENMULECKUX NPUCIYNOE- NO NOKAZAHUSM.
° Pexomenayercsi 1poBeieHHE YIbTpa3ByKoBOro wuccienoBanus (Y3U) opraHos
OpronrHoi nosioctu nareHTam ¢ FAOD yist BeISIBJICHHS MATOJOTHH TieueHH U mouek [9, 12,13,
145].
YpoBeHb yoenuTeabHoCTH pexkoMenaanuii C (YypoBeHb J10CTOBEPHOCTH 0KA3aTEIbCTB — 5)
Kommentapuu: Kpamnocms npu omcymcemeuu usmeneHuli-ne pexce 1 paza 6 200, npu Haiuduu
namono2uy neyeHu- o NOKA3AHUSM.
° Pexomennyercst mposeneHue odTanpMmockonuu manueHtaM ¢ FAOD ¢ mensio
CBOEBPEMEHHOTO OOHApYyKeHHsI oranibMosIorudeckoi maromaoruu [38, 149].
YpoBeHb yoenuTebHOCTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJIbLCTB — 5)
Kommenrapumn: Kpamuocms npu omcymcemeuu uzmenenuti-ne pedce 1 paza 6 200, npu Haiuquu
namono2uu - N0 NOKA3AHUSIM.
o Pexomennyercs nanuenram ¢ FAOD npoBeneHre KOppeKIUH JIeUeOHOTO MUTAHUS U
CUMIITOMATHYCCKOU TEPAIHH C TIEITbI0 UCKITFOUSHUS O0CITKOBO-IHEPTreTHIECKON HETOCTATOYHOCTH
[11-14, 105].
YpoBeHb yoenuTeabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
KommenTapuu: Koppexyuio ouemomepanuu npogoosim 8payu-2eHemuKy il pavu-ouemonocu
c 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.
. Pexomennyiores ans HaOMIOACHUS TAIMEHTOB C YCTAaHOBJIEHHBIM jauarHozom FAOD
MPUMEHSTh MYJIbTHAUCIUIUIMHAPHBIA TIOX0]] B BUAY TOTO, YTO 3a00JIeBaHUS XapaKTePU3YIOTCS
MOPAXCHHEM MHOTHUX OpPraHOB W CHCTEM, TpeOyeT KOMIUICKCHOW Tepamuu, 4YTO JUKTYeT
HEOOXO0MMOCTh COBMECTHOTO BEJICHHS MAIMEHTa CIICI[HATMCTaMHU pa3Hbix npoduieii [12,13, 15,
28, 145].
YpoBenb yoenutelbHOCTH pekoMenaanmii C (ypoBeHb 10CTOBEPHOCTH 0KA3aTEJIbCTB — 5)
KomMmeHnTapuu: nokaszanvl nepeuunsie u nosmopHvle KOHCYIbMAayuu 8pada-eeHemuxa, epaia-
ogpmanvmonoza, 6paua-Hesposo2a, 6paia-2acmpodIHmMepono2d, 8paya-3HOOKPUHON02d, 8payd-
Kapouono2a, 6pava-0emcko20  Kapouonoza, epada-wegponoca,  epaua-neouampalepaua-

mepaneema/spaua oowell npakmuku (cemeunoco epaua), a makdce epaveu  Opyeux
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cneyuanvrocmeti nayuenmam ¢ FAOD, umerowum napywenus gynxyuti coomeemcmayroujux
0p2ano8 u cucmem

. PexoMeHnayercsi oOydeHHe poauTeneii (3aKOHHBIX IPEACTABUTENCH) /MAallMEHTOB
paBWJIaM OpTaHU3AMHA TEPald B MEKIPHUCTYIMHBIA TIEPUOA W B TIEPUOJ  YIPO3BI
MeTaboarueckoro kpusa manueHToB ¢ FAOD c¢ nenbio npenoTBpamieHust pa3BUTHS TOBTOPHBIX
MeTaborueckux kpu3os [105].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH J0KA3aTEIbLCTB — D)
KommenTapuu: YV pooumeneii pebenka 6cec0a 0ondicHa Oblmb NAMAMKA C YKA3AHUEM
HEOMJIONCHbIX —~ MEePONpusAmull 8  Nepuod  HAYUHAIOWe20Cs: — Memadoauieckoeo  Kpusza

(TTpunoocenue A20).

6. Oprammaum{ MeI[I/IHI/IHCKOﬁ nmomMomu

IToxazanms 171 IIAHOBOM TOCTTUTAIM3AIIN
HEOOXOAMMOCTh MPOBEJACHUS PA3TMYHBIX BUIOB SKCIEPTHU3 WIIM 0OCIICIOBAaHUS B MEIUIIMHCKOM
OpTraHMW3aIi TPU HEBO3MOXXHOCTH TPOBEJCHHS MX B aMOYJIATOPHBIX YCIIOBHUSAX, TPEOYIONINX
JTUHAMHUYECKOro HaOmoaeHus (B TOM 4yuciae oQopMieHHE 3akitoueHus ¢eaeparbHOro

KOHCWJINYMA).

[TokazaHus u1s1 5KCTPEHHONW FOCIIMTAIA3ALUU:

OCTphbI€ 3a00JIeBaHUS;

000CTpeHust XpOHUUYECKUX OOJIe3HeiH;

OTpaBJE€HMS] U TPaBMbI, COCTOSHUS, TpeOylOUIMe WHTEHCUBHOW Tepaluu M MepeBoja B
pEaHMMAIIMOHHBIE OTICNCHUS WIM OTHAEJCHHS WHTEHCHUBHOW Tepanuu a TaKxe
KpYTJIOCYTOYHOTI'O MEOUITUHCKOI' O Ha6.]'IIO)IeHI/II/I )51 IMPOBEACHUA CIICINAJIbHBIX BUI0B

o0cIIeI0OBaHMS U JICUCHUS.

IToxa3aHus K BBIMCKE NAIIMEHTA U3 MEIULIMHCKON OPraHU3alliNn:

OTCYTCTBHE YIpO3bl )KU3HU OOJILHOTO;

OTCYTCTBHE YI'PO3bl Pa3BUTHS OCIIOKHEHUH, TPEOYIOLINX HEOTIOKHOTO JICUEHHUS,
CTaOMIIN3aLUs COCTOSHUS U OCHOBHBIX KIIMHUKO-1a00paTOPHBIX MOKa3aTeNel MaToJI0rHuecKoro
npoiiecca o OCHOBHOMY 3a00JIEBaHUIO;

OTCYTCTBUE HEOOXOAMMOCTH B TIOCTOSIHHOM BpauyeOHOM U KPYTIOCYTOUHOM MEIULIUMHCKOM

HaOJIOZICHUHU TI0 OCHOBHOMY 3a00JI€BaHUIO;
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HEO00XOIUMMOCTH NepeBoia OOJILHOTO B IPYTYIO OOJNBHUILY WU YUPEKICHHE COL[HATILHOTO

obecrieueHus.

[Taimentam ¢ FAOD 1 pa3 B 6-12 mec. (B COOTBETCTBHH C TSIKECTHIO COCTOSHUS ) TTOKa3aHO
KOMIUIEKCHOE 00cie/IoBaHUE B MHOTOIIPO(UIBHBIX CTAllHOHAPAX.

[Tpog0IKUTETPHOCTh TOCIUTANINU3ALMN 3aBUCUT OT CKOPOCTH KOPPEKIMH METa00INYeCKIX
HApyIICHWH, a TaKKe OT CpPOKOB IOSIBIICHHS TOJIOKUTEIBHOW JHUHAMHUKUA CO CTOPOHBI
LEHTPaJIbHOW HEPBHOM CHUCTEMBI U JPYTMX OpPraHOB, CKOPOCTH BOCCTAHOBJICHMsI MOKa3aTenei
TJIFOKO3bI KPOBU U KUCJIOTHO-IIEJIOYHOTO COCTOSTHUS, OTBET Ha JIEYCHHE OTMEUAeTCsl B TEUCHUE
5-7 nueit. [IpeOpiBaHue B CTAIMOHAPE B CPETHEM coCTaBisieT 21 eHb.

[Tocne BBIMMCKM W3 CTAallMOHApa JETH HYXKIAIOTCS B HAONIONEHHM IEAMaTpa, HEBPOJIOTa,
KapAuojora, racTpodHrepoiiora, odraapmornora, AueTonora, reueruka, nposeaennu DKI' (mo
MTOKa3aHUsIM).

Habumronenne nanyeHToB 0 MECTY JKUTEIbCTBA (B aMOYJIaTOPHO-TIOJIMKIMHUYECKUX YCIOBUSIX)

JOJIDKHO OCYHICCTBIIATHCA ITOCTOAHHO.

7. JonosHuTebHAsE MHPopMaus (B TOM 4YucjIe (PAKTOPbI, BJUAIIINE HA

HUCXO0/1 3200J1eBaHUSI UJIM COCTOSTHUA)

[TpooIKUTENBHOCTh KM3HM BO MHOIOM 3aBHCUT OT TsDKECTH 3a0o0jieBaHMS U
IIPOBE/ICHNS TATOT€HETUYECKON U CUMIITOMAaTUYECKOM Tepanuu. 1IpudnHON cMepTH 4Jale Bcero
ABIIIOTCS CEP/IEYHO-JIETOYHasl HE0CTaTOYHOCTb.

B cnyuyae nmokaszaHus K AUETOTEpAINU, CIEIyeT HayaTh JICUEHUE KAK MOYKHO PaHBLIE C IIEJIBIO
NpeI0TBPALICHHUS IPOrPECCHPOBaHUs ociaoxHeHui [1-4, 11-14].

[IporHo3 coctosiHus ¥ ypOBHS IICUXUYECKOTO Pa3BUTHS MAIlUEHTOB 3aBUCUT OT TSXKECTH
3a0o0yieBaHusl, CTENEHU TOpaXeHUs BHYTpeHHUX opraHoB (cepaue, nedyenb) u LIHC, cpoxos
Hayana JiedeHHss U S(QQPEKTUBHOCTH HHTEHCHBHOM TEPaMU MPH  METabOoJIUYeCKOH
nexoMIieHcanuu. PaHo MaHudectupyromas cucteMHas (opma 3a0oieBaHHMs OOBIYHO HMEET
OoJee TsDKENOE TeUeHUE U MeHee OJIaronpusATHBIN MPOTHO3.

Hebnaronpusitasie nabopaTopHble MPU3HAKH, CBUJIETEIHCTBYIOIINE 0
HecOaJIaHCUPOBAHHOCTH TEpalMU M yrpo3e pa3BUTHS METa0OJMYECKOro KpH3a: YMEHBbLICHHE
coJiepKaHusl CBOOOIHOTO KapHUTHHA, TJIIOKO3bI, TEHACHLUS K CHIDKeHUIo pH kpoBu, nepunury
OCHOBaHUM, HAapacTaHWE COJEp)KaHUs AalWIKAPHUTUHOB C OYEHb UIMHHOW Lenbio (1pu
CHIDKEHMM IIOKa3aresis CBOOOJHOIO KapHUTHHA) B KPOBHM U IMOBBIINIEHUE HKCKPELUU

OpTraHU4YC€CKUX KHCJIOT.
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Ha HemocTtaTo4HOCTh HYTPUTHBHOW TOJACPKKU YKA3BIBAET CHU)KCHHE YPOBHS T'eMOTJIOOWHA,
xKenesa, oomiero O6enka u anbOymuHa. Hu3kui ypoBeHb B KPOBU HE3aMEHUMBIX JKUPHBIX KHUCIOT
(JIMHONEBOM, JMHOJICHOBOM, AapaxWJOHOBOW, JOKO3areKCaeHOBOM M Jip.), HapYIIEHHOE
COOTHOIIIEHUE JIMHOJIEBOM/MuHOIeHOBOM Kucior (B Hopme 5:1 — 10:1) moryr o0yciaoBHTH
3aJIep)KKy TICHXOMOTOPHOTO W PEYEBOTO pa3BUTHUS, CO3PEBaHUE HMMYHHOW CHCTEMBI U

CHU)KEHHE OCTPOTHI 3PEHHUS.

OnauM u3 3¢ (GEeKTUBHBIX MOAXOAOB K paHHed nuarHoctuke FAOD sBisercss MaccoBbli
CKpUHHMHI HOBOPOXXJeHHBbIX. HeoHaranbHblli ckpuHUHT B Poccuiickoit @eaepannn Ha FAOD

HPOBOJIUTCS B OTACIBHBIX peruoHax [1-3].

Bce JOJDKHBI HMCTBb YacCTO OOHOBIISIEMOE QKCTPCHHOC)» IIUCbMO, KOTOPOC MOXKCT IIpH
H606XO,I[I/IMOCTI/I nepeaaBaTbCsa MCANLUMHCKHUM pa6OTHI/IKaM, KOTOPLBIC MOT'YT HC 3HATh O FAOD

[Tpumep Taxoit namsatku npuseaeH B [Ipunoxenun A20.
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8. KpnTepHn OIICHKH KadYecTBa MGHHHHHCKOﬁ oMo

KpnTepnn OICHKH KadJeCTBa HepBH‘lHOﬁ MeHHKO-caHHTapHOﬁ MMOMOIIIHA

No Kputepun orieHku kauectna Ouenka
/1 BBITIOJTHEHUS
1. BrinonHeHO KOMITIEKCHOE OTpeiesieHue KOHIIEHTPAIK Ha Ha/Het

AMUHOKHCIIOTHI U AllUJIKAPHUTUHBI B KPOBU METOJIOM TaHAEMHOM
MaccC-CIIeKTPOMETPHUH (MPU YCTAHOBJICHUU AHArHo3a)

2. BrimonHeHo MoneKyIsipHO-TeHETHYeCKoe uccienoBanue myrauuii B | Ja/Her
IeHaX, OTBETCTBEHHBIX 32 [3-OKHCIECHHUE )KUPHBIX KUCIIOT,
MeTaboIM3M U TPAHCIOPT KapHUTHHA (TIPU YCTAHOBJIEHUU JHarHo3a
HayueHTaM ¢ OMOXMMHUYECKUMU NPU3HAKAMH HapyIIEHUS
MUTOXOH/IPHAJIBHOTO [B-OKUCIIEHUSI JKUPHBIX KHCIIOT)

3. Brinmonuen npueM (0cMOTp, KOHCYIIbTaIMs) Bpaya-TeHEeTHKA Ha/Her
TIEPBUYHBIN (MPU YCTAHOBJICHUH JTMAarHO3a)
4, BrinonHeHo Ha3HaYeHUE CYyXOM ClelMaIN3UPOBAHHON CMECH C Ha/Het

noBbIIeHHBIM coepkanueM CLT (mpu HapylieHnn OKUCIICHUS
YKUPHBIX KUCIIOT C JJTMHHOW M OYCHB JUIMHHOM IIETIBIO)

Kpurepun oneHkHn Ka4ecTBa CeUAJIM3HPOBAHHOM MeIMIMHCKON MOMOIIH

Nen/m | Kpurepuu olieHKH KayecTBa Ouenka
BBITTOTHEHHUS
1. BpInoIHEHO KOMIUIEKCHOE ONPEICIICHUE KOHIIEHTPAlud Ha Ha/Het

AMUHOKHCJIOTBI U allWJIKAPHUTUHBI B KPOBU METOJIOM TaHJIEMHOU
Macc-CIIEKTPOMETPUH (TIPU YCTAHOBJIEHUU IMarHo3a)

2. BrInonHeHO Ha3HaYEHHME CyXO0il ClIeNNaIu3upPOBAHHON CMECH C Ha/Her
noBbIIeHHBIM cofepkanueM CLT (mpu HapylieHuu OKUCIIEHUs
HUPHBIX KHCIIOT C JUIMHHOW M OY€Hb JJIMHHOM LIENbI0)
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Ipunoxenne Al. CocraB padoueii rpynnsl mo paspadorke u

NnepecMoOTPy KIMHUYECKUX PEeKOMeH AU

AuucumoBa HuHra BagumoBHa — K.M.H., 3aBeAyrOllas OTIEIOM OpPraHU3aALMUA
MEIUUMHCKOW mnomomy, Bpad-reHeTUK DPI'BHY «Menuko-reHeTnyeckuii HaydHbIN
ueHtp uM. akagemuka H.I1. bBoukoBay, uien Acconuanuu MEIUIMHCKUX T€HETUKOB
baraesa Mamena OJHBepoBHAa — K.M.H., C.H.C. OTIEJCHHUS NEIUATPUUECKOMN
racTpodHTepoJioruy, remarojorud u auerorepanun PI'BYH "OUIl nurtanus wu
ounorexnonoruu", accucteHT kKadeaper ®I'AOY BO PHUMY wum. H.M.ITuporosa
Mun3znpasa Poccun.

BaiinakoBa I'asuna BukropoBHa — K.0.H., 3aBenyromias LIeHTpOM KOJIJIEKTUBHOTO
nonb3oBanusa "MertabonoM", B.H.C. 1abopaTopuu HaclIEACTBEHHBIX OOJe3HEH oOMeHa
OI'BHY "Menuko-renernyeckuil HaydHbld LeHTp uM. akagemuka H.I1.boukoBa", unen
Poccuiickoro o01miecTBa MEIUIIMHCKIX T€HETUKOB.

bBapanoB AuexkcanHap AJjiekcaHapoBud — akaaemuk PAH, mnpodeccop, n.M.H.;
noueTHbld mpe3usieHT Coro3a nenuarpoB Poccum, coBetHuk pykoBoautens HUN
neauatpuu U oxpausl 3710poBbs aereil LIKb PAH, npodeccop xadenpsr neguarpuu u
nerckoil pesmaronorun @I'AOY «llepseiii MI'MVY um. .M. CeuenoBa» Mun3zapasa
Poccun (CeueHOBCKHMIT YHUBEPCHUTET), TJIaBHBIA BHEIITATHBIA CHEIHATUCT TMEIUaTp
Munsapasa Poccun.

BymyeBa Tarpsina BaaaumumpoBHa — 1n.Mm.H., ®I'AY "Hayunblii meauuuHckuii
MCCJIEI0BATENbCKUIN LIEHTP 310poBbs JeTeit”" M3 PO, unien acconmanuu MeIUIIMHCKUAX
reHeTukoB, wied [IHO Accoumanus 310pOBbe THTHM.

Bamakman3ze Haro J/Iskym0epoBHa — .M.H., PyKOBOJIUTENIb OTIeNa Op(aHHBIX
Oone3Helt U TPOQUIAKTUKK HHBaTUAU3Upyoumx 3aboneBanuit HUWM neauatpuu u
oxpansbl 310poBbsa Aereil HKI[ Ne2 ®I'BHY «PHIIX um akan. b. B. IlerpoBckoroy,
npodeccop kadeapsl (akKyIbTETCKOH MeauaTpuu MeauaTpudeckoro (¢akynbTera
®I'bOY BO «PHUMY um. H.W. IIuporosa» Munsnpasa Poccun

BummnéBa Enena AusiekcaHapoBHa — J.M.H., 3amecTuTenb pykoBoautens HUN
neauaTpu U oxpanbl 310poBbs nerei [IKb PAH MunoOpHayku mo Hay4HOU paboTe,
JoLeHT Kadeapsl ¢(akylbTeTCKON Meauarpuu neauarpudeckoro gaxynprera OI'BOY
BO «PHUMY wum. H.U. Iluporosa» MunznpaBa Poccun, unen Coro3a neawarpos

Poccun.
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10.
11.

12.

13.

14.

15.

16.

17.

JerrsipeBa AnHa BuaaammMupoBHa — 1.M.H., npodeccop, 3aBeayromas OTAEIOM
nequatpu, PI'BY «HMHL[ akymepcrBa, THHEKOJIOTMM W I[IEPUHATOJIOTUU
uM. akagemuka B.W. KynakoBay, unen Poccuiickoro o0mecTBa HEOHaTOJIOTOB
JoxmyknHa AJInHa AJieKceeBHA — Bpay-HEOHATOJIOT, MM HAYYHBIH COTPYIHUK
otaena neauatpuu PI'BY «HMMUIL] akymepcTBa, TMHEKOJOTMH W TEPUHATOIOTHH
uM. akagemuka B.M. KynakoBa» wien Poccuiickoro o01iecTsa HEOHATOJIOTOB

3apyouna Bepa BaaagumupoBaa —sBpau-renetuk Mopososckoit II'Kb J[3M
Kypkosa Haranus BsiueciaBoBHa — K.M.H., BeAylIMil Hay4Hblii corpyaauk HUN
nenuatpur M oxpanbl 3710poBbs aereil HKI[ No2 ®I'BHY «PHIIX um akan. b. B.
[TerpoBckoro», unen Coro3a mneauatpoB Poccum, wieH Acconuanud METUIIMHCKUX
TE€HETUKOB

3axapoBa Exarepuna IpweBHa — J.M.H., 3aBeaywoolnas JabopaTopuei
HacyeqCTBEeHHBIX Oone3nelr oomeHa OI'BHY "Menuko-reHeTHdecKuil HayYHBI HEHTP
M. akagemuka H.I1. Boukosa", unen Poccuiickoro o01iecTBa MEIUIIMHCKUX T€HETHKOB,
WIEH EBPOIEHCKOro o0IlecTBa IO H3YYEHHMIO HACJEICTBEHHBIX Oose3Hell oOmeHa
BemectB (SSIEM).

KysenkoBa Jlogmmia MwuxailiioBHA — JI.M.H.,, 3aBEAYIOIIAs OTIEICHUEM
MICUXOHEBPOJIOTUU U NcuxocoMaTtuueckor naronoruu GI'AY "Hayunslii MequUUHCKUI
MCCIIeI0BATENbCKUM 1IeHTp 3710poBbsa fneTeil” M3 P®D, unen Coro3a nenuarpos Poccun
KyueB Cepreii UBanoBuu — axagemuk PAH, n.m.H., nupektop ®I'BHY "Menuko-
TeHeTUYeCKUI HaydHbI 1eHTp uM. akagemuka H.IT.boukosa", [Ipesuaent Accoruanuu
MEIUIUHCKUX T€HETUKOB

JlaBpoBa Aniia EBreHbeBHa — JI.M.H., TJIaBHBIA HAY4YHBIA COTPYJIHUK, Bpad BBICHIEH
KBaJIM(UKAIIMOHHOM KaTeropuu mo crneuuaibHocTu “Ileguarpus™, 3aBenyromas 2-m
neguatpuueckuM otaenenneMm, PI'BOY BO «lIpuBomkckuil Hcclie0BaTEeIbCKUMA
MEAMIMHCKUI yHUBepcuteT» M3 PO

MuxaiisioBa Cpersiana BuranabeBHa — 1.M.H., 3aBenytomasi otaeineaueM PI'BY

«Poccutickas Jlerckas Knmuuandeckas bonpaumna» M3 PO

Hama3zoBa-bapanoBa Jleiina CeiimypoBna — axan. PAH, npodeccop, a.M.H.,
npe3ugeHt Corosa neauarpoB Poccun; nmact-npesunent EPA/UNEPSA; pykoBoauTens
HUWN nemmatpum u oxpansl 3m0poBbs nereit [IKb PAH, 3aBenyromas kadenpoii
dakynpTeTCKON menuatpuu neauarpudeckoro daxkynperera ®I'bOY BO «PHUMY um.
H.U. ITuporoBa» Munsznpasa Poccun, TJIaBHbIM BHEIITATHBIA AETCKUI CIEIUATUCT MO

npodmiakTuueckoil Meauuune Munsapasa Poccun
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18.

19.

20.

21.

22.

23.

24.

25.

Ha3zapenko Jlionmuna IlaBaoBHa — mpodeccop, 1.M.H., 3aMECTUTENb IUPEKTOpa IO
HAYYHOU U JieueOHOU paboTe, pyKOBOAUTENb Ta0OPATOPHH HACIICICTBEHHON MaTOJIOTHA
HHUM wmenmmubackoi reHetmku, Tomckoro HMMIL PAH, u4nen Acconuanuu
MEJUIUHCKUX T€HETUKOB

HukosaeBa ExarepuHa AJjieKCaHAPOBHA — J.M.H., IJIaBHBIM HAay4YHBIH COTPYIHUK
OTJICJICHUSI HACIIEJACTBCHHBIX M BPOXKICHHBIX 3a00JIEBaHUN C HAPYIICHHEM IICHXHKH
Hay4no-uccneqoBaTenbCcKOro KIMHMYECKOTO MHCTUTYTa nieauaTpun umenu akan. FO.E.
Benstumesa ['b6OY BIIO PHUMY um. H.W. IluporoBa MunszapaBa Poccum otnena
KJIIMHUYECKOW reHeTukn HaydyHo-nccneqoBaTenbCKOro KJIMHUYECKOrO HMHCTHUTYTA
neauatpun umenu akaz. FO.E. Benptumesa ®I'AOY BO PHUMY um. H.U. [Tuporosa
Mun3znpasa Poccun

Ilepsynnna Tarbsina MuxailoBHa — J.M.H., Bpady-neauaTrp, Bpay-IEeTCKUN
Kapu0JIOoT, JOLIEHT Kadenpsl neauaTpumn MEIULUHCKOTO ¢dakynbTera
CIIBI'Y, nupekTtop UWHCTUTyTa neguatpun u nepunarpiaorun OI'BY " HMUIL
uM. B.A. Anmasosa.

IleyarnuxkoBa Haranea JleonnmaoBHa — pykosoaurens ['opoackoro Ilentpa
op(haHHBIX U IPYTHX peAKuX 3aboneBanuil y aeteit u moapoctkoB ['bY3 «MopozoBckas
JAI'KB I3M».

Penuna Csernana AdanacbeBHa — K.M.H., Bpau-reHetuk PI'BHY "Menuko-

", umen Poccuiickoro

T€HETUYECKUA HaydHbIM LEeHTp HMM. akagemuka H.II.boukoa
o011ecTBa MEJUIIMHCKUX T€HETUKOB, WieH ACCOLMAUN MEUIIMHCKUX T€HETUKOB
CeupunoBa Basepus BanepbeBHa — Bpau-TEHETUK OTHENa OpraHU3aLUU
MenuuHcko nomomn PI'BHY  «Meaumko-reHeTH4ecKnii Hay4dHbId LEHTP WM.
akanemuka H.II. BoukoBa», M.H.c nabopatopum wmyrtareneza DPI'BHY «Menuko-
TeHETUYECKUN Hay4HbIN LEeHTp UM. akageMuka H.I1. boukoBa»

CentoBa I'yibnapa HapumaHoBHA — K.M.H., IVIaBHBIN Bpady MeauKO-TreHEeTHYECKOIO
nentpa (I'enermyeckoit knuuaukn) HUM memuumuckoit renetuku, Tomckoro HUMIL
PAH

CenumssinoBa JIniamsa PodeproBHa — K.M.H., 3aBenyromas oraesnom HUW nennatpun
u oxpanbl 310poBbs aereit HKI[ Ne2 ®I'BHY «PHIIX um akaa. b. B. IlerpoBckoroy,
noreHT Kadenpsl neauatpun U AeTckoil peBmaroiorun GI'AOY «llepseiit MIMY um.
N. M. CeuenoBa» Mun3apaBa Poccun (CedeHOBCKUN YHUBEPCUTET), MOIEHT Kadeaps

daxynbTeTckoil neguarpun neauarpuyeckoro dakymnsrera ®I'BOY BO «PHUMY nm.

H. U. Iuporosa» Mun3zapasa Poccun, unen Corosza nenuatpos Poccun
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26. CmupnoBa Ouibra SIkoBjeBHa — Bpau-TCHETHK, CTAPIINA HAYYHBIH COTPYIHHK OT/ACIA
CTaHIAPTHU3aLMM W H3YYEHUS OCHOB JoKas3arenbHorM meauuuusl HUW neamatpuu u
oxpanbl 370poBbs neteit [IKb PAH

27. CtpoxkoBa Tarbsina BukropoBHa — 1.M.H., nupodeccop PAH, 3aBemyromas
OTJIEJICHUEM ME€IUAaTPUUYECKON TacTPOIHTEPOJIOTHH, TENaToJIOrMM W JIUETOTepanuu
OI'BYH "OUI| nurammss wu  OuotexHomoruu",", 3aBenyroomas  kadeapoi
«l"actposnreponorun u aueronorun» DPI'AOY BO PHUMY wum. H.M.Iluporosa
Munzapasa Poccun.

28. Cyo0orun [JImutpuii MmuxainoBuy — Bpau-reHetuk @PI'BHY  «Menuko-
TeHEeTUYECKUN HaydHbld 1eHTp uM. akagemuka H. 1. boukoBa», unen Accoumarmu
MEJUIIMHCKUX T€HETUKOB

29. Tapan Haranus HukonaeBHa — K.M.H., CTapIIU{ HAy4YHBIH COTPYIHUK OTAEICHUS
MeIUaTPUUECKON TacTpOlHTEposoruu, renatoiorud u auerorepanun ®I'BYH "OUILL
nutaHuss v OuorexHosoruu"", accucteHT kKadpeaper OPI'AOY BO PHUMY wum.
H.N.IIuporosa Munsapasa Poccun.

30. ®ucenko Anapeii IlerpoBuu — n.M.H., nmpodeccop, 3acnyxxeHHbIl Bpau Poccuiickoii
Oenepaunn, aupektop GI'AY "HaumoHanbHbI MEIUIMHCKUN HCCIIEIOBATEIbCKUMA

LEHTp 310poBbs eTei" Munzapasa Poccun.

IIpencraBuresin 001IeCTBEHHBIX MALMEHTCKUX OPraHU3ALMIA:
IMorocsin Hennu CepreeBHa — mpencraButenb Bceepoccuiickoro o6miectBa opdaHHBIX

3a00J1€BaHUM

ABTOPBI TOATBEPKIAIOT OTCYTCTBUE (PMHAHCOBOU MOAIEPKKH/KOH(PINKTAa HHTEPECOB, KOTOPHII
HE0OX0aMMO 0OHAPOIOBATH.
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IIpunoxenue A2. MeronoJiorus pa3spadoTKi KJIMHHYECKHUX PeKOMEH A i

Hacrosmme pekoMeHaaly npeaHa3HaueHbl A TPUMEHEHUS MEIUIUHCKUMU OpraHu3alUusIMu
U yupexacHusMH (eneparbHbIX, TEPPUTOPUATHHBIX U MYHHIIMIIAIBLHBIX OPTaHOB YIIPABJICHUS
3/IpaBOOXPAHEHHEM, CHCTEM OO053aTEJIbHOTO U JOOPOBOJBHOIO MEIUIIMHCKOTO CTPaXOBaHHMS,
IPYTMMH  MEAMIMHCKUMH OpPraHU3alUsSMU Pa3IUYHbIX OpPraHU3alMOHHO-TIPABOBBIX (opM
NeSITeIbHOCTH, HAlIPaBJIEHHOM Ha OKa3aHUE MEIULUHCKON TOMOIIIH.

Hacrosimue pexkoMeHAalMu YCTaHABIMBAIOT BHJBL, OO0BEM U HHIMKATOPHl KadyecTBa
MEIUIIMHCKOW TOMOIIM TMAalMeHTaM NpPH HAPYIIEHUAX OKHUCICHHUS >KUPHBIX KHUCIOT W ObUIM
paccmotpennl 1-2 urons 2018 roma B pamkax Haydyno-mpaktudeckoro xonrpecca «OpdaHHbIe
0omne3nn» B Mockae.

Knunnueckue pekoMeHJaluu co3JaHbl HA OCHOBAaHUHU CHCTEMATHYECKOIro 0030pa JIMTEpATyphl
1992-2013 rr. Medline (Pubmed version), Embase (Dialog version) u Cochrane Library
databases, ¢ wcnosbp30BaHMEM CO3MaHHBIX MPOTOKOJIOB COBPEMEHHBIX MEXKITYHAPOIHBIX
KIMHUYECKUX PEKOMEHJAIMi 1O JUarHOCTHKE, JIEUYEHUI0 U BEJICHUIO MAalMEHTOB C
METa0OTMUECKUMH OOJIC3HSIMH.

Hapymenus okucieHnus )KupHbIX KUCIOT OTHOCATCS K PEIKUM HACJIEICTBEHHBIM 3a00JI€BaHUSM,
YTO MCKJII0YaeT BO3MOXKHOCTH TMPOBEACHUS OONBIINX KOTOPTHBIX U PaHIOMU3HPOBAHHBIX
KOHTPOJINPOBAHHBIX HCCIAEAOBAHUN M JJIs CO3JaHUsl MPOTOKOJOB JUATHOCTUKU U TEpamuu
MCIOJIb3YIOTCS JIMILIb TEMaTHUYECKHE MCCIIEI0BAaHUs SKCIIEPTOB, OMYOJINKOBAHHBIE B MOCIEIHHUE
JIBa 1€CATUIICTHSL.

OueHka KayecTBa JI0KA3aTENbCTB M CHUJIBI PEKOMEHJAUMA NPUMEHEHUs MEAUIMHCKHUX
TEXHOJIOTHI MPOBOJMIACK B COOTBETCTBUM C YHU(DUIIMPOBAHHOMN MIKaIOW, MPUBEIECHHOW B
tadymmax 1-3.

IleeBast ayauTOpus JAHHLIX KIMHUYECKHX PEKOMEH AN :

Bpauu 001eii mpakTUKH (ceMEeUHBIE BPauH);
Bpauu- nexuatpsl;

Bpauu-tepaneBTsl;

Bpauu-renerukuy;

Bpauu-nmaboparopHbie reHETHKH,
Bpauu-kapauoiory;

Bpauu-nerckue kapauonory;

Bpauu- HeBpoJiory;

© 0o N o g bk~ wDhPRF

Bpauu (pyHKIMOHAILHOU AMaTHOCTUKH;

10. MeauuuHCKHE 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 C KOHTPOJIEM pe(epeHCHBIM METOIOM HITH 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,

HUCCIcaJO0BaHUs «CJ'Iy‘IElﬁ-KOHTpOJ'II:»

5 MmeeTcs nuinb 000CHOBAHKME MEXaHHU3Ma JEHCTBHS BMEIIATEIbCTBA (,Z[OKJ'II/IHI/I‘-IGCKI/IC

I/ICCJ'IelIOBaHI/IZ) 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
YIIOBJIETBOPUTEIHLHOE METOI0JIOTHIECKOE KaueCTBO, HX BHIBOJIBI IO
MHTEPECYIOMIUM UCXO0JIaM SIBJISIFOTCS] COTIIACOBAHHBIMH )
B YcnoBHas pekomeHaamus (He Bce paccMaTpuBaeMblie KpuTepun 3P PEeKTUBHOCTH

(I/ICXO,Z[BI) SABJIAIOTCA Ba>XHBIMHU, HEC BCC UCCIICAOBAHNA UMCIOT BBICOKOC HMJIN
YAOBJIECTBOPUTCIEHOC METOJOJIOTHICCKOC KAYCCTBO W/MIU UX BBIBOABI 110
HHTCPCCYIOINUM UCXOAaM HC ABJIAIOTCS COFJIaCOBaHHBIMI/I)
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C Crnabas pexomeHgamus (OTCYTCTBUE JJOKA3aTENIbCTB HA/IJIEKAIIETO KauecTBa (Bce
paccMaTpuBaemMble KpuTepun 3PPEKTUBHOCTH (MCXO/IbI) SBISIOTCS HEBaKHBIMH,

BCE UCCIICIOBAHMSI HIMEIOT HU3KOE METOJI0JIOTHUECKOE KAa4eCTBO M UX BBIBOJIBI IO
WHTEPECYIONIMM UCXO0JIaM HE SIBJISIFOTCS COTJIACOBAHHBIMH)

Iopsiaok 00HOBIEeHNS KINHUYECKHX PEKOMEH IalUii.
Mexanu3M 0OHOBIICHHUS KIIMHUYECKUX PEKOMEH AN MTPETyCMaTPUBACT UX CUCTEMATHYECKYIO
AKTyaJIM3aLMIO — HE PEXE YEM OJIMH Pa3 B TPU I'ofia, a TAK)KE IPHU MOSIBJIECHUHA HOBBIX JaHHBIX C
MO3UIUH JI0Ka3aTeIbHOW MEAUIIMHBI 110 BOIPOCAM TUArHOCTUKH, JICYSHHUS], TPO(PUIAKTUKU U
peadbuIuTaIIi KOHKPETHBIX 3a00JICBaHUH, HATUYUHA 000CHOBAHHBIX JIOMOJIHCHUH/3aMeUaHUH K

panee yrBepxkaéuubiM KP, HO He waiie 1 paza B 6 mecsiIies.
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Ipunoxkenue A3. CnpaBouHble MAaTepPHUAJbl, BKJIYasg COOTBETCTBHUE
NMOKA3aHUI K NMPUMEHEHHUI0 U NMPOTUBONOKA3AHUI, ClIOCOOOB MPUMEHEHHUS H
103  JIEKAPCTBEHHBIX MpenapaToB, MWHCTPYKUMH 10 TNPUMEHEHHUIO

JJEKAPCTBCHHOI'0O IIperiaparta

1. Ilpuka3 MunsapaBa Poccum ot 21 ampens 2022 roma Ne 274 «OO0 yTBEpKAEHUU
[Topsinka oxa3zaHuMs MEAMLIMHCKOM IIOMOIIM MAIUMEHTaM C BPOXACHHBIMU M (MJIM)
HACJICICTBEHHBIMH 3200JICBAaHHSIMI

2. DenepanpHbii 3akoH "OO OCHOBax OXpaHBI 370pPOBbS TpaxaaH B Poccuiickoit
Oeneparun” (N 323-03 ot 21.11.2011).

3. Tlocranosnenue IIpaButensctBa PO ot 30 urong 1994 r. N 890 "O rocynapcTBeHHOM
MOJNJEPKKE PA3BUTUS MEIUIMHCKON MPOMBIIUIEHHOCTH W YIYYIIEHWU OOecredeHus
HACelleHUsT M YUYPEeKIACHHUN 3IpaBOOXpAHEHHs JIEKQpPCTBEHHBIMH CpPEICTBAMHU U
U3JICTUSIMU METUITUHCKOTO Ha3HaueHus" (C M3MEHEHUSIMU U IOTIOJTHEHHSIMH )

4. Tlpuka3z MunHCcTepcTBa 31paBooxpaneHus Poccuiickoit ®eneparnuu ot 15 nekadbps 2014
r. N 834n "O6 yrBepxaeHUHU YHU(PUIUPOBAHHBIX (POPM MEIULMHCKON AOKYMEHTAIIUH,
UCIIOJIb3YEMBIX B MEAUIIMHCKUX OPraHU3alUsAX, OKa3bIBAIOIINX MEIUIIMHCKYIO TOMOIIb B
aMOyYJIaTOPHBIX YCIIOBUSX, U MOPSAIKOB IO UX 3aIMOTHEHUIO".

5. Ilpuka3z Munzapasa Poccuu ot 12 Hoa0pst 2021 1. Ne 1051H «O06 yTBepkaeHUU MOpsaKa
Jlauu “”HPOPMHUPOBAHHOTO TOOPOBOJIBHOI'O COTJIACHSl HA METUIIMHCKOE BMEIIATENLCTBO U
0TKa3a OT MEJUIMHCKOIO BMEIIATeIbCTBa, (POPMBI HHPOPMUPOBAHHOTO TOOPOBOIHHOIO
coriacus Ha MEAMIIMHCKOE BMEIIATeNbCTBO U (OPMBI OTKa3za OT MEAUIIHMHCKOIO
BMENIaTEIbCTBAY

6. Ilpuxa3z Munzapasa Poccun ot 24 Hosi0ps 2021 r. Ne 1094n "OO6 yTBEp>K/I€HUU TOPSAKA
Ha3HA4YeHMs] JIEKapCTBEHHBIX IMIpernaparoB, (GopM peuenTypHbIX OJaHKOB  Ha
JIEKapCTBEHHBIE Tpenapathl, Nopsaka o(popmileHUS YyKa3aHHBIX OJAHKOB, UX ydeTa U
XpaHeHus1, popM OJIaHKOB PELENTOB, COJAEPKAIIMX Ha3HAUCHHE HAPKOTHYECKUX CPECTB
WJIM TICUXOTPOIIHBIX BELLECTB, MOPSAKA UX U3TOTOBIEHUS, paclpe/ieIeHHs], peruCTpalyH,
yueTa M XpaHEHHMs, a Takxke NpaBuil opopMieHHs OJaHKOB PELENTOB, B TOM YHCIIE B
dbopme MEKTPOHHBIX JOKYMEHTOB"

7. Tlpuxa3 MunuctepcTBa 31paBooxpanenus Poccuiickoit @eneparun ot 16 mas 2019 r. N
302 "O06  yrBepxkaeHun  llopsaka  TpPOXOXKIEHHUS  HECOBEPIICHHOJIETHUMU
JMCIIAaHCEpHOTO HAOMIOACHUS, B TOM YHUCJIE B NEepuoJ OOYy4YeHHs U BOCHUTAHUS B
o0pa3oBaTeNnbHbIX OpraHu3aIusx "

8. Pacnopsoxenue [IpaButensctBa PO ot 31 gexabpst 2018 1. Ne 3053-p "OO0 yrBepxkIeHHH
MepevYHe MEIUIMHCKUX W3JeNUi, HMMIUIAaHTUPYEMBIX B OpPraHU3M 4YeJOBEeKa MpHU
OKa3aHUM MEIUIMHCKON MOMOIIM B paMKax MPOrpaMMbl FOCYIApCTBEHHBIX TapaHTHI
OecIutaTHOTO OKa3aHWsl TIpaxkJaHaM METUIIMHCKOM TOMOIIM U OTIYCKaeMbIX I10
pelienTaM Ha METUIIMHCKHUE U3/IeNUs TIPH MPeI0CTaBICHNH Habopa COlMaIbHbIX yCiayr"

HNudopmanus o JekapcTBeHHBIX cpeacTBax: https://grls.rosminzdrav.ru/

OcHOBHbIEe HOpPMATHBHO-TIPABOBbIE AKTHI, PeryJMpyIolIHe 0Ka3aHue

NAJJINATHBHON MeIUINHCKON MOMOIIM
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10.

®enepanbubiii 3akoH "O BHeceHnH u3MeHeHud B DenepanbHbiid 3aK0H "OO OocHOBax
OXpaHbl 3/J0pOBbsi Tpaxaan B Poccuiickoir @Denepanuu" 1Mo BompocaM OKa3zaHUS
naumaTuBHON MeauuuHckoi nomouu" ot 06.03.2019 Ne 18-®3.

[Tpuka3z MunzapaBa Poccun Ne 345H, Muntpyna Poccun ot 31.05.2019 Ne 3721 «O6
YTBEPKACHUM TOJOXKEHHSI 00 OpraHu3alMi OKa3aHUs NaJIMATUBHOW METUIIMHCKOM
IIOMOUIY, BKJIFOYAs OPSAAOK B3AUMOACHCTBUS MEIUIIMHCKUX OPraHU3alil, OpraHu3aiuii
COLIMATILHOTO OOCTY)KUBAaHUSI U OOIIECTBEHHBIX OOBEIUHEHHUH, WHBIX HEKOMMEPYECKHX
OpraHu3aIHii, OCYIIECTBIISIOIINX CBOIO JIEATEIBHOCTh B Chepe OXpaHbl 3J0POBHSI».
[Tpuxa3z Munzapasa Poccun Ne 348u ot 31 mas 2019 roga «O06 yTBep»KACHUH MEpEeUHs
MEIUIIMHCKUX W3JENHNIM, NpeIHa3HAYCHHBIX JUIsl TOJAJEPKaHUS OPraHOB U CHCTEM
OpraHu3Ma 4eJoBeKa, MPEA0CTABIIEMbIX JIJIs UCIIOIB30BaHUS HA IOMY».

[Tpuxa3z Munznpasa Poccuu Ne 5051 ot 10 utons 2019 rona «O06 yrBepxkaenun [lopsiaka
nepesayd OT MEIWIMHCKON OpraHM3aliM MalueHTy (€ro 3aKOHHOMY IPEICTaBUTEINIO)
MEAWIIMHCKUX W3JSIUNA, TPEIHA3HAYCHHBIX I TOJICpKaHUS (PYHKIHMA OpPraHOB W
CHUCTEM OpraHM3Ma YeJ0BeKa, /ISl UCIIOJIb30BaHUs HA JOMY IIPH OKa3aHUU MMaJUTHATUBHON
MEIUIUHCKOW TOMOIIIN.

[Tpuka3z M3 P® Ne 831 ot 3 oxtsa0ps 2019 roma «O06 yTBEpXkIE€HUH BEIOMCTBEHHOMN
1eneBoil mporpammbl  «Pa3BUTHE CHCTEMBbl OKa3aHWUs NAUIMATUBHOW MEIUIIMHCKOMN

IIOMOIIN).

IIpoune wHdopMauMoOHHbIE pecypcbl MU HOPMATHBHO-NPABOBbIE JOKYMEHTBI, C
Y4€TOM KOTOPBIX pa3padoTaHbl KIMHUYECKHE PEKOMEHIALNN:
MexayHaponHas kiaccupukanuss Ooye3Hel, TpaBM U COCTOSHUHN, BIMAIONMX Ha

3moposbe (MKB — 10);

[Ipuxkaz M3 P® or 2 mas 2023r. Ne205H «OO0 yTBEpX ACHUM HOMEHKJIATYPHI
JOJKHOCTEN MEIMIIMHCKUX paOOTHUKOB U (hapMalleBTUYECKUX PAOOTHUKOBY»

[Tpuka3 M3 PO ot 23 uronst 2010 1. Ne 5411. Equnbiii kBan(uKamoHHBINA CIIPAaBOYHUK
JOJDKHOCTEH pYKOBOJUTENEH, CIIEUAINCTOB U CIyXalux, pazaen Keanupukanuonnsle
XapaKTepUCTHKU JOJKHOCTENH paOOTHUKOB B cpepe 3JpaBOOXpaHEHHUSL.

®enepanbHblid 3aK0H OT 25.12.2018 Ne 489 489-D3 «O BHECEHUH U3MEHEHHUH B CTaThIO
40 ®enepanbHOro 3akoHa "O06 00s3aTeILHOM MEIUIIMHCKOM CTpaxoBaHuu B Poccuiickoit
Oeneparun" u @Denepanbhplii 3akoH "OO OCHOBaxX OXpaHbl 3/I0POBbSI TPaKIaH B
Poccuiickoit @enepanuu mo Bompocam KIMHUYECKUX PEKOMEHIALIAI.

[Ipuka3z MunznpaBa Poccun Ne 1031 ot 28.02.2019 1. «O06 yTBEp)KIEHUU TOPSAKA U

CPOKOB pa3palOTKH KIMHHUYECKUX PEKOMEHJALUi, WX IepecMoTpa, TUIOBOH (OpPMBI
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11.

12.

13.

14.

15.

KIMHUYECKUX PEKOMEHJAIMii U TpeOOBaHUN K HUX CTPYKType, COCTaBy U Hay4dHOU
000CHOBaHHOCTH, BKJIIOUAEMOH B KIIMHUYECKUE PEKOMEHAIINH HHPOPMALIUN.

[Tpuka3 Munznpasa Poccun ot 13.10.2017 N 8041 "OO6 yTBEep:KICeHMH HOMEHKIIATYPHI
MEJIUIIUHCKUX yCIyr".

[Ipuka3 MunucrepcTBa Tpyaa U conuanbHou 3amuThl PO ot 27 aBrycra 2019 r. n 5851
"O kmaccUpUKAIMIX M KPUTEPHUSAX, HCIOJIB3YeMbIX NpPU OCYLIECTBICHHH MEAUKO-
COLMAIBHOM 3KCIEPTU3bI TPaKIaH (elepalbHBIMH TOCYAaPCTBEHHBIMU YUPEKIACHUIMHU
MEJIUKO-COIIMATILHOM SKCIEPTU3bI";

[Ipukaz MuHuUCTEpCTBA 3APAaBOOXPAHEHUS W COLMUAIBHOrO pa3BuTUs Poccuiickoit
Qeneparnn «O  mOpAIKEe TPUMEHEHHS JICKApPCTBEHHBIX CpPEACTB y OOJBHBIX IO
JKU3HEHHBIM Moka3zanusim» ot 9 aBrycra 2005 r. Ne 494

Uudopmanmonnoe mnucbMo MunznpaBa Poccun 10 BO3MOXKHOCTH — 3aKYIKU
JIEKAPCTBEHHOTO npenapara no TOProBOMY HaMMEHOBAaHUIO
(https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-
informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-
torgovomu-naimenovaniyu);

Pacnopspxenue [Ipasurensctea PO ot 11.12.2023 N 3551-p «O6 yTBep>KACHUU NEpeUHs

CIICUAJIN3UPOBAHHBIX ITPOAYKTOB J1e4eOHOT0 IMUTAHUS JUIS JeTel-UHBAIMIOBY
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IIpunoxenue A4. Knaccupukanusi HacjieICTBEHHbIX HAPYLIEHUI OKUCJICHUSA

JKHPHBIX KHCJIOT

3aboseBanue

Yactora

I'en

| Jlokyc

| OMIM

HapyuieHusi TpaHCHOPTA )KUPHBIX KHCJIOT

[TepBuuHBIit nedunmr
kapautrHa (OCTN2)

1:22000-1:7700

SLC22A5

5q31.1

212140

Kapuutun
HNaJIbMUTOMIITPaHCchepasbl
1 nedpurut (CPT1)

penko

CPT1A

11913.1

600528

Kapnurtusn-
AIMIIKAPHUTUH
TPaHCIOKA3bI
(CACT)

nedunmt

penKo

SLC25A20

3p21.31

212138

Kapuutun
NaIbMUTOMITPAaHCHEPA3BI
2 nedurut (CPT2)

penko

CPT2

1p32

600650

Hapyumenne B-okuciaennst ) KHPHBIX K

HCJI0T

Kopotkonenoyeunoit
am-KoA
JETHIPOTCHA3bl JIe(OUIIAT
(SCAD)

1:25000-
1:220000

ACADS

12qg22-qter

201470

CpennenenoveyHoin
anmi-KoA
JeTuporenassl aeuuut
(MCAD)

1:15000

ACADM

1p3l

201450

Ouenb
JUIMHHOIICTIOYCYHOM
ami-KoA
NeTuaporeHassl aeuuut
(VLCAD)

1:85000

ACADVL

17p13

201475

Kopotkouenoueunot  3-
TUAPOKCUALIWII- KoA
JeTuaporeHassl aeuuut
(SCHAD)

penKo

SCHAD

4q22-26

601609

JInuHHOLIeTIOUeYHOH  3-
TUJIPOKCHAITAII- KoA
JeTUIPOreHassl aeuiut
(LCHAD)

1:250000-
1:750000

HADHA

2p23

609016

MHUTOXOHIPHATIHLHOTO
TpUYHKIIMOHATBHOTO
oenka nedurur (TEP)

1:250000-
1:750000

HADHA,
HADHB

2p23

609015

MHOK€eCTBEHHBIN
neUIUT anuia-KoA
JeTUpOreHas
neuuut//rmyrapoBas
aruaypus tan 2 (I'A2)

penKo

ETF-B
ETF-A
ETF-DH

19q13.3,
15q23-925,
4q32-qter

231690,
231675
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https://www.omim.org/geneMap/5/405?start=-3&limit=10&highlight=405

Ipuiaoxenue AS. Kimanyeckue NposiBJIeHUs HAPYIICHU OKHCJICHUS

KHPHBIX KHCJIOT

Kaunn4deckue MPU3HAKHA

Hapymenus

DHuedanonarus (CyI0poru, JeTaprus, koMma)

Bce ¢popmbl, KpoMe MBILIIEYHOTO
THUIIa HEJJOCTATOYHOCTH

KapHUTHUHA
[Topaxenue neyeHu Bce popmbr
Mpiieunas ¢1ab0CcTh, THIIOTOHUS Bce dhopmbl

Muasrusi, pabIOMHOJIH3, K3MEHEHHE IIBETAa MOYH
(xpacHOBaTO-Oypasi)

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

Kapanomuonarus

KapHI/ITI/IHa HEJO0CTaTO4YHOCTD,
CPT 1 (penxo), CPT 2, CACT,
VLCAD, TFP, LCHAD, TA2

Hapywmenns purma cepana

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

CHHIPOM BHE3AIHOM JIETCKOM CMEPTH

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

JluueBbie qu3Mopdun

CPT 2,TA2

TyOynspHble HapyLIeHUS

CPT 1, CPT 2, LCHAD, T'A2

IloyeuHas HEIOCTATOYHOCTH

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

Hanuuue kucT B moukax

CPT 2,TA2

VYBeauueHue mouex

CPT 1,CPT 2,TA2

bonu B JKHUBOTC, 1UaApPeCs

KapauTrnHa HEZOCTATOYHOCTB,
CPT 1, TFP, LCHAD

[Mepudeprueckas HEMPOMATHS TFP, LCHAD

[TUrMEHTHBIN PETHHUT, TOMYTHEHHE XPYCTATUKA TEP. LCHAD
(penko) ’

HeoObI4HbIN 3a11aX MOYH (THIIA ITOTHBIX HOT») I'A2

OcJ10)KHEHNs] GEPEMEHHOCTH y MATEPEN
(HeyKpOoTHMasi pBOTA, yBEITMUEHHUE MTEYCHH, TOBBIIIICHNE
aKTUBHOCTH TPaHCAMHHA3, THIIEpOMINPYOUHEMUS,
KHUPOBask AUCTPOPUSI IEUESHH )

CPT 1, TFP, LCHAD
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Ipuiaoxenue ASa.O0mue KiMHn4eckue npossiaenus FAOD

Knuanueckrne CHMITOMBI CPT1 OCTN2 CACT CPT2 VLCAD | TFP LCHAD

JleranpHOCTH Bricokas + 37-43% 76% 38%

Tunormukemun/ + + + + 30-43% 57% 30%

Bs110CTh, COHIMBOCTD

Kapanomuonaruu/ - + + + 52-36% 73% 49%

JIBIXaTeIBHBIC PACCTPOMCTBA

Hapymenue CepAEUHOro | - - + 18% 10% 18%

puT™Ma

Muonarust/kpammnu/padbaom | - + 96% 20-4% 83%

HOJIN3

MblieuHast TUIIOTOHUS - + - - - 100- 61%
80%

I'emaToMeranus/renaronata | + + + + 61-96% 60% 78%

o

ITonmHeBponaTHs - - - - - 70% 3%

PeTunonartus - - - - - 11% 29%
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Ipuioxkenue A6. JlabopaTopHbie H3MEHEHUs NIPH HAPYLICHUAX OKUCJICHUSA

KHPHBIX KHCJIOT

3aboneBanu | JJabopaTopHble H3MEHEHUS
e
[TepBuunsbiii | KpoBb: runokerorudeckas runoriukemus Ha ¢one romoma, T KDK, TACT,
Jne(UIHT TAJIT
kapHuTHHa | Moua: JlukapOOHOBbBIE KUCIOTHI B HOPME MJIH HECKOJIBKO MOBBIIICHBI
Anmmakapautunsl: | 2| C0<10,cymMMapHbI€ allMJIKAPHUTUHBI <5
Kapautun KpoBb: runokerorndeckas runoriaukemus Ha Qone romoma, T KDK, TACT,
nanemuTon | TAJIT 11NH3;
atpancgepa | KoarynonatusKoarynonatus;
3b1 1A | Moua: OTCYTCTBHE MOBBIIICHUS TUKAPOOHOBBIX KUCITOTKHUCIOT
neduut (C | Aumakapautunbi: 1C0, C0/(C16+C18)
PT1) 1C16, C18, C18:1
Kapautnna- | KpoBb: rumokeroTnueckas rumnorimkemuss Ha ¢one romoma, T KOK, 1ACT,
anuikapHut | TAJIT, Tnakrar, T NH3
WH Koarynonarust
TpaHcnokaz | Moua: MOKeT OTMEUaThCs MOBBIIICHUE JUKAPOOHOBBIX KHCIOTKUCIOT
bl aeunut | Aumakapuutunsi: T C16, Cl16:1, C18, C18:1
(CACT) 1CO
Kapuutun KpoBb: rumnokerornyeckas rumnoriukemus Ha ¢one romoma T KDK, TACT,
naiemuTon | TAJIT
atpancdepa | Moua: MHUOTTIOOUHYpUS MOTYT MOBBIIATHCS
3Bl 2 | nukapOOHOBBIETNKAPOOHOBBIEANKAPOOHOBBIEANKAPOOHOBBIEAUKAPOOHOBBIEINKA
nedurut (C | pOOHOBBIE KUCTOTHI
PT2) Anunkapuautunbl: T C16, Cl16:1, C18, C18:1
1CO
Kopotkorne | KpoBb: MeTabomnyueckuii aiui03, TANOTITUKEMHUS
MOYEYHOMN Moua: >THIMaIOHOBAsi KMCIIOTa
ari-KoA Aunakapaurunbi: T C4
JETUIPOTEH
aspl
neduIuT
(SCAD)
Cpennenen | KpoBb: runokerotnueckas runoriukemust Ha ¢one romona, TACT, TAJITAJIT
OYEYHOU Moua: Co6-C10
aim-KoA | aukapOOHOBBIEIUKapOOHOBBIETUKAPOOHOBBIETUKAPOOHOBBICINKAPOOHOBBICANKA
JETUJAPOTEH | pOOHOBBIE KUCIOTHI, CyOCPUITIUIINH, TEKCAHOMITIUIINH
asbl Amuakapautunsi: TC8, C10, C10:1
nedunut 1CO (nm HOpMA)
(MCAD)
OueHb KpoBb: runokerornueckas rumnoriukemus Ha ¢one romoma, T KDOK, TACT,
mmuaHonen | TAJIT, 1 NH3
O4YEYHOUN Moua: C6-C14
ani-KoA TUKapOOHOBBICANKAPOOHOBBIETUKAPOOHOBBIEIUKAPOOHOBBIETNKAPOOHOBBICTUKA
JErupored | pOOHOBBIE KUCIOTHI
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asbl Amunkapautunbl: 1C12:1, C14, C14:1, Cl16, Cl6:1

nedunmT

(VLCAD)

Kopotkoue | KpoBb: rumnokeroTinueckasi runoryinkeMust Ha (pone rosnona, Tuncynu, TNH3
MOYCYHOU Moua: 3-ruapoKcuriyrapoBasi KUCI0Ta

3- Anmnakapautunsi: T C40H

TUPOKCHAI]

ui- KoA

JETUIPOreH

a3bl

neuIuT

(SCHAD)

Jmunnonien | KpoBb: rumokerorudeckas runoriukemus Ha ¢one romnoaa, T KK, TACT,
oueynoit 3- | TAJIT, T NH3

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

a3bl Ammakapautunbl:1:1C16:1-OH, C16-OH, C18:1-OH, C180H

nedunmT

(LCHAD)

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

Tpudynkuu | Moua: C6-C14
OHAJILHOTO | AMKapOOHOBBIEAUKAPOOHOBBIEIUKAPOOHOBBIETUKAPOOHOBBIEINKAPOOHOBBIEANKA
Oenka pOOHOBBIE KUCIIOTHI,

nepuuT Ammakapautunbi:1:1C16:1-OH, C16-OH, C18:1-OH, C180H

(TFP)

MmuoxectBe | ChIBOpOTKA: TUTIOKETOTHYECKas TUTIOTIIUKEMHUS Ha done
HHBIN rojio/la,’UIMOKeTOTHYeCKass Tunornukemuss Ha ¢one ronoma, T KDPK, TACT,
nedunut TAJIT, 1 NH3,,.,,, MeTaOOIMYECKHM aItnia03

a-KoA | Moua: 1C5-C10
JNETUAPOTEeH | TUKapOOHOBBIEIUKAPOOHOBBIEIUKAPOOHOBBIEIUKAPOOHOBBIETMKAPOOHOBBIEINKA
a3 nedunuT | pOOHOBBIE KUCIOTHI, MOJIOYHAS, TIIyTapoBas, STHIMOJIIOHOBASI KUCIIOTHI.
rnyrapoBas | AuuiakapHuTHHbl: TC4-C18

anuaypus

THII 11

(TA2T'A2I"

A2I'A2)
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IIpunoxenue A7. 3a00p OmomaTepuasia il AMATHOCTUKYU B IAATHAX KPOBH

KpoBb cobupaercst Ha cTaHAAPTHYIO

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

q)e)lepaLIHH NI aHAJIOTUYHYIO JJIs Ha corsirrins. afesru Aroratmand cvom s Mo wir'Ze wast, Afu ARG Ml
THIOJTy4EHHUs CYXOro NsATHa KpoBH. KpoBb +  Kanawm GonkHbl MONHOCTbIO MPONKTATL KPYXKKM € 06paTHOM CTOPOHSI

MOJKET 6BITB, KaK KalliUpHAs (H3 * He«kacaiTeck 06nacty, NponUTaHHOI KPOBLIO
naJbla, MATKN), TAaK 1 BEHO3HAs.

Benosnast kpoBb coOupaercsi B mpoOHpKY, . .

aKKypaTHO IIepeMEILBAeTCs U 3aTeEM

OBICTPO C TIOMOUIBIO MUIIETKH HAHOCUTCS
Ha GuabTp mo 25-50 MK KpOBH HA
Ka)KIYIO BbIIEJIEHHYIO 00J1aCTh.

Heo6xo1mumMo X0poIo mponuTarh
BBIJICTICHHYI0 00J1aCTh Ha PuibTpe (pHuc.

Pucynok 1. O6pa3zen npaBUIbHOTO HAHECEHUS KPOBU
Ha KapTOYKY-(UIBTP

1). IlpeanouturensHo codupaTh 00pasibl ( ) ( ) ( ) ( \ f \
- I \ I
nociie eapl uepe3 40 MuHyT - 1 yac. Nl N Nl N o R
Bo3MoxHO Takke ocylecTBUTh 3a00p %08 g 2023-10 BN
KPOBH U HaTOIIIAK. Xpauus npy +2 - 426 C*
Ha xaprouke-uibTpe 0053aTeIBHO
JOJIKHBI OBITH 4eTKO ykazaHsl U0, kem
¥ OTKYJla HaIlpaBJIeH MMAIlUeHT, J1aTa
pOXJIeHUs U Tene(oH JIeyalero spaya 6 0010608
®MO Naumenra
(pucyHoK 2).
O0pa3zer] cyxoro nsTHa KPOBH
BKJIQJIBIBACTCS B YMCTHIN KOHBEPT, JINOO B AaTE poiaa £15T3 83 THA Koo L
yucThli ¢aitn. Kaprouka-gunstp He ®UO Bpava
JIOJDKHA CONPUKACATHCS C TPSI3HON
nny / fopoa / Anpec
MOBEPXHOCTBIO U C 00pa3laMu APyrux
nanueHToB. Heo0XommMo npritokuTh K
E-mail
o0pa3iaM HHPOPMHUPOBAHHBIE COTTIACHS . il
MaIMeHTa WM €ro 3aKOHHBIX Teneqon spasa
npejcTaBuTeNeil Ha IpoBeIeHNe o
71a00paTOPHBIX MCCIENOBAHUM [J@atpu [ Jrowne [ Jrowe [ Jmnca [JumoGL1 [Jiyso6t-3
E] CemewHbli CKpUHMHI. MyTauuu:

Pucynox 2. O6pazen kapTouku-QpribTpa

AJITOPUTM JeCTBUI MEIULUHCKOI0 MEPCOHAJIA MPU B3ITHH 00pa3ll0B KPOBH

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

BBIMBITh PYKH MManMeHTa (MATKY peOeHKa, B cIydae, €CI KPOBb O€peTcs U3 MATKU);

npoTepeTh o00JacTh MPOKANbIBaHHUS CTEPUIBbHOM canderkoil, cmoueHHoW 70% crouprom,
MPOMOKHYTh CYXOM CTepWJIbHON caindeTKOW; - TMPOKOJOTh CTEPUIBHBIM OJHOPA30BBIM
cKapu(duKaTopoMm;

CHATh TEpPBYIO KAaIUII0 KPOBU CTEPUIIBHBIM CYXHM TAaMIIOHOM M3 HETKAHHOTO MaTepuaia WiIH
MapJii Win caiaeTKoW MapIeBOM MEIUIIMHCKON CTEPUITbHOM;
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MSATKO HAaJaBUTh IS TIOJy4YEHHUsI BTOPOM Kalljld KPOBU;

IPWIOKUTH NEPIIEHIUKYIIIPHO TECT-OIaHK K KaIljle KPOBU U MPOMNMUTATh €r0 KPOBbIO HACKBO3b;
aHAJIOTUYHBIM 00pa30M HAHECTH Ha TecT-OJaHK 6-8 Kamenb, BUJA ISITEH KPOBH JIOJDKEH OBITh
OJIMHAKOBBIM € 00EHX CTOPOH.

BBICYILIUTH TECT-OJJAHK B TOPHU3OHTAIBHOM ITOJIOKEHUH HAa YUCTON 00€3KUPEHHON MOBEPXHOCTU
He MeHee 4 4 0e3 MpUMeHEeHHsI TeIUIOBONH 00pabOTKH U MOMaJaHus MPSIMbIX COTHEUHBIX JTy4ei;
yIakoBaTh TeCT-OJaHKM B 4YMCTBIH KOHBEPT TakUM 0Opa3oM, 4YTOObI IISITHA KpPOBH HE
COIPHUKACAIINCH.

Oco0enHocTH PU MHPY3UOHHON Tepanuu

HexkoTtopble nanueHnTsl MOTYT MOTy4YaTh HHPY3UOHHYIO TEPAIUIO, EPEIMBAHNE KOMIIOHEHTOB KPOBH,
4YTO MOXET OKa3aThb BIMSHHUE Ha pe3ysbTarhl TecTOB. Hampumep, nmpu nepeauBaHuM IUIA3Mbl KPOBU
MOTYT OBITh IOJYYEHBI JOKHOOTPULIATENIbHBIE Pe3yJIbTaThl. PEKOMeHayeTCsl OCylecTBUTh M.0. Be3Jie
3aMEHHUTb  CJIOBO 3a00p Ha B3sTHE 3a00p KPOBM AJS JUATHOCTHKU HE paHee 4yeM uepe3 6-7 nHei
1ocJie nepesuBaHusl IIa3Mbl KpoBU U uepe3 7-10 gHeil nociie nepeauBaHusi KOMIOHEHTOB KPOBU

He nonyckaercs 3a60p KpoBH

e Cpa3sy mociie MPOBEICHHS MAUEHTY HHPY3HOHHON Teparuu;
e Cpa3y [ociie 3aMEHHOTI'0 N1epPEIUBaHUs KPOBH.

XpaHeHHe U TPAHCIIOPTHPOBKA OMoMaTepuaJia

OO0pa3ibl BBICYIIEHHBIX MSTEH KPOBU MOXKHO XPaHUTh B OOBIYHON KaMepe XOJOAWIbHUKA PU
+4°C 1o ornpaBku. Cpok XpaHeHHs 0 MOMEHTA OTIIPABKH HE JOJIKEH IIpeBbIIaTh 7 nHei. Ecim
XPaHUTh JOJbIIIE U IpU O0JIee BHICOKON TeMIepaType, TO 3TO MPUBEIET K
JI0’KHOIOJIOKUTEIBHBIM pE3yJIbTaTaM.
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Ipuiaoxkenue A8. MakcumMaibHas NPOJOJIKUTEIBHOCTH T0J10AaHusA (IpH

CTAa0MJIBLHBIX META00JIMYECKHUX COCTOSIHUSIX)

HoBopoxkaeHnbie

3 yaca, Tak JKe HOYbIO

< 6 Mecs1EB

4 gaca, Tak k€ HOYbIO

> 6 Mecsa1eB-12 MecsleB

4 gaca JHEM, TaK K€ HOYbIO

> 12 MmecsmeB — 3 roaa

4 yaca nHeM, 10(-12) yacoB HOUBIO

4-7 ner

4 qaca quem, 10(-12) 4acoB HOUYBIO

OBCYJIUTDH wunum ocTaBUTh 3arojioBOK MakcuMabiIHO 0€30IMacHOe BpeMs TOJIOAaHUS JJIs
310poBOTO pedenka ( Tadbnuna st cpaBaeHus) ledumnut cpennenenouednon ammi-KoA
neruaporenassl (MCAD): pekoMeHIaIuy 10 MaKCUMaJIbHOMY 0€30IMacHOMY BpeMEHHU

roJ0JJaHusl ISl 3J0POBOIr0 peOeHKa.

Bospact

Bpewms (B yacax)

[Tpw MOJIOKUTENBHBIX Pe3yIbTaTaX CKpUHUHTA | 6
B Bo3pacte 70 4 MecsieB*

Ot 4 MecsiiieB 8
Ot 8 Mecs1ieB 10
Ot 12 Mecs11eB u cTapiie 12

**BO3pacT OKo0JIO 2 HeZelb
Ucrounuk: www.bimdg.org
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Ipunoxenne A9. CpennecyrouHbie HOpMbI (PU3N0JI0rHYECKUX NOTPeOHOCTEH

B JHEePIUM JJIs AeTei

CpeaHecyTouHble HOPMBbI (PU3HOTOTHYECKHX MOTPEOHOCTEH B JHEPIUHM JI1 AeTeil
coraacao FAO/WHO/UNU 2001 (WHO Technical Report Series 17-240kt 2001)

Bospacr (mec.) OHeprust (KKAJI/Kr) MyiK. Oueprust (KKaJI/Kr) jKeH
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 50,3 441
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Ipunoxenne A10. CooTHOLIEHHE )KMPOB U YIJIEBOAOB B JueTe NPHU Pa3HbIX

¢popmax FAOD

3abo/ieBaHNe (COKPAILLIEHHO)

Juera (10151 OT 001Iel IHPEereTHYeCKOM
HEHHOCTH CYTOYHOT0 paloHa
KAJOPUIHOCTH)

OCTN2, MCAD

ETF-B2+

Msirkasi, mo3HsIsI, MbIILICUHAs,
acumntornyeckas popmer: CPT2, VLCAD,
SCAD, , ETF/ETF-DH

HMGSC2, OXCT

Hopwmainbnas: xupsr: 30%;
yraeBoabl: 50-55%;
6enku: 10-15%

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

BricokoyriieBoiHAsI, HU3KOXKUPOBAsL:
xupbl: 20-25% (BKiIOYast HE3aMEHUMBbIE
KUPHBIE KUCIIOTHI);

yrieBogsl: 65-75%;

6enxu: 8-10%.

CPT1, CACT, CPT2, VLCAD, LCHAD,
FATP1

BricokoyrneBoHast, HU3KOKUPOBAS:

xupbl: 20-25% (Brirovasi: 10% JAUT, B Tom
yucne 1-4% He3aMeHHMBble )KUPHBIE KUCIIOThI
10-15% MCT,);

yraeBoabl: 65-75%;

oenxu: 8-10%.
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IMpunoxenune All. Jlo6aBkr He3aMEHNMMBbIX KMPHBIX KUCJIOT MPH JAUETE C

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

Bozpacrt % 3Heprum
N—6 JimHoJIeBast N—3 G-JIMHOJIEHOBasA CymmapHo
KHCJI0TA KHCJI0TA
or 0 no <4 4.0 0,5 45
MECSIICB
or 4 no <12 3,5 0,5 4.0
MECSIICB
orl no<4ner | 3,0 0,5 3,5
>4 et 2,5 0,5 3,0
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IIpunoxenune Al2. IlpumeHenue

yYriiesoaoB

npu moao3peHun Ha

MeTa00MYeCKUIl KPU3 U IPU HHTEPKYPPEHTHBIX 3200/1eBAHUAX

[81]

CooTBeTCTBHE MEXKIY BO3PACTOM peOCHKA U J030M TIIIOKO3bI

IJIs1 SHTCPAJIbHOTO

NPUMEHEHUS TPU MOJO03PEHUHN HAa METAOOIMYECKUI KPHU3.

BO3pacT P-p  mekctposer** | Jloza Jo3a DHeprus
(%) Mir/kr/a | ma/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
6-1271. 25 2,6 65 65
nmm 6-121. | 30 2,25 54 65
12-15ner 30 1,8 42 50
>]5ner 30 1,6 38 45

[130]

Jlo6aBKa riawko3bl (Mr/kr B | YriaeBoabl (25% pactBop) /IHeBHAsl 103UPOBKA

MHHYTY) B/B per 0s
8 (Bo3pacT 2 rojna) ManbToneKCTpuH 0,8 r/xr/2q = 12*3,2 Mi/kr B
JICHb
6 (Bo3pacrt 2-6/8 nert) Kykypy3HbIil kpaxmain 1,5 r/kr/44 = 6*6 Mi/kr B
(cbIpoit) (c 2 ner) JIEHb

5,5 (6/8 ner)

2 1/kr/64 = 4*8 MII/KT B I€Hb

Cpe)mecyToqﬂble HOPMBI (1)1’131/IOJ10FI/[‘{QCKI/IX lIOTpeﬁHOCTeﬁ B JHEPIruM AJIsd JI]O}]eﬁ Pa3HbIX
Bo3pacroB corsiacio FAO/WHO/UNU 2007 (WHO Technical Report Series 2007)

Bo3spacr (T.) DHeprus (Kkaju/Kr) DHeprus (Kkau/Kr)
MYX. KEH

0,5 80,0 81,2

2,5 83,1 79,8

5,0 75,2 72,8

10 65,7 59,2

15 54,9 46,1

B3pocrlie, Beqymie 00pa3 )KU3HU cpenHei

aKTHBHOCTH, BeC 70Kr

18-29 43,7 38,0

30-59 41,8 35,3

B3pocneie, Bemymue oOpa3 )KU3HH CpeaHen

aKTUBHOCTH, Bec SOKr

18-29 50,6 43,0

30-59 50,6 43,7
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IIpunoxenune Al13. Cogep:xkanune MCT B cienuaJIM3MpOBAHHBIX MPOIYKTAX

JTOIOJIHUTEJIbHOT0 NMUTAHMS, TPUMeHsieMbIX Y manueHToB ¢ HOYKK

[105]
XHMHYECKHil COCTAB CHENHIH3HPOBAHHBIX ;KUPOBBIX NPOAYKTOB (MoayJeit) (r/ 100 mu)
Xumuueckuil cocras, 1/100 it
DHepreTudecKas
Haspanne cmecn Benk MCT IICHHOCTb,
u Kupsl VYrineBoanl KKaJ
MoayabHble TPOAYKTHI

Kanso MCT oil 90

100%?2 (100%)

(Kanco MCT ) o i 819

Mac10100%7)

Kanso Keto MCT Ol 70

7% -] ol (77%) - 819

Liquigen MCT 50% 50%

(JIuxkBuKEH) ) 50 B 450

1 Taxxe MCT cozepikarcs B pse cMecel Ui HeJOHOIIEHHBIX JIETEH, TTOTy>IEMEHTHBIX CMeceil Ha
OCHOBE INTyOOKOT0 rujipoiu3a 0ejlka KOpOBbEr0 MOJIOKA, JIEMEHTHBIX CMECEN Ha OCHOBE aMMHOKHCIIOT
2. Crenmanu3upoBaHHbIN MPOAYKT Ha OCHOBE Maciia CPEIHEIICITOUCUHBIX TPUTIUIICPUIOB
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Ipunoxenune Al4. Iuera npu Hegocrarounoctu TFP/ LCHAD (koncencyc

JIKCIIEPTOB)

HenocrarouHoctnb
TFP

Bospacrt

Kupsi

YriaeBoanl

Kajopun

beccumnromuasn
1501051
CUMITOMATHYECKas

04
MecsLeB

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

- Monogen, SHS
Kommuecrso nHa 100
mir: LCT 0,21 r,
MCT 1,89+
HE3aMEHUMEIC
YKUPHBIC KMCIIOThI
(3,5 r/nenn)

HITH

bes
CHeIHaTbHBIX
n00aBOK
(TOIBKO TIpH
KITMHUYIECKHIX
MTOKa3aHUsX )

bes
CIieUaIbHbBIX
100aBOK

(pekoMeHTaluu
D-A-CH)

nocie 4
MECSIICB
(BBemeHue
B paImoH
TBEPAOU
TIUTIN )

CHmKeHUe
COJIEpKaHUs KUPOB
1o 25-30% ot
oomen
kanopuitnoctu?; 20—
25% >XUpOB 3a cueT
MCT®: 3-4% KUPOB
3a CUET
HE3aMEHUMBIX
KUPHBIX KHCIIOT
(pexomenganuu D-
A-CH).
ITorpebnenne LCT
(MOMHMO OCHOBHBIX
KUPHBIX KUCIIOT)
JIOJ’KHO OBITH
MaKCHMaJIbHO
HU3KUM!

a Pexomennyemas nonst LCT B panmone 310poBbIX MitafieHIeB cocTaBisieT 40—45% ot o01ieit kKaTopuiiHOCTH, B
paLyoHe JeTel mKoIbHOro Bo3pacta - 30-35% (pexomenaaumu D-A-CH)

b Ha npaxruke norpe6iaenne LCT npeBbiaeT peKOMEHAOBAHHBIC 3HAYCHHUS 110 IPHINHE OTPAHIYCHHOTO BHIOOPa MPOLYKTOB

MHUTaHUS; KaK [PaBuIo, THIIb 15% o1 obmielt kanopuiiHoctn obecneunBaercs MCT, a npyrue 15% - LCT (Bxmouas 3—-4%
HE3aMEHUMBIX )KUPHBIX KHCIIOT).
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Ipuioxenue Al1S. Iuera npu Hegocratounoctu VLCAD (koHceHcyc

JIKCIIEPTOB)
Bapuanr Bospacrt Kupsl Yraesoasl Kajopun
VLCADD
beccumnto | 0—4 mecsiie [TonoBuHa rpyaHoe bes bes
MHas (1 MOJIOKO//I€TCKasi CMECh, CHElHAJbHBIX | CIIEHUATIbH
CK, AST un [IOJIOBHHA — CHENHAIbHAs CMECh | JOOABOK BIX
ALT B C HU3KHUM COJIEP)KaHUEM KHUPOB | (TOJIBKO MPH 100aBOK
npejaenax * Monogen, SHS koinuecTBO Ha | KIUHUYECKUX | (PEKOMEH]I
HOPMBI) 100 mu: LCT 0,21 r, MOKA3aHUSX ) armuu D-A-
MCT 1,891 CH)
WIn
nocne 4 CHIKeHue cofiepKaHus )KUPOB
MECSIIIEB 10 30-40% ot obmeit
(BBemeHuE B KajopuitHocTH?
pannoH (pexkomenmanus D-A-CH);
tBepaou mumm) | 10-15% sxupos 3a cuer MCT
Cumrnromar | 0—4 Mecsitie Uckmouenue rpyaHoro Mmosioka | bes bes
UYHAs WM IETCKUX CMeceid, CHEIHATbHBIX | CTIeUaTbH
100% cnennanbHas cMech C JI006aBOK BIX
HU3KHUM COZepKAHUEM KUPOB) (ToNbKO TIpU 100aBOK
- Monogen, SHS KIIMHUYECKUX | (pEKOMEH]
KomuuectBo Ha 100 Mur; LCT: MMOKa3aHUsX ) aun D-A-
0,21, CH)
MCT: 1,89 r + He3aMEHUMbBIC
JKUPHbIE KUCIOTHI (3,5 r/1eHb)
WIH
nocne 4 CHIKeHUE cofiepKaHus )KUPOB
MECSIIIEB 1o 25-30(-40) %
(BBEeHUE B 0TO0IIeH0TOTOOIIeHOTOTOOIIEH
paruon OTOTOOIIEHOTOTOOIIEHOTOTOOTIT

TBEP/I0H MHILN)

eioT o0ImeH KaTopuitHOCTH?,
20% sxupos 3a caer MCTP; 3—
4% xupoB 3a CUeT
HE3aMEHHUMBIX JKHPHBIX KUCITOT
(pexomenganuu D-A-CH)

MCT - cpennenenodeunsie Tpurmuiepunsl; LCT — amuHHOLIETIOUeYHBIe TpUHLepu s, D-A-CH — pekoMeHaanuu
o0beuHeHns1 HyTpulonucToB I'epmanun/Asctpun/IBeiinapun.
a pekomenaoBanoe morpedaenne LCT mis 310poBbix MianeHIeB coctapiseT 40—-45% ot obimeit kanopuitHoCTH, 1T 1eTei
IIKOJIBHOTO Bo3pacta - 30-35%, cornacHo pekomenganusim D-A-CH/
b Ha npaxruke norpe6nenne LCT npeBbiaeT peKOMEHI0BaHHbBIC 3HAUCHHS 110 TIPUYHHE OTPaHUYCHHOTO BHIOOpA HPOIYKTOB
MHUTaHUS; KaK paBmiIo, TUIb 15% o1 obmielt kanopuitHoctn obecneunBaercst MCT, a npyrue 15% - n3 LCT (Bkimrouast 3—4%
HE3aMEHUMBIX )KUPHBIX KHCIIOT).
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Ipuioxkenune A16. HarypajbHble HCTOYHUKH HE3aMEHUMBIX KHPHBIX

KHUCJIO0T
[105]
Nctounuk KonuuectB | Jnunnouenoyeuns! | Jlunonesa | JlunosnenoBa | DHepreTuuecka
0 € JKUpHI (T) sl KHCJIOTa | Sl KHCIIOTa sl ICHHOCTD
(mr) (mr) (xxamn)
JIsHsAHOE 1 Mo 0,9 114 480 8
Macio
Pancosoe 1 M 0,9 183 84 8
Macio
Macno 1 M 0,9 476 94 8
IPELKOro
opexa
Cadmoposoe | 1 mu 0,9 672 0 8
(madpanoBoe
) macio
Kykypy3noe | 1 ma 0,9 482 10 8
Macio
CoeBoe 1 M 0,9 459 61 8
MacJo
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IIpunoxenue A17. CoctaB cmeceil 1JIl AMEeTHYECKOT0 M TAHUSA €

MNOHHKCHHBIM COACPKAHUEM KUPA U JJIMHHOICIIOYCYHBIX )KHPBIX KHCJIO0T

IIpennaraercs ciaenywinas Tadauua:

CrnenuajJn3upoBaHHble HU3KO0KMPOBbIE MPOAYKTbI MUTAHUS
JeyeOHoro murtanus (cocras B r/Ha 100 r cyxoro npoaykra)

OcHoBHBIE
S — cyxas cMech cyxasi CMech CyXas CMeChb «»

«Nutrigen Low Fat» | «Monogen» («Kanso Lipano»)
(«HyTpuren («MoHoren») Kanco Jlunano
HU3KOKHUPOBOI»)

JHEpreTHIeCKas 1858/ 444 1859/441 1957/466

LEHHOCTD KJ[K/KKaj

Bbenok, r 12,9 12,8 r 12,5

Kupsl, 12,9 1291 17,5 (2,6)

Haceimennsie KK, r 11,3 11,3r 14,3

MoHoHeHaCHIIIICHHBIC,

- 0,4 0,341 0,7

ITonunenaceiendse, T | 1,2 1,3r 24

JIunosnesas kucnora, r | 0,8 0,87 1,7

a-JInHoJIeHOBas

P—— 0,11 0,17t 0,3

Jloko3arekcaeHoBas

kucnora (DHA), r 0,06 0,06 0,06

z(A;plZ))(,I/II,E[OHOBaH KHCJIOTa 36T 0.06 0,07

CpenHenenoyeuHble 10,81 (84%) /100 10,1 84,4 % (r/100 13

tpuraunepuasl (MCT) | r KUPHBIX KUCIIOT) I )KUPHBIX KHCJIOT)

JlmnHHOLIEIOYCYHEIS 2,0r 15,6 % (r/100 T

tpuraunepuas! (LCT) YKUPHBIX KHCJIOT)

Otromenue (n-6): (nN-3) 3871

JKUPHBIX KHCIIOT T

YrieBonpl, T 69 68,6 T 62,9

B 1.4. caxapa - 11,8r 8,1

B T1.4. makTo3a 27 (39% obmux i 37
YTJIEBOJIOB) '

OCMOJISITBHOCTh

mOew/ikr H2O npu 240 MmOcwm/kr H20

CTaH/IapTHOM

pa3BelieHUN

IIpunoxenue Al8. Ilpumep pacuera queThbl y NALHEHTOB ¢ HAPYIICHUAMH

OKHMCJ/ICHUA KUPHBIX KHCJ/IOT
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Ipumep Ne 1 JluarHo3: HeZOCTATOYHOCTH IJMHHOLENOYEYHOH TruApPoKcHI-KoA
aeruaporenassl (LCHAD)

Bo3zpacr 12 gHeii (meprnoJ NOCTAHOBKH JUATHO32)

Macca — 3,2kr.

BapuanT A: Ha3Ha4YeHMe crieNMATM3UPOBAHHOIO NpoaykTa Hyrpuren HuskoxupoBoi

1.OT™MeHa rpyIHOro BCKapMIIMBAHUS

2.Ilepexosa MONMHOCTBIO HAa CHELMAIU3UPOBAHHYIO HU3KOKHPOBYIO CMECh, YUUTHIBAS, YTO B
JAHHOW CMECH W3HAYAJIBHO IPABHIBHOE COOTHOLIEHHUE JKUPOB, KOJUYECTBO CMECH
paccUUTHIBAETCS TOIBKO UCXO/1 U3 IOTPEOHOCTH B SHEPTUU.

Pacyer nuerni:

A) TlotpebHoCTh peOeHKa B SHEpruM B Bo3pacte B 12 mHe#l cocraBiser B cpenHem 113
KKaJI/KT/CyT.

Pexomennyemas KallopuiHOCTh NUTaHUs B CyTKU — 3,2 X 113 =361,6 kkan

B 100 mn cneumanusupoBanHoro nponaykra «Hyrpuren HuskoxkupoBoii» conepxurcs
74,5kkan,

74,5 kxkan — 100mi

361 kkam—x

X = 361 x 100/74,5 = 484,6 (495) mn cneuuanu3upoBaHHOro mpoaykra «HyTpuren
Hu3koxupoBoi

» B CYTKH

b) KonuuectBo xopmiieHuil 8 pa3 B cyTku (MHTepBai 3 wyaca), pacCUMThIBaeM OObEM
pa30BOM MTOPLIMHU:

485mn/8 = 61 M

Bapuant b: Cnienuaan3npoBaHHbIi NPOAYKT «MOHOreH»

1.OT™MeHa rpyJHOTO BCKapMJIMBaHUs

2.Ilepexon MOJHOCTHIO HAa CIELUATU3UPOBAHHYIO CMECh, YUMTHIBAs, YTO B JJAHHOM CMECH
M3HAYaJIbHO MPAaBUIBLHOE COOTHOLIEHHE YXUPOB, KOJIMYECTBO CMECH PACCUUTHIBAETCS

TOJIBKO UCXOJA U3 HOTpe6HOCTI/I B DOHCPI'HH.

Pacuer nuernl:

A) IloTpeOHOCTH pebeHKa B PHEPrUU B Bo3pacTte B 12 mHel cocrtaBisieT B cpeaHeM 113
KKaJI/KT/CyYT.

PexoMenyemas kanmopuiHOCTb UTaHMs B cyTKU — 3,2 x 113 =361,6 kkan

B 100 M1 cnenuanu3upoBaHHOTO poaAyKTa «MoHOTeH» conepxkutcsa 74,6 kkai,
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74,6 xxkan — 100Mmu

361 kkaim—Xx

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

b) KommuectBo kopmiieHHMii 8 pa3 B CyTKM (MHTEpBall 3 dYaca), pacCUMTBHIBaeM OOBEM

pa3oBoil mopuuu:

484m11/8 = 60,5mn

BpeMs Cwmech OOm1. MCT ITHXK KKaJl
«Monoren» mi. | XKupsr

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
Bceero % 26,5 21,7 2,61

IIpumep Ne2 JImarnos:

HEeJOCTATOYHOCTL OYEHL JJINHHOLenmouewyHoi anuia-KoA

peruaporenasbl (VLCAD) ¢ panneit manudgecraumeit

Bo3zpact 12mec.

Macca — 12kr.

PacueT nmueTsl HcXos U3 MOTPEOHOCTH B SHEPTHUH, A TAK)KE COOTHOLICHUS KHUPOB:

A) PaccunTsiBaeM noTpeOHOCTh B SHEPTUU:

B Bo3pacte B 12mec. [lorpeGHOCTE B dHEpTrUU cocTaBiseT 80 KKaJI/Kr/CyT

PexoMeHnyeMast kanmopuiiHOCTb uTaHus B CyTKU — 12 x 80 = 960kkan

B) PaccuntbiBaem XHpHI:

25%-30% sHeprum HODKHBI oOecriednBath XHUpbl, n3 HUX 20-25%% MCT, paccuntsiBaeMm
He00X0IMMOE KOJIMYECTBO B rpaMMax.

KonungectBo ob1iero xwupa:

25% ot 960 xkan — 240 kkan/cyT

9 kkan — 1r. xxupa

240 —x

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

Komnuectso MCT:
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20% ot 960 xxai — 192 kkain

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

B) MakcumanbHble UHTEpBAJIbI MEXKAY KOpmieHUus MU 4 yaca JHeM, 6 4acOB HOYBIO, YTO

COOTBETCTBYET 6 IpremMaM MUIIIH.

KanopwuitHOCTh pa30BOro KopMmieHus npuMepHo coctaisieT 960kkan/6 = 160kkan

KonudecTBo 00111€T0 XHpa B pa30BOM KOPMIJICHHE TIPUMEPHO COCTaBIsIeT 271/6 =4,51

Komnuectso MCT B pazoBoM KopmileHHE TpUMEpHO coctaisieT 231/6 =3,8r

[TpumepHoe MeHto 17151 pebenka 12 mec.

IIpuem | mpoaykr o0bem | Oenxkm | O0m. | MCT | ITIHXKK | yrieBoabl | KKaJ

MUIIH Kupbi

5:30 CrnennanmsupoBanHas | 33,6 43 4.3 3,6 0,45 23,2 148
cMeCh (r.)

6M.II.

Bonma 180mu1 | O 0 0 0 0 0
Liquigen**** 3 mn 0 15 15 0 0 12,5
NI
Kanco MCT macino 1,5 mn
100%

9:30 Kama kykypy3Has 25r. 1,8 0,3 0 0 21 93,2
(cyxasi)
Monoxo 0,5% 30ma 200m1 | 0,8 0,15 0 0 15 10,5
+170 M1 BoabI
Liquigen**** 8mn 0 4 4 0 0 33,2
NI
Kanco MCT macno 4 M
100%
[Trope u3 rpymn 50r 0,2 0 0 0 5,5 22,8
Macno rpenkoro Imn 0 1 0 0,7 0 9
opexa

13:30 CneunanusupoBanHas | 33,- 4.3 4,3 3,6 0,45 23,2 148
CMeCh 35(r.)
Bona 180mi | O 0 0 0 0 0
Liquigen**** 3mut 0 1,5 1,5 0 0 12,5
NI
Kanco MCT macio 1,5 mn
100%

16:30 | kaprodens 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 nHAEHKN 30r. 58 0,5 0 0 0 27,7
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Liquigen 8mut 0 4 4 0 0 33,2
Maco rpenkoro 1Mt 0 1 0 0,7 0 9
opexa
20:00 | Topor 100r. | 16 0,1 0 0 1,8 72,1
o0e3xupennsiit 0,2%
S6mounoe mope 100r 0,2 0 11,3 46
Liquigen**** 8 M 0 4 4 0 0 33,2
NJIn
Kanco MCT macio 4 mn
100%
Macno rpenkoro 1Mt 0 1 0 0,7 0 9
opexa
24:00 CnernmanusupoBanHas | 33-35 | 4,3 4,3 3,6 0,45 23,2 148
CMEChH (r.)
Bona 180mu | O 0 0 0 0 0
Liquigen**** 3MII 0 15 15 0 0 12,5
NJIn
Kanco MCT macino 1,5 mn
100%
HATOT Bcero | 41,4 33,45 27,3 | 3,45 130,5 975,8
Hakr | 3,45 2,78 2,27 (0,28 10,8 81,3
Macchl
Tela
% 16,9 30,8 251 |3,2 53,4

IIpumep 3 [lmarHo3: HeAOCTATOYHOCTh UIMHHOLENOYe4YHOH ruapokcuia-KoA
neruaporenassl (LCHAD)
Bo3pact 4 rona

Macca — 16kr.

Pacuer nueTsl MCX01s M3 IOTPEOHOCTH B DHEPTUH, A TAKIKE COOTHOIICHHSI KUPOB:

A) PaccunTsiBaeM noTpeOHOCTb B SHEPTUU:

B Bo3pacte 4-neT noTpeOHOCTh B BHEPTUU COCTABISAET 79,7 KKaJl/KI/CyT

PexoMeHyeMast KalmOpuiHOCTb IUTaHUS B CyTKU — 16 x 79,7 = 1275kkan

b) PaccuutbiBaem xupbI:

25%-30% sHeprum HODKHBI oOecriednBath Xupbl, u3 HUX 20%-25% MCT, paccuntsiBaeMm
HE00X0IMMOE KOJIMYECTBO B IpaMMax.

KonungectBo ob1iero xwupa:

30% ot 1275 kxan — 382,5 kkan/cyr

9 kkan — 1r. xxupa

3825 —x
X =382,5/9 = 42,5r. o611 xupa
Komuuectso MCT:
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25% ot 1275 kkan — 318,7 kkan
8,3 kxkan — 1r. MCT
318,7 — x

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

B) MakcumanbHbIe HHTEPBAJIBI MEXIY KOPMIICHUSAMHU 4 yaca JHeM, 10 10 yacoB HOUYBIO, UTO

COOTBETCTBYET 5 MpreMaM IHUILH.

KanopuiiHOCTh pa30BOro KOpMIICHHUS IPUMEPHO cocTaBisgeT 1275 kkan/5 = 255kkan

KonuyecTBo 00111€T0 XHpa B pa30BOM KOPMJICHHH IPUMEPHO cocTaBiseT 351/5 =7r

KomnuectBo MCT B pazoBoM KOopMIIeHHU TpUMEPHO cocTaiseT 30r/5 =6r

Ipuem | mpoaykr ooneM | 0eakm | Oom. | MCT IIHXK | yriaeBoabl | KKaJj

10700007 AKupsbl

7:00 Kara 35r 2,5 0,3 0 0 29,4 130
KyKypy3Hasi
Monoxo 0,5% 250mn | 1,4 0,25 0 0 25 17,9
50ma +200 M
BOJIBI
Liquigen**** 12vn | O 6 6 0 0 50
NN
Kanco MCT 6 M
100%
@Opyxkrsl (rpyma) | 100r. | 0,4 0 0 0 11 47,4
MeJ 10r 0 0 0 0 8,2 32,8
Macno rpeuxoro | Imn 0 1 0 0,7 0 9
opexa

11:00 | xaprodenn 150r |3 0 0 0 24 109
OpPOKKOJIH 30r 1 0 0 0 0,8 7,2
I[Betnas xanycra | 30r 0,8 0 0 0 0,7 6
MOPKOBb 30r 0,3 0 0 0 1,7 8
HNunetika 50r. 9,6 0,6 0 0 0,2 44.6
(BapeHas) rpyaka
Macno rpenkoro | Imi 0 1 0 0,7 0 9
opexa
Liquigen**** 14mn | O 8 8 0 0 66,4
NN
Kanco MCT 7 MII
100%

15:00 | TBopor 180r 28 0,4 0 0 3,2 127,6
00e3KUPEHHBII
0,2%
Oanan 50r 0,6 0 0 0 10 43,3
rpymia 50r 0,2 0 0 0 5,5 23,7
Liquigen**** 14mn |0 8 8 0 0 66,4
NJIN
Kanco MCT 7 Mn
100%
Macno rpenkoro | Imi 0 1 0 0,7 0 9

opexa
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19:00 | xaprodens 200 4 0 0 0 32 145,8
Tomar 50 0,5 0 0 0 1,3 7,2
orypell 50 0,3 0 0 0 0,9 4.8
Due naneiku 30r. 5,8 0,4 0 0 0,1 27,2
Liquigen**** 14vmn | O 8 8 0 0 66,4
NJIn
Kanco MCT 7 M
100%
Macrno rpenkoro | Imi 0 0 0 0,7 0 9
opexa
22:30 Kama pucopas 35r. 2,8 0,4 0 0 28 126,8
Monoxo 0,5% 250mu | 1,4 0,25 0 0 2,5 17,9
50Mmi1 +200 Mt
BOJIBI
TBIKBA 50r. 0,5 0 0 0 2,3 12,1
Mel 10r 0 0 0 0 8,2 32,8
Liquigen**** 14mn | O 8 8 0 0 66,4
NI
Kanco MCT 7 M
100%
HATOT Bcero | 63,1 43,6 38 2,8 172,2 1324
Haxr | 3,9 2,7 2,37 0,17 10,7 79,1
Macchl
Tela
% 19 29,6 24 1,9 52
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Ipuaoxenne A19. Hacrora npoBeneHust 00c/jaeJ0BAHUA Y ALUEHTOB C

HAPYIICHUAMMU OKHCJICHUSA ) KUPHBIX KUCJIOT

Uccnenosanus IIpu nocranoBke | Kaxnpie | Kaxnabie Kaxnei | I1o
JIMarHosa 3 mec 6 mec roJ MOKa3aHUsIM
JlaboparopHble HcC/IeI0BAHUSA
Onpenenenue X Kadcovle | Kadxcovle | kajxcovlie | B mepuon u
AIUJIKAPHUTHHOB B 1-2 3-6 6-12 npu
KPOBH Mecaya | mecayesy | mecayes | MOAO3PEHUU
nayuenm Ooemeii nayuenm Ha
am 0o | mnaduie 6 am MeTabomye
200a sem cmapuie | CKUH KpH3
6 1em
Omnpenenenne X
co/iep KaHus
OpPraHuYecKuX KUCJI0T
B MOYe
MouiexyasipHo- X
reHeTn4yecKoe
HccieJOBaHHe
OO0ummit X X X
(KJIMHUYeCKU )
aHAJIN3 KPOBH
pa3BepHYTHII
AHaJIM3 KPOBH X X B nepuon u
OMOXMMHMYECKHU I IpH
o01merepaneBTHYECKH NOJI03PEHHUH
i Ha
MeTabonuue
CKMM KpH3
AHAJIU3 KMCJIOTHO- B nepuoa u
1eJIOYHOT0 COCTOSTHUA pu
kpoBu (MccienoBanue M0JI03PEHUH
YPOBHs1 Oy(epHBbIX Ha
BellleCTB B KPOBH, MeTabonuue
HccaenoBanue ypoBHs CKMU Kpu3
BOJIOPO/JHBIX HOHOB
(pH) xposn),
IJIIOKO3bI,
3JIEKTPOJIUTOB (KaJIHid,
HATPHH, KAJIbLIMH
HOHU3UPOBAHHBIM,
xJj10p)
OO0 mmii X X X X
(KJIMHUYeCKHUil)
aHaJIN3 MOYH,
onpeneleHHe
KETOHOBBIX TeJl
NT-proBNP X
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I/IHCprMeHTaJ'[]:HLIe HCCJICT0OBAHUSA

JIEKTPOKAPANOTrPaM X X
Ma
Ixokapauorpagus X X
¥Y3U opranos X X X(mpu
OPIONLIHOM MOJI0CTH; HAJIMYHNH
00beM ceJIe3eHKH, naToJIOTHH
neyenu; Y3U nouek qarie)
OcMOTp IJ1a3HOTO JHA X X X (mpu
(odpTanbmockonus) HAJIMYUH
NaTOJIOTUH
yaiie)
JuieKTpO3HIEe(paorpa X X (mpm
$us (33I) HAJIMYUH
AMUJIENTHY
€CKHX
NPHUCTYIIOB
yaiie)
KoHcyabTanum cnenyajucron
KoncyabTauus X X
Bpavya-reHeTHKAa
KoncyabTanus Bpauya- X X
neauaTpa/ TepaneBTa
Koncynbranus Bpava- X X
HeBpoJIora
Koncynbranus Bpava- X
AUETO0JIora
Koncynbranus Bpava- X
racTPO3IHTEPOJIOra
Koncynbranus Bpava- X X
oranbMoJIOra
Koncynbranus Bpava- X X
KapAnoJora, Bpava-
JAETCKOI0 KapamuoJiora
KoHncyabTanus Bpaua- X
HedpoJiora
Koncynbranus Bpava- X
IHAOKPHHOJIOTa
Koncynbranus/koncy X X
JIbTAllUH
MEIHIIHHCKOI0
NCHX0JI0ra
Koncynbranus Bpava- X

(pusznorepanesra u
Bpaya 1o Je4eOHom

uskyabType
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Hpuiaoxenue A20. [Ipumep «IKCTPEHHON NAMATKID)

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(EKIIMH C BBICOKOH JINXOPAIKON;

- 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.
2.2.11pu HaxoxJaeHNHN peOeHKa TOoMa, YBEIUYUTh MOTPEOICHUE YIIIEBOAOB AJI1 BOCIIOTHEHHUS

KaJIOpDUHHOCTU 3a CHET PAcTBOpA JEKCTPO3bl WM MaJIbTOAEKCTpUHA (IIPU UX OTCYTCTBUU —
CIIaJIKUH Yail, COK, KOMIIOT)

CooTBeTCTBHE MCKAY BO3pacTOM pe6eHKa U 0301 ACKCTPO3bI IJIA SHTCPAJIbHOI'O IPUMCHCHUA
IIpU MOJO3PCHNUHU Ha MeTa0OoInYeCKui Kpus.

BO3pacT P-p nexcrpo3ssl (%) Ho3a JHo3a DHeprust
MJI/KT/4 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 1.8 42 50

>15ner 30 1,6 38 45

2.3 Ilpu rocniuTanu3anyy B CTallMOHApa, HaYaTh HEMIPephIBHYIO HHPY3uto p-pom 10%
JEKCTPO3bI** 13 pacueTa: HOBOPOXKJACHHBIC U JAeTH 10 3-x et 10-12mr/kr/MuH, ot 3 10
10 net 8-10 mr/kr/muH, crapuie 10 net 5-8 mr/kr/MuH

2.4 KoHTpOJIb aHAJIN30B:
- KIIC, aneKkTponuTsl, aMMOHUM
- Aranmu3 kpoBu omoxumuueckuit oomerepanestuaeckuii( KOK, AJIT, ACT, riroko3a,
OmnupyOuH o011, psiMoi, MmodeBuHa, kpeaTuHuH, [ TT, LD, o6muii 6enok, anpOymuH)
CIIEKTP AlUIKAPHUTHHOB - CIICKTP aMUHOKHUCIIOT U allMJIKAPHUTUHOB METO0OM
TaHJIEMHON MacC-CIEKTPOMETPUHI

3. BeneHue manueHTa nocjie HEOTJIOKHON CUTyallMU:
- [Ipu HEBO3MOKHOCTH OCYIIECTBIIATD, MOJAEPKUBATH IEPOPATTBHOE KOPMIIEHUE, YCTAHOBUTH
Ha30racTPAJIbHBIN 30H].
- [IponomxuTh HHGY3UIO pacTBOPaMH JAEKCTPO3bI 10 CTAOMIM3AIMN COCTOSIHHS, TIO]] KOHTPOJIEM
rimoko3bl kposu 1 KIIC
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4. TIpoTHMBOMOKA3aHO:
- BHyTpuBEeHHOE BBEICHUE )KUPOBBIX PACTBOPOB

- BuyTpuBeHHOE BBeieHNE KapHUTHHA 3a UCKIItoYeHneM OCTN2KapHUTHHA
- l'ononanue npu ormene B/B nH(py3uit
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IIpunoxenue A21. IlepedyeHb 0OCHOBHBIX JIA0OPATOPHBIX HMCCJIEI0BAHUI,

KOTOPbI€ MOI'YT IIOMOYb B OKa3aHHUM MeTUIIUHCKON MOMOLIH IPpHA COCTOTHUH

0CTPOH MeTa00JINYeCKON TeKOMIIEHCALINH

Neni/nt JlabopaTopHbIii TecT KommenTapui
1 HccnenoBanue KHCIOTHO- | OlLIeHKa CTENeH! alu103a
HIEJIOYHOTO COCTOSIHUSI KPOBU
2 W3mepenune ypoBHS TIOKO3bl B | OlleHKa CTENEHU TUIIOTIUKEMUN
KpOBU
3 N3mepenne KOK B kpoBu OrneHKa cTeneHu padJoMHoJI3a
4 Omnpenenenre ypoBHsI NMEUYEHOUHBIX | 3a00JeBaHUS MEUYEHU MOXHO YBHUJETH Y
depMeHTOB ©  (YHKIIMOHAIBHBIC | MAIIMEHTOB C TSHKEIOW METa0OIUYeCKOU
po0ObI (aIbOyMuH, OHITHPYOHH) JIEKOMITCHCAIIHEH
5 N3mepenne  ypoBHA  MOJIOYHOM | Moxer OBITH MOBBILLIECH npu
KHUCIIOTHI B KPOBH TUTOBOJIEMHH
6 Onpenenenue ypoBHS | MOKET UCHONB30BaThCA Ui OLEHKHU
AIUJIKAPHUTHUHOB B KPOBU CTENEHHU TSKECTH 3a00JI€BAHUS
7 Omnpenenenne ypoBHs cBOOOHOTO | J[7s ompeneneHus 103UWPOBKH KapHUTHHA
1 00111eT0 KapHUTHHA
8 OKI u Oxo0-KI" Nsmepstor pu HapyLIEHUU
merabonusma LCFA u xapHuTuHa mnpu
3HAYUTENbHO mNOBbIIEHHOM K®K wn
npHU3HaKaxX KapJIuOMHOMATHH
9 Wudekunonnoe obcnenoBanue | J{ns BBISICHEHUS STHOJIOTUU
(OAK, ananu3 Mouu H T. 11.)

* Tlpu ormpaBke TabOPATOPHBIX aHAIU30B HEOOXOAMMO PYKOBOJCTBOBATHCS KIMHUYECKON KAPTHHON
ManenTa. JT0 HEe MCUYEPIBIBAIONINN CIHCOK, U HEKOTOPbIE M3 MEPEUYHCICHHBIX 3/1ECh TECTOB MOTYT HE
YKa3bIBAETCH.

MHO- mexnynaponHoe HopMmannzoBanHoe oTHomenne, KK-MB- MB-dpaxmus kpeatuakuaassr; MHIT-

MO3TOBOM HaTpuiypeTndecknii nentuy; Ixo-KI'- Oxokapanorpadus; OAK- oOmmii ananus KpoBu;
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Ipuioxkenue A22. PaciiugpoBka npumMedaHui

... — Ipemapar BXOJMT B IIEPEYEHb KM3HEHHO HEOOXOIMMBIX U BaKHEHINMX JIEKAPCTBEHHBIX
npenaparoB (Pacnopspkenue IlpaBurensctBa PO ot 12.10.2019 Ne 2406-p «O0 yTBepKIaeHUU
MepeYHsl KU3HEHHO HEOOXOIMMBIX M BOKHEWIIMX JIEKapCTBEHHBIX mpemnaparoB Ha 2020 rox, a
TaKkKe TMepeyHed JICKAPCTBEHHBIX IMpenaparoB Il MEIUIMHCKOrO TMPUMEHEHUs |
MUHHMAaJIbHOTO AaCCOPTUMEHTA JIEKAPCTBEHHBIX IPENapaToB, HEOOXOIUMBIX JUIS OKa3aHUs
MEIUITMHCKON moMoIm», Pactiopspkenue [IpaButensctBa PO ot 23 Hos6ps 2020 1. Ne 3073-p

# - mpumenenue off-label — BHe 3aperncTprpoBaHHBIX B HHCTPYKIIUH JICKAPCTBEHHOTO CPEICTBA
MOKa3aHUN OCYILECTBISETCS MO PELIEHUI0 BpaueOHOM KoMMccHH, ¢ pasperieHus JlokaibHoro
ATHUYECKOI0 KOMUTETa MEJUIMHCKON opraHu3auuu (Mpu HaJIMYUM), C YCIOBUEM IOJANKMCAHHOTO
MH(OPMUPOBAHHOTO COTJIACUS POJUTENEH (3aKOHHOTO MPEJCTABUTENS1) U MAllMEHTa B BO3pacTe
crapuie 15 ner;

LRERRR L crienMalIU3UPOBAHHBIA MPOAYKT JICUEOHOrO TUTAHUS, BKJIOYCHHOMY B IE€pPEUYCHb
CHEUAIM3UPOBAHHBIX MPOIYKTOB J€UeOHOro MuTaHus s aered-uHBanuioB (Pacnopsxenue
[TpaButensctBa P® or 7 pgekabps 2020 1. Ne 3242-p OO yTBepXKAECHUU IEpEeUHs

CIICUAJIN3UPOBAHHBIX ITPOAYKTOB J1e4eOHOT0 MUTAHUS JUIS JeTe-UHBAIMI0B Ha 2021 F.)
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Ipuioxkenue b. AJlropuTmMsl AeHCTBUH Bpaya

[TanreHT ¢ MOAO3pPEHUEM Ha HAPYLICHUE
MHUTOXOH/IPHAIIBHOTO [3- OKUCIIEHUS )KUPHBIX
KHUCJIOT

l

Jnarnocruka

!

Koncynpranus Juarnos
npopUILHOTO MOJITBEPKAEH
crernuainucTa
Jleuenue:
—>
'y B 3aBUCUMOCTH
oT hopmbl
MOHUTOPHUHT
1a00paTOPHBIX «—
MOKa3aresey nanueHTa
HET JA
Tepanus

s dexkTuBHA

112



AJ'IF()pI/ITM HEOHATAJBHOI'0O CKPUHUHI'A CHCTEMHOH HETOCTATOYHOCTH KapHUTHHAa

CBo60oaHbIN KAPHUTUH
B BbICYLUEHHbIX NATHaX KPOBM*
[

CO0 <8 mkM/n CO0 >8 mkM/n
Y Y
HasHa4eHue CucremHas
Tepanuu HeAoCTaTOYHCTb
KapHUTUHA UCKIIoYeHa

A

Y

AUMNKapHUTUHBI B Nnasme,
auUnNKapHUTUHBI B MO4e™

Y Y Y

CO0 nnaama — cHwxeH||CO nnaama — cHuxeH || CO nnaama — Hopma
CO0 mo4a — noebiweH || CO mo4a — Hopma ||CO Mo4ya — MnoBbILLEH

Y

CO0 nna3ama — Hopma
CO0 movya — Hopma

CuctemMHasn
HE[0CTATOMHOCTL KapHUTUHA v
nopTEEpXAeHa ConocraereHue
KIMHUYECKMX
1 Na6opaToPHbIX
[aHHbIX,
FeHeTn4eckan navenb BACCMOTDeHHS
(nouck myTaLmit BOMpoOca 06 OTMEHe
B reHe SLC22A5) Tepanuu,
NCKITIOYEHMe OLLIMGOK
NpeaHanuT4ecKoro
aTana

* — HenHdOpMaTUBHO NpU Npueme npenaparos, cofep>alimx KapHUTUH
** — B3dATME MaTepuana [o HasHa4YeHusa Tepanun
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AJ'Il"OpI/ITM HEOHATAJBHOI'0 CKPUHHUHI'A Kapl—lI/ITI/IHHaJIBMI/ITOI/IJITpaHC(l)epa3LI 1A

AUUNKaPHUTUHBI
B BbICYLLIEHHbIX NATHAX KPOBU
|
v v
C0/(C16+C18) >100, C0/(C16+C18) <100,
CO >90 mkM/n C0 <90 mkM/n
A Y
HasHaueHwe HegocraTo4HoCTh
avetoTepanuu KapHUTUHMNANbMUTO-
untpaxcgepasb! TMNa 1
/) vcknoveHa
AUUnNKapHUTUHB 1
B nnasme*

'

'

C0O — noBbILLEH,
C16, C18 — cHuxeHbl
WM Hopma

CO — Hopma,

aunMnKkapHUTUHbI — HOpMa

A

HepoctaTto4HOCTbL
KapHUTUHNaNLMUTO-

uwnTpaHcohepasbl TMNa 1
nogTeepXxaeHa

FeHeTu4eckas naHesnb

ConocraBneHue
KITMHUYECKUX
1 nadopaTopHbIX AaHHbIX,
paccMoTpeHue Bonpoca
06 oTMeHe Tepanvn,
WUCKIMOYEeHKe oLLIMBOK
npeaHanMTN4ecKoro
aTana

(novck myTaummn
B reHe CPT1A)

* — HeMHOPMAaTMBHO NPU NpUeme Npenaparoe, CoaepXalmux KapHUTUH
** — B3ATUE MaTepurana 4o HasHa4yeHws Tepanuu
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AJIFOpHTM HEOHATAJIbHOI'0 CKPUHHHI'A Kale/ITI/IHHaJ'[I:MI/ITOI/UITpaHC(l)epaZ}LI 11

AuVnKapHUTUHbI
B BbICYLUEHHbLIX NATHAaX KpoBu*
[
v v
(C16+C18:1)/C2 >0,7 (C16+C18:1)/C2 <0,7
Y
HepocTtaTto4HOCTE KApPHUTUH-
nansMuMTOMNTPaHchepass!
! TUNa 2, HefoCTaTO4HOCTb
A KapHUTWH-aUUNKapHUTUH-
LVTRG HA T TPaHCNoKa3k! UCKMIOYeHa
B nnasme “
v | '
CO — noBbILLEH, CO — Hopbma
C16, C18:1 — CHWXeHbI pma,
aunnNKapHUTUHLI — HopMa
unn Hopma

HepocTtaTto4HOCTb
KaPHUTUHMNAaNbMUTOWIT-

TpaHcgepasbl TUna 2
rnoaTreepxaeHa

HasHauyeHue
aveTtoTtepanuu

Y

leHeTH4eckas naHens
(nomnck myTauumn
B reHe CPT2)

* — HeuMHOPMAaTVBHO NPV NpUeMe NpenapaTos, CoAepPXaLux KapHUTUH
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AJITOPUTM J1eiiCTBUI NPH MOI03PEHNH HA HEIOCTATOYHOCTD NINHHOLENOYeYHoil 3-
ruapokcuanmiI-KoA-gerniporeHaspl ;)KHPHbIX KUCJIOT / HEAOCTATOYHOCTH
MHUTOXOHAPHAJIBHOTO TPHU(PYHKIIMOHAIBHOIO 0eJIKa

AUMNKaPHUTUHBI

B BbICYLUEHHbIX NATHax KpoBn

Y

C180H >0,14 mkM/n
+/— C160H, CG16:10H, C18:10H

Y

locnuTanuaauwms,
Ha3Ha4eHue Tepanuu

Y

PeTtect* Ha 4acTble
MyTauuun B reHe HADHA

y

C180H <0,14 mkM/n

Y

Hepocrtato4yHOCTb
ONUHHOLLeno4Ye4Hon
3-rugpokcu-aumn-KoA-
LervaporeHasbl
UCKNoYeHa

v

v

v

ALUNKAPHUTUHBI
MOBbILLEHbI,
4acran MyTauus +/+

HepocTtaTo4yHocTb
LNTAHHOLIENnoYeY4HOM
3-rugpokcu-auun-KoA-

neruaporeHasbl
noaTeepxneHa

AUMNKaPHUTUHBI
NOBbILLEHbI,
YyacTas MyTauus +/—
wnn —/—

Y

Monck myTauum
B reHe HANDHA

* — B3ATWE Matepuana Ao HasHayeHus Tepanun
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AUMNKaPHUTUHBI
B HOpMmE,
Yyacras MyTaumsa —/—

A

ConocraeneHue
KNUHUYE CKUX
1 nabopaTopHbIX AaHHbIX,
paccMOTpeHue Bonpoca
06 OTMEeHe Tepanuu,
WUCKN04YeHne oLMB0oK
npeaHanuTUYecKoro
aTana




AJ'Il"OpI/ITM JelcTBHIl IpU MOA03PEHHUHU HA HEAOCTATOYHOCTD JUIIMHHOLENOYeYHOH aluI-

KoAneruaporenasbl sKUPHbIX KHCJIOT

AUMNKapHUTUHBI
B BbICYLUEHHbIX NATHAX KPOBK

l

v

C14:1 >0,32 mxkM/n

Y

6MOXUMUYECKUIA aHaNn3 KpoBn®

Petect —

v
C14:1 <0,32 mkM/n

A J

Hepoctaro4HocTb
OYeHb ANMHHOLENOYeYHON
auun-KoA-gerugporeHasbl

UCKno4YeHa

Y

y

Y

Y

Y

C14:1 50,32 mkM/n, ||C14:1 >0,32 mkM/n,|[C14:1 <0,32 mkM/n, | | C14:1 <0,32 mkM/n,
TUNUYHBIE HeT TUMUYHBIX TUNUYHBIE HeT TUMUYHBLIX
6UoXMMmH4ecKmne 6UOXUMUHECKNX 6UOXUMUYECKNE 6UOXUMUYECKMNX
NPU3HaKK NpM3HaKkos Npu3HaKu NPY3HaKoB
HepocTaToyHoCTh y
O4eHb ConocTtaenexue
JNMHHOLENoYeYHor KITUHUYECKUX

auun-KoA-gernaporeHasbl
BbICOKOBEpOATHA

HazHa4eHune
anerotepanuu

Y

leHeTU4eCKas naHerns
(nonck myTaumia
B reHe ACADVL)

1 nabopaTopHbIX AaHHbIX,
paccMoTpeHve Bonpoca

06 OTMEHe Tepanuu,

UCKNKOYeHWe OLLIMBOoK

npeaHannuTU4ecKoro
3Tana

L

OpHa myTaums,

Y

[Ose
MyTauum

HeT MyTaLuni

Hepocraro4HOCTb
O4eHb

ANUHHOLUenoYe1HOoU
aumn-KoA-gerngporeHasbl
BbICOKOBEpPOSiTHA

* — Buoxumuyeckune nokasarenu: KOK, ANT, ACT, KLWIC, rniokoza
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AJITOPUTM J1eiicCTBUH NPH MOJI03PEHNH HA HEIOCTATOYHOCTh CpPeHeNeNnoYeYHOl auuJi-
KoAneruaporenasbl sKUPHbIX KHCJIOT

AUUNKAPHUTUHBI
B BbICYLLEHHbIX MATHAX KPOBU
¢ | ¢
C8 >0,4 mxkM/n
C8 <0,4 MmkM/n
+/-C6, C10, C10:1 *
Y Y
KoHcynbTayus Bpaqa-reHeTnKa/ He.QOCTaTO'-lHOCTb
Bpa4a-neguarpa, oLeHka cpepnHeLeno4ye4yHomn
COCTOsIHUA pebeHka, auun-KoA-
nHcopMUpoBaHue aernaporeHasbl
ceMbMh 06 0CO6EHHOCTAX TeYEeHUs ucKn4eHa
3abonesaHus
Y
AUUNKapHUTUHbI B Niasme,
yacrtas MyTauus
B reHe ACADM
4 Y Y
AUNNKapHUTUHDI
ALMNKapHUTUHDBI IR AUWNKapPHUTUHbI
NOBbILLIEHbI, YacTas
NoBbILLEHbI, YacTas MYTALMS +/— B HOpMe, YacTas
M na +/+ MyTauus —/—
YraupA -+, wnu —/— yrauws -/
A
HepocTtaToqHOCTb Monck myTauum
cpeaHeLeno4Ye4HoM B reHe ACADM
aumn-KoA-gernaporeHasbl
noaTeepxaeHa
Y Y
Oee OpgHa myTauus,
MyTauum HeT MyTauumn
Y
KoHcynsTayus
Bpa4a-gueTonora, )
Bpaya-reHeTuKa, CO”OCTaBneHHe
Bpava-neanatpa W RcKAL
n nabopaTopHbIX
OaHHbIX,
WUCKMoYeHWe oWwmnboK
npeaHanuTU4ecKoro
arana
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Mpunoxenue B. Undopmauus 1/ manueHra

METABOJIU3M U HAPYHIEHUSA OBMEHA BEIHIECTB

TepmuH “merabonm3M” MOApasyMeBaeT IMOJA CO0OW BCE MPOIECCHl HEOOXOAMMEBIE IS
(YHKIMOHUPOBAHUS W PA3BUTUS OPraHM3Ma, B XOJ€ KOTOPBIX O0pa3zyercs M pPacXomyeTcs
sHeprus. benku, xKUpbl U yIiIeBObl - OCHOBHBIE MHILEBHIE BEIIECTBA, KOTOPHIE UCIIOIb3YIOTCS B
KaueCTBE ChIPbsI ISl CHHTE3a HOBBIX KJIETOK MJIM OKHUCIISIOTCS, JOCTaBIISISI OPraHU3MY SHEPTHUIO.

IIponieccel MeTaboaM3Ma MPOUCXOAAT B YEJIOBEUECKOM OpraHu3Me eXeceKyHIHo. [laxe
B YCIOBMSX IIOJIHOTO IIOKOSI 4YEJIOBEK MCIIOJIb3YeT HEKOTOpOoe KOIMuyecTBO 3Hepruu. OnHa
HENPEPbIBHO TPATUTCS Ha (PU3UOJOTHUECKUE IPOLECChl, KOTOPbIE HE OCTAHABJIMBAIOTCS HU Ha
MUHYTY.

Yactp sHEprum HEoOXoAMMa JJIsi MOCTPOEHUSI HOBBIX TKAHEBBIX KOMIIOHEHTOB, Ipyras
pacxoayercss B mpouecce (DyHKUMOHUPOBAHHUS KIETOK: NPU COKPAIEHUWU MBIIIL, [epeaaye
HEpBHBIX UMITYJIbCOB. OcCTallbHasl 3HEPIrus ocBOOOXKIaeTcst B BUjAe Temia. [[ns mpousBoacTBa
SHEPruM Mbl HUCIOJb3YEM HPOAYKTHl IHUTAaHUS, @ B HUX OTCYTCTBHE pE3EpBHBIC 3aIachl
NUTATENbHBIX BELIECTB, IPHUCYTCTBYIOIIME B HAlleM OpraHu3Me. 3a KaxIbpld JTan
(OMOXMMMYECKYIO PEaKLMIO) B IPOU3BOJACTBE SHEPTUM OTBEUACT KOHKPETHBINA OeloK, (hepMeHT.
VY Ka)XJJ0ro U3 HUX €CTh CBOSI (PyHKIUS. DTO Lesblil KOHBeHep XuMHUYecKuxX peakuuil. Ecin oqun
(depMeHT He paboTaeT, TO BCS LIENIOYKAa OCTAHABJIMBACTCS, U OPraHU3M HE MOJy4aeT KOHEUHbIH
IPOAYKT, YTO HPUBOJUT K HAPYLIEHUIO METa0O0JM3Ma, Pa3BUTHUIO 3a00J€BaHUI W3 TPYMIbI
HaCJIEICTBEHHBIX HapyleHui oomena BemectB (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 OOPa3ylOT >KUPBL, U OT CTENEHU HEHACBIIEHHOCTU (KOJIMYEeCTBa
JBOMHBIX WM TPOMHBIX CBSI3€H) MKHUPHBIX KUCIOT, Pa3jINyaoT: HACBIIEHHbBIE KUPBI (TBEPABIE) -
JKUPBI )KUBOTHBIX U NTHII, U HEHACHIIIEHHBIE )KUPBI (KUIKUE) - OHM BCTPEUAOTCS B OOJIBIIOM
KOJINYECTBE B PACTUTENIbHBIX Macjax, Opexax MM MOPCKOil priOe.

HacplneHHbIe )KUPBI CTAHOBSTCS KIOYEBBIM HCTOUHUKOM JSHEPTUU I OPraHU3Ma B TEX
CUTyallUsX, KOTJIa OH IIO/IBEpPraeTcs CUJIbHBIM (HU3MYECKUM Harpy3kaMm. HeHacbleHHbIe
KUPHbIE KHUCIIOTHl YYacTBYIOT B pereHepaluy KJIeTOK W B MMMYyHHOM 3amure. OmHOl u3
BaKHeMImMx (yHKIUN kupa sBiseTcs sHepreTuudeckas. Kup oOecneunBaeT BABOE OoJblie
KaJIOpu# (3HEPTUHN) YeM YTIIEBOIBI.
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HHUPHBIE KHUCNOTHI B 2ABMCHMMOCTA OT KONMUMYECTEA ATOMOB YTNEPOOA
PAINENAKOTCA HATPH TPYINLI:

WP (EfIA) KUP (OPTAHWU3M)

[TMHHOLENOYEYHBIE HUPHBIE KUCMOTEE 14-24C [l el F S0 L B P FFFIFI I I FIENT,

CPEAHELENOYEYHEIE 3MPHBIE KMCNOTH  B-12C C-C-C-CC-C-C-L-CCC-C

KOPOTHOLEMOYEYHBIE H{MPHBIE KMCNOTH 4-6C C-C-C-CC-C

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

MUTOXOHIPHAIIBHOE OKHCIEHUE >KMPHBIX KHCIOT - OJMH M3 TJAaBHBIX HCTOYHUKOB
SHepruu, obecrneuynBarolMii B nepuoa ronoganus ao 80% ot obmieil morpeOHoctu. Korna
YPOBEHB TJIIOKO3bl CHMXKAETCS, a 3a1acoB TJIMKOI'€Ha CTAHOBUTCS HEOCTaTOYHO, YTOOBI TOKPHITh
BCE DJHEpPreTudyeckue MoTpeOHOCTH (MpU TOJIOJAHUU M JUINTENbHOM (U3NYECKOW Harpyske)
akTuBHUpyetcs nunonus. [Iporcxonut o6pa3oBaHue JIMHHOLENOUYEYHBIX )KUPHBIX KUCIOT (C16-
C20) u rMuepuHa W3 3aMaceHHBIX B JKUPOBOM TKaHW TpHALMITIULEpUHOB. Perymmpyer
JUINOAU3  TOPMOHYYBCTBUTENIbHAs  JIMNa3a,  KOTOpas  aKTUBUPYETCS  TOPMOHAaMHU,
CEKPETUPYEMBIMU IIPU T'OJIOJAHUU U CTPECCE: TNIIOKarOHOM U KOPTHU30JI0M.

B nmedeHun, B MHUTOXOHJpUAX, HUAET Hpolecc OOpa3oBaHHs KETOHOBBIX TeNl —
MUTOXOHJIPHAJIBHOE B-OKUCJIEHHE >KMPHBIX KUCIOT. KeTOHOBBIE TENs SIBISIIOTCS Ba)KHEHIINM
MCTOYHUKOM 3HEPTUU I TOJIOBHOT'O MO3Ta.

Jns  B-OKMCIEHHMSI >KMpPHBIE KHCIOTHI HEOOXOAMMO JOCTaBUTh B MHTOXOHIPUHU.
BuyTpeHHssT MUTOXOHIpHalIbHAs MeMOpaHa HEMpOoHHUIaeMa JUIsl JUIMHHOIIETIOYEUHBIX >KMPHBIX
KHCJIOT, 1 OHU IPOHUKAIOT BHYTPh C TIOMOIIIbIO KAPHUTUHOBOM YeTHOUYHOM cucTeMbl. KapHUTHH-
3aBUCUMBIE (DEPMEHTHl — KapHUTHHTPAHCIIOKa3a, KapHUTHHNanbMuTownrpanchepassl 1 u Il -
o0ecreynBaoT MEPEeHOC AIUHHOIECTIOUEYHBIX >KUPHBIX KHUCIOT B BHUJE CIOXKHBIX 3(pHUPOB
(aUMIKapHUTUHOB) M3 LUTOIUIa3Mbl Yepe3 HapYKHYI0 M BHYTPEHHIOIO MHUTOXOHAPHAIBHYIO
MeMOpaHy B MaTpHKC MHUTOXOHIpHUH. B mporecce OKHMCICHHS XHUPHBIX KHCIOT, C KaXKIbIM
[IaroM MX LENHW YKOPayUBAIOTCSA, 3a KaXKIbIl 3Tall HAa 3TOM IYTH HECET OTBETCTBEHHOCTH
OTIpEICTICHHBIN (PEPMEHT.

120



—
I
cPm
(= rounorense moror (S
UMTOMNMA3IMA

ANUHHOLNOYEUHLIE KHCAOThI HAPHWUTHH

ANHMHHOLNOYEYHLIE KMCIOThI KapHUTHH i e

[ iumounoseunse crors— JRr i
TFP

CpefHeLeNnoYeuHbIE KHCAOTHI c-C
MHUTOXOHOPWA

Puc.2. Cxema B-OKUCTIEHUS KUPHBIX KUCIIOT.

B yumonnazme OnumHOYenoueuHvle JHCUPHLIE KUCIOMbL CEA3BIBAIOMCA €  KAPHUMUHOM
Gepmenmom xaprumun nanemumounmparcgepaszou I (CPTI), obpa3zys ayurkapHumuHul.
Ayunkaprumun mpaHcnopmupyemcsi (hepmeHmomM-mpancnopmepom KapHUmuH-mpaHcioKazou
(CACT) 6 mumoxonopuu.

AyunkapHumuHn cHO8a pacujenisiemcs epmenmom KapuumuH narvmumounmpancgepazoti 1l
(CPTI), e6bicéob0xcOasn KapHuumumn, KOMOPHIU MONCEM 6ePHYMbCS 6 KIemKY U NOBMOPHO
ucnonvzoeams. Kupuvie xuciomel ¢ OIUHHOU Yenvlo YKOPA4uU8aemcs 00 CpeOHeyeno4ednvbix
arcupnvix xuciom pepmenmamu VLCAD, LCHAD u TFTPFP. Ykopouenue scuphwvix Kuciom

Hasvleaemcs -okucienuem
HAPYHIEHUSA -OKUCJIEHUSA )KUPHBIX KUCJIOT

[Ipu HEmOCTaTOYHOCTH (PEPMEHTOB, KOTOPHIE IIOMOTAIOT KUPHBIM KHUCJIOTaM MPOHUKHYTh
B MHUTOXOHJPUHU (TO MECTO TJe UAET CHHTE3 HYKHBIX HAllleMy OpPTaHHW3MY KETOHOBBIX Te€Nd), U
nedunure GepMEHTOB, KOTOPHIC PACHICIUISIOT JKUPHBIE KHCIOTHI MPOUCXOJIUT OJIOKHPOBAHUE
(I/IJ'II/I PE3KOC CHI/I)KGHI/IG) MHUTOXOHAPHUAJIBHOI'O B-OKHCJICHHSA, YTO 3aCTaBJIAACT Hall OpraHyU3M
HNCKaTh aJIbTCPHATHUBHBIC IIYTHU YTUJIMU3AIUW KUPHBIX KUCIIOT, W OTO IMPUBOAUT K HAKOIIJICHUIO
TOKCHYECKMX BEIIECTB, KOTOpPHIE OKA3bIBAIOT HEOIArompUsATHOE BO3ACHCTBHE HAa TKaHU
TOJIOBHOT'O MO3Ta, Cep/Ilia, IEUYSHH U Ip.
B HOPMC aKTHBALlUA MUTOXOHAPHAJIBHOI'O B-OKHUCJICHUC Y XUPHBIX KUCIIOT, 3TO (1)I/I3I/IOJIOFI/I‘-IGCKa$I
pcaknudga oOpraHnsMa Ha TOJOJAaHUC WA I/I3651TO‘-IHOC MOCTYIICHUC )KHpHOﬁ ITNIIH,
WH(EKITMOHHBIN MPOIECC U MOBBIMICHHYIO (PU3NYECKYIO (C BHICOKOH MBIIIEYHONW aKTHBHOCTBIO)
W SMOIMOHANBHYO Harpy3ky. Ho npu matonoruu (HapyIieHnu nporecca OKHCICHHS KUPHBIX
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KHCIIOT).  JTO BeIeT K MeTabOoJM4ecKOMYy alua03y, TUIEePaMMOHUEMUH, YCYT'yOJICHUIO
TUIOTJIMKEMHH, TOPAXEHUIO BHYTPEHHUX OPraHOB.

meTabonuyecKiaiA

aumaos,
HapylleHe OKMCneHu1a
rUNornMKemms,

MMUPHELX KMCNOT
rMNepaMmmMmoHMeEMM],

>¢:> nopaxeHue

BHYTPEHHUX OpraHos

(nocTynaroT ¢ nuweii)

OKMCNEHME KIPHBIX KMCNOT

r!

2

3HAOTeHHEIe KIPLL
(®1pbL opraHMsma)

Puc.3. Cxema B-OKHUCIICHUS JKUPHBIX KHCJIOT B HOPMC U ITPpH ITIaTOJIOTUU

KJIACCU®PUKAILIUA HAPYHIEHUNA B-OKHUCJEHHUSA XWUPHBIX KHUCJIOT U
TPAHCIIOPTA KAPHUTHUHA

W3BectHo Oosiee 15 pa3nuuHbXx (GOpM HapyLUIEHHMH MUTOXOHJPHUAIBLHOTO B-OKHCJIEHHE
KHUPHBIX KHUCIOT. Bce OHM CBf3aHbl ¢ HapylleHMEeM O€lIKOB MM (PEPMEHTOB, KOTOpbIE
Y4acTBYIOT B METa0OJIM3ME KUPHBIX KHCIOT. [lockompKy Ha3BaHHs ()EPMEHTOB OYCHb JUTMHHBIC
U CIIO’KHBIE, IPUHATO UCIOJIb30BATh COKPAIIEHHYI0 a00OpeBHaTypy, aHTIHMICKYIO WIH PYCCKYIO
(B pyCCKHX CTaThsIX U KHUTAX).

1. HapyumeHue TPaHCHOPTA KUPHBIX KHCJIOT

o [lepBuunsiii nepuunt kapuutuna (rem SLC22A5)
KimHngeckue nposiBieHUs: KapAUOMHUONATHsI, apUTMUS, CEpAeYHas HEIO0CTaTOYHOCTD,
MBIIIeYHast C1a00CTh, MOPAKEHUE MEYSHH.

e Kapuurun nansmuroniarpancdepassl 1 gepunur (ren CPT I)
Knunnyeckue mnposiBIEHMS: TSHKENOe MOpakeHUEe IMEYeHH, HapylleHHe ee (YHKIIHUH,
XO0JIECTA3.

e Kapuurun Tpanciokassl Jepuuut (red SLC25A20)
KimHndeckue nNposiBIICHUS: TSOKENas KapAUMHONIATHS, apUTMHH, TOPAKCHHUE ITEYCHHU.

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

[To3nusas manudecranus, y B3pocibiX, Ooyee Markas (Gopma, MposBISETCS 3MU304aMU
MBIIIEYHON CIaO0CTH, TPYJHOCTSIMH IIPH BBITIOJTHEHUH (PU3HMUECKON HArpy3KH.
HapyieHnne B-OKHC/IeHHS KUPHBIX KHCJIOT

Koporkouenoyeunoii auuia-KoA nermaporenassl gedpuuur (SCAD) (rem ACADS):
OOBIYHO MPOTEKAET OECCUMITOMHO.

Cpennenenoveunoi anuia-KoA nermaporenasnl nepuuur MCAD (ren ACADM)
Knunuueckue nposiBieHus: MOXeT MaHU(eCTUPOBaTh B JII0OOM BO3pacTe, MPOSBIIAETCS
OBICTPO TPOrPECCUPYIOLIUM META0OINYECKUM KPU30M TOCTE IIUTENLHOTO TOJIOAAHUS
Wi (pusnyeckor Harpy3ku. TomIHOTa, pBOTA, YACTO MPU HOPMAIHLHOM YPOBHE TIIFOKO3BI
B KpoBU. [Ipu oTCcyTCTBHM Tepanmuu MOXKET NMPUBECTH K CyA0pOraMm, KOME U OCTaHOBKE
cepaua.

MuoxkecTBeHHbIN Aepuuut anuia-KoA nermaporenas — riiyrapoBasi auuaypusi THII
II (ren ETFA)

Knunuueckue mposBIeHUs OYeHb Pa3HOOOPa3HBI: MOPOKU PAa3BUTHUS TOJIOBHOTO MO3ra,
KHCTO3Hasl 00JI€3Hb MOYEK, TUIIOTTTUKEMUS, alli103, SUIIETICHS, KapIUMHUOIIATHSI.
MHuUTOXOHAPUAIBLHOTO TPUPYHKIHOHAIBHOTO 0esika aepuunT (MTP)
NJMHHOUenoYeuHoi ruapokcmia-KoA neruaporenasnsl aepuuour (LCHAD) (ren
HADHA)

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

Ouenb pauHHOUeno4YeuyHoil aumia-KoA npermaporenassl nepuuutr VLCAD (ren
ACADVL)

Knunnyeckue mnposiBieHUs: JaHHOE 3a00J€BaHUE BApbUPYET OT YMEPEHHBIX, C€i1alo
BBIPQKEHHBIX CUMIITOMOB Y OJHHUX, 70 Oojiee cephe3HBIX MpobiieM y apyrux. Ilepssie
CUMIITOMBI MOT'YT IIPOSIBUTHCS KAaK C POKICHMS, TaK U yXKE BO B3POCIION KU3HHU.
Muaanenyeckass gopma - Gonee Tsoxenas, nporekaer kak LCHAD, manudectupyer
MEXIYy DPOXICHHEM U 4 MecslaMu, MOYKET BKJIIOYaTh KAapAMOMHUIIATUIO, HapyIICHHE
paboThI MEYEHHU, MBILIEUYHYIO CJIa00CTh, HEHPONATHIO, PETUHOIIATHIO

Jerckast ¢opma - CUMOTOMBI OOBIYHO MOSIBISIOTCS B paHHEM JETCKOM BO3pacTe,
OOBIYHO TPOBOLUPYIOTCSA OOJE3HBIO WM MEPUOJOM  JUIMTEIBLHOTO TOJOJAHUS.
[TposiBRsitOTCS CUMOTOMAaMU TUIIOTJIMKEMUN U METa0OJIMYECKUM KpHU30M. Tak ke MOXKeT
BKJIIOYATh CJIEAYIOUIME IMPHU3HAKH: TeNaTOMETalluio, MBIIIEYHYIO C1a0oCTh, OCOOCHHO
1ocJje BhIpaKeHHOM (pusnueckoit Harpy3ku. [laTonoruu co CTOpoOHBI cep/ia npu JaHHOM
TUIE 0OBIYHO HE HaOMoJaeTcs. Y HEKOTOPBIX JeTel CHMITOMBI JaHHOTO 3a00JIeBaHUs
BBIpa)KE€HBI HACTOJBKO CJ1a00, YTO PACIO3HAIOTCS TOJBKO IOCIE MOCTAaHOBKM JMarHo3a
Opaty wim cecTpe.

IMo3auss (B3pocaasi) popmMa - KIMHHYECKUE TPOSIBICHHUS: padaomuoinus. [lepBeie
CHUMIITOMBI HAYMHAIOT MPOSBIATHCA B MOAPOCTKOBOM HWIIM YK€ BO B3POCJIOM BO3pacTe.
[TosiBnsieTcss o0miasi MbllIeYHass CJIa0OCTh, KOTOpas CTAHOBUTCS TPOJOJIKUTENBHOM,
Oonee BBIpaXKEGHHAs TMocie  (U3UUYECKUX  HArpy3oK. Meimeynas  cnabocThb
COIIPOBOKIAETCS OOJE3HEHHOCThIO, cynoporaMu. MOXKET TMOSIBHUTbCS KpacHOBATO-
KOPHUYHEBBIN [IBET MOYH.
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[Tpu nanHOM THIIE, O€3 JIEUEHUS] MOXKET Pa3BUTHCA MMOYEYHAsi HEAOCTATOUHOCTh. OIHAKO
npoOJIeMbl € cepaleM M MeTabOJMYeCKU KpU3 He XapaKTepHbI A JaHHOH (opMbl U
YPOBEHB TJIIOKO3bI B KPOBH OCTAETCS OTHOCUTEJIBHO CTA0MIIbHBIM.

o HMG- KoA cunrasbl gepunut (red HMGCS2)
KimHndeckue nposiBieHUs: OCTpas TMIOKETOTHYECKas TUIIOTJIMKEMUS, OTHOCUTEIBHO
HU3Kasi IEPEHOCUMOCTb I'0JI0/IaHUS.

o HMG- KoA sma3bl ne¢puunt (redk HMGCL)
Knuauueckue nposiBiieHHs: 0CTpas THIOKETOTUYECKAs THIIOTJIMKEMHUs], METa00INYEeCKUH
alu103, OpaKEHUE MEYECHU.

I'EHETUYECKHUE IPUYUHBI HAPYIIEHUA OKUCJIEHUA )KUPHBIX KUCJIOT
['ensl npencraBisioT coboi nmocnenosarenbHocTh JJHK 1 B HUX 3amMcaHbl HHCTPYKLUU

o «mpurotoBiieHnio» O0enkoB 1 PHK. I'eHbl HaxomsaTcs B XpoMocoMax. Y dejoBeka 23 maphl
XPOMOCOM, OJHY M3 XPOMOCOM C COOTBETCTBYIOIIMM HAOOPOM T€HOB OH HACIlIeyeT OT MaTepH,
BTOPYIO OT OTIa. Elle ecTh /1B MOJIOBBIE XPOMOCOMBI, KOTOPBIE OMPEACTSIOT PO peOCHKa — ¥
JIEBOYEK JBE X-XPOMOCOMBI, a Y MAJIbUUKOB OJHA X U OHA ¥Y-XPOMOCOMBI.

Bce 3a0oneBanus 3 JaHHOW TPYIITBI HACICIYIOTCS 110 ayTOCOMHO-PEIIECCUBHOMY THITY.
DTO0 3HAYUT, 4TO 00a POAUTENS SBISIOTCS HOCUTENSIMUA MYTallUM, HO HE OOJEIOT, T.K. Y HUX €CTh
BTOpas KOMUSA 370pOBOro reHa. Puck poxzaenus OonbHOro pebeHKa B JaHHOM CiIydae
cocrtaBisieT 25%. bonbHOI pebeHOK HAacIeayeT OJHY KOMUIO “00JbHOr0” reHa OT OTIA U OJHY—
oT MaTepu. 3aboJeBaHue MPOSBIAETCS TOIBKO B ClIydae HAIWYHS JBYX KOMHUH MOBPEKICHHOTO
reHa. MallbuMKH U IEBOYKH OOJICIOT ¢ OMHAKOBOM YaCTOTOM.

¢ €
Orteu-HocuTeNb ﬂ ' Matb-HOCUTeNbHMLUA

| |
00 O

Q [ @ ©
SR AR, A AN
L $ L R R
3poposble 25% Hocutenu (retepo3urotsi) 50% bonbHble 25%

Puc.4. Cxema ayToCOMHO-pELIECCUBHOTO TUIIA HACJIEAOBAHUS
JIAATHOCTHUKA HAPYIIEHUI OKUCJIEHUSA JKUPHBIX KUCJIOT

OCHOBHBIMU METO/IaMHU AMATHOCTHKH 3TOW IpyIIbl 00JE3HEH SBIAIOTCS OMOXUMHUYECKUE
TecThl. [IpoBOIAT ompenercHWE aNWIKAPHUTHHOB B KPOBH METOAOM TaHAEMHOW Macc-
CIIEKTPOMETPHHU.

[Ipu pasHbiIx Qopmax 3a0o0jieBaHM HAOIIOJACTCS TOBBIIICHUE OIMPEICICHHBIX
AIMIIKapHUTHHOB.

AmikapHUTHHBL 0003HaYa0T OyKBamu ¢ UGPOil, KOTOpas yKa3bIBaeT Ha YUCIIO aTOMOB
yriepoja B JaHHOM COCIUHEHUH, APYrrue 0003HAUEHUSI OTHOCATCS K HAIMYMIO IBOMHBIX CBS3EH,
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TUAPOKUCIBHON Tpymnmbl W T.A. Takke pa3paboTaHbl METOABI OINpEAeNieHUS aKTHUBHOCTH
(dbepMeHTOB, HO HUX NIPOBOAAT OYEHb HEOOJIBLIOE YHCIO JIabopaTopuil BO BCEM MHpE U HUX
CIeIlyeT PEKOMEHIIOBaTh, eciau B pesynbrare JIHK-amarHocTukm He ynanock OOHAPYXKHThH
MyTalliu B I'CHC.

Tabmuna 1. CoorBerctBue Mexay HekotopbiMu FAOD wu  wu3MeHeHMsIMH  ypOBHEH
AIMIKApHUTHHOB

N3menenne I'pynna anuikKapHUTHHOB 3abo1eBanue
AlWJIKADHUTHHOB
C10 1 C10:1 t+ C6 1 CpenHerneno4ye4Hbie HenocrarounocTs cpenHenenoyeuHon
Cc81 AIMIIKAPHUTHUHBI anuin-KoA neruaporenassl
Cl4 1t Cl4:17 Cl4:27 JImMHHOLETIOLICYHbIE HenocrarouHocts 0ueHb
Clé:1 7 AlWIKAPHUTUHBI U IIAHHOLeTToueuHOH anmin-KoA
HEHACHIIIICHHBIE JIETHIPOTCHA3BI
JUTMHHOIIETIOYEYHbIE
AIUIKAPHUTHHBI
C160H1,C180H ) JInMHHOLIeTIOLIEYHbIE HenocratouyHoCTh ATMHHOIIETIOYEYHOM
C18:10H1,C16:10H 1 | amuikapHUTHHBI coniepkaiiue | 3-ruapokcruanui-KoA neruaporenass
THAPOKCHIIBHYIO TPYIIITY (AL AJT)
co ¢ CBOOOAHBIN KAPHUTHH [TepBryHas HEOCTATOYHOCTD
KapHUTHHA

JTHK-TUATHOCTUKA

BoisiBUTH MyTanuio (IOJOMKY) B T€HE MOXHO MOJEKYJISPHO-TEHETUYECKUM METO/I0M,
st atoro npoBoautes JJHK-nuarnoctuka. OnHako, ObIBAIOT Cily4au, KOrja MyTallUi0 HAaUTH C
IIPUMEHEHHUEM CTaHJApPTHBIX METOJOB HeE yhaercs. Torga Bpadyd INpU ITOCTAHOBKE IMArHo3a
OPUEHTUPYIOTCS Ha KIIMHUYECKHE CUMIITOMBI U OMOXMMUYECKHE U3MEHEHUS.
Ecnu Myranuu HaliieHbl 5TO JA€T BO3MOKHOCTB OINPENCIUTh HOCUTENIEH B CEMbE U IIPOBECTH
IpeHaTaIbHYIO /WY MPEUMIITIAHTAIUOHHYIO JUArHOCTHKY.

MOI'YT JIM APYT'HME YWIEHBI CEMbU 3ABOJIETH WU BBITb HOCUTEJISIMU?
Bpatbst u cectpsl GonbHOrO pebeHka, MOTyT OBITh OOJNIBHBIMH, JaXK€ €CIIM y HUX Ha

MOMEHT JIMarHOCTUKW WICHOB CEMbH HE OBLJIO CHMIITOMOB. B JaHHOM ciiydae HEOOXO0JIUMO
MIPOBECTH JIMATHOCTUKY, YTOOBI KaK MOXHO PaHBIIC HAYaTh TEPAIHIO M N30ekKaTh OCIIOKHEHUH.
Take OHU MOTYT OBITh HOCUTEIISIMHU, KaK UX POIuTeNd. UTo KacaeTcs qPYruX WICHOB CEMbH, TO
UM BaKHO COOOIIMTH, YTO OHU MOTYT OBITh HOCHTEISIMHU. JTO 3HAYMT, YTO U y HHUX €CTh PUCK
pOXKIeHHS peOeHKa ¢ JTaHHBIM 3a00JIEBaHUEM.

Ecnu B cembe yxe ecTb 0IMH peOCHOK C HAPYIIEHUEM OKHCICHUS JKUPHBIX KUCIIOT, KOTAa Y HETO
poXgaercs OpaT WM cecTpa, HY)XKHO TPOBECTH HEMENJCHHYI0 TUArHOCTHKY, Ha HAIUYUE
JaHHOTO 3200JIeBaHUs, YTOOBI HAYaTh CBOCBPEMEHHYIO TEPAIHIO.
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OCOBEHHOCTHU TEYEHHWA 3ABOJIEBAHUI

3a0oieBaHus U3 3TOU TPYIIIBI MOTYT HAUWHATHCS B JJFOOOM BO3pAcCTe - C MEPBBIX AHEH U
@K€ 4acoB JKWU3HH, B IEPBbIE MECSIbl WJIM MPOSBUTCSA TOJBKO B JIETCKOM BO3pPacTe WU Y
moJIPoCTKOB. Bce 3aBucHuT OT popmbl OO0JIE3HH, TSHKECTH MYTAIlMM M BHENTHUX (AKTOpPOB (Kak
4acTo peOeHKa KOPMST, KaK 4acTO OH OOJIEeT U T.J).

Jns HexoTopheix (GopM Oosiee XapaKTEPHO MOPAKEHHE MBIIMICYHON CHUCTEMBI, JUIS OPYTUX -
cepaeyHol MbImnbl. HekoTopeie 3a00yieBaHMs MPOTEKAIOT MPEUMYIIECTBEHHO C MOPAKEHUEM
MEYEHU U C PA3BUTHEM METaOOIMYECKUX KPU30B C THIIOTJIMKEMUEH.

Metabonuueckue Kpusbl - OYeHb ONAacHbl. MIMEHHO B 3TOT MEpUOJ MOTYT Pa3BUTHCA
HeoOpaTUMbIE TOBPEXKACHUS TOJIOBHOTO MO3Ta, KOTOPBIM KpailHe HYKIAeTCsl B IMOCTYIUICHUH
MeTabOIMYECKOl PHEprHuHM B BUJE TIIOKO3bl WJIM KETOHOBBIX Tel. EciuM mpu MHOTUX ApYyrux
HACJIC/ICTBEHHBIX ~HApyIIEHUsX OOMEHa BEHIECTB, COMPOBOXKAAIOIIUXCS THIIOTIMKEMUCH
(Hampumep, HapyIIEHUIX 0OMEeHa TTTMKOreHa) HaOII0AaeTCsl BRICOKUN YPOBEHb KETOHOBBIX TN U
MO3T MOXET MOJy4YaTh HSHEPIHI0 3a CYET HMX METaboiM3Ma, NpU HAPYHICHUSX OKUCICHUS
KUPHBIX KUCIIOT YPOBEHb KETOHOBBIX TEJI HU3KHU, NOITOMY IMOBPEXKIECHHUE TOJOBHOTO MO3Tra
pa3BUBAETCS OUEHB OBICTPO.

OBPA3 )KU3HU, EXKEJTHEBHASA TEPAIIUA U JUETA

Honrocpounas Teparnusi B JaHHOU TpyIe 3a00JI€BaHUH - 3TO TUETOTEPAIIUs.
Lenu:
e HopmanbHoe (pu3nueckoe U HHTEIIEKTyallbHOE pa3BUTHE.
e JlpubaBka B Bece U pOCTe, B COOTBETCTBHE C BO3PACTOM.
e [IpenynpexneHrue XxapakTepHbIX CUMITOMOB, HAlIPUMEP MBIILIEYHONH OOJIM, MBIIIEUHOU
CJ1a0b0CTH.
e [IpenorBpalieHne ONaCHBIX MPOSIBICHUH, TAKUX KaK IIOBPEKACHUE CEPACYHON MBILIIBI.
o JlpenynpexieHue KaTaOOJMYECKUX CHUTyallud, KOTOpble MOTYT TPUBECTH K
MeTaboIMYECKUM KPU3aM C TUIIOTJIMKEMUEH U Pa3pyILIEeHUIO MBIIIIEUHBIX KIETOK.

J1st mOCTHKEHUS ATUX IIeJIel TUeTOTepaIius T0JDKHA OTBEYATh CICAYIONUM TPEOOBAHUSIM:
e (OO0ecreunBaTh aJleKBaTHOE TMOTpeOIeHne Oelka B COOTBETCTBHE C BO3PACTOM U
NOTPEOHOCTHIO.
ObecneunBaTh HE3aMEHUMBIMU KUPHBIMH KHCIOTAMU, BATAMUHAMH ¥ MUHEpaJIaMHU.
MOKPBIBaTh SHEPro3aTpaThl.
W36erath JUIMTEIBHBIX MIEPUOJIOB TOJIOTAHUS
OrpannuuBaTh TOTPEOJICHHE JKUPHBIX KUCIIOT C IJTUHHOM IIENBIO.
CooTBeTCTBOBAThH BKYCY, BO3pPACTy M MOTPEOHOCTAM peOeHKa.
IToaxoauTs 11 MOBCETHEBHOM YKU3HM.

3a0os1eBaHUs1, IPU KOTOPBIX IHETA HE UCNOJIb3YeTCH:

e [lepBuYHBI TeUIUT KAPHUTHHA
e Kopotkonenoueunoit aimn-KoA nerunporenassr nepunut (SCAD)
e (Cpenneuenoueunoit armn-KoA neruaporenasst nepuur MCAD

3a0os1eBaHNsl, NIPH KOTOPBIX HCIOJIb3YeTCSl AUCTOTEPAIINS:

e Kapuutua nansmutomtrpanchepassl 1 gedurut (CPTI)
e Kapuutnn nansmuronnrpancdepassl 2 nepuuut (CPTII)
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MuTOXOHIpHAILHOTO TpU( YHKIIHOHAIEHOTO Oenka neguuur
JUTMHHOTIeTIouedHoM ruapokcmii-KoA neruaporenassl neduiut (LCHAD)
Ouensp pnuHHONETIOUEHHOM armin-KoA neruaporenasst gepunur (VLCAD)
MuosxectBeHHBIN nedunut ammwi-KoA neruaporenas

HMG- KoA cunrassl gedumnur

HMG- KoA nua3sr nedpunur

YMepeHHOe OrpaHNYeHNe KHPA B PalMOHe:
Kapuutun nansmurountpancdepasst 1 gepuuut

YMepeHHoOe HIH 3HAYNTEIbHOE CHUKEHHUE sKUPA B PallMOHe:

Kapuutun nansmurountpancdepasst 2 gepuuut

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

MHuoxectBeHHBIN nedunut ami-KoA neruaporenas

(MTP)

VLCAD

3HaunTeNbHOE CHHJKEHHE JKMpa ¢ HCIO0JbB30BaAHHMEM MCT (cpe)meuenoqeqﬂblx

TPUIJIHLEPHI0B)+HOYHbIC KOPMJICHHUS:

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

Tabauna 2. MakcuMaJIbHBIN MEPHOJ I0J1012 B 3aBHCMMOCTH OT BO3pacra:

(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 NepePHIB 6 YaCOB.

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

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

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

I/IHTepBaJIBI MCXKAY NpueMaMiu MU B JHEBHBIC YaCbl U HOYHBIC IIEPEPBIBEI MCKIY
KOPMJICHUAMU YCTAHABJIIMBAKOTCA HHAUBUAYAJIIbHO, B 3aBUCUMOCTH OT YPOBHA I'NTMKECMHU.

Ta6auna 3. CpenHecyTouHble HOPMbI (PHM3HOTOTHYECKHX MOTPeOHOCTEH B JHEPIrUU I

aereu

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

Bo3spacrt (mec.) JHeprus JHeprus
(kxan/kr) (xxan/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 monoka + 50% crnennanmsupoanHoe mutanue ¢ MCT
e >4Mec. — yMepeHHOE CoKpaleHue xupa 10 30% sHepruu 0T o0IIero Kajxopaxa, U3 HUX
10-15% 3a cuer MCT, 3-4% 3a cyeT He3aMEHUMBIX KUPHBIX KHCJIOT.

JAuerorepanus npu HEJ0CTATOYHOCTH OYeHb UIMHHOLenmouyeyHoil anuia-KoA
peruaporenassl (VLCAD) ¢ panHeilt MaHudecTanmedl M = HeI0CTATOYHOCTH
MHUTOXOH/APHAIBLHOIO TPUPYHKIHOHATBHOIO Oesnka (MTP) He0CTATOYHOCTH
AJTHHHOLeno4Ye4Hoi ruapokcumii-KoA nermaporenassl (LCHAD):

e 0-4mec — 100% cneunanuzupoannoe nuranue ¢ MCT

e >4mec. — cokpaieHue xupa a0 25-30% sHepruu ot obmiero kajgopaxa, 20-25% u3 HuX
3a cuer MCT, 3-4% 3a cyer He3aMEHHMBIX >KUPHBIX KHUCIOT. CHU3UTH MOTpeOIcHHE
JUIMHHOLETIOYEYHBIX KUPHBIX KMCIOT MAKCUMAaJIbHO HA CKOJIBKO BO3MOXKHO.

Jliis1 BceX THNOB: U30eratb KaTadoIu4ecKuxX curyanmi!!!

ITPUMEP PACYHETA JUETHI
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Pacuer nuersl ans peOEHKa ¢ JAMArHO30M: HEJAOCTATOYHOCTH JJTMHHOLECTIOYEYHOW THIPOKCHUII-
KoA neruaporenassl (LCHAD):
Bospact 1,5rona, Bec 10xr.

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

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

Hcxons u3 3Toro, peOCHOK JAODKEH MOTyYHUTh:
Kupst (r/cyt) =25% x 900/9/100% = 25r. xupa B CyTKH.

20% 3Hepruu IO0JHKHBI 00ECIICUnBATh KUPHBIC KUCIOTHI CO CPEIIHEH IIETIbI0, CIIEI0BATEIBHO:
MCT(r/cyt) = 20% x 900/9/100% = 20r. MCT B cyTKWH.

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

3-4% sHEepruM Mbl JOJKHBI 00ECTIEUUTD 33 CUET He3aMEeHUMBIX KUPHBIX kucioT (ITHXKK).
Cunraem:
ITHXKK (r/cyt) = 3% x 900/9/100% = 3r 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) Gonee nenecooOpazHa AMeTa C MOBBILIEHHBIM COJEpKaHuEM 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 (Kxam)

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%
[lepeBoiM B rpamMMBI:

VYrnesoas! (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
kJeTkd. OpranusMm crnoco0eH MpeoOpa3oBbIBaTh KMPHBIE KUCIOTHI OJHOTO Kiacca B APYroii,
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 cBolicTBa B 3THX k€ 000JI0YKaX OOHOBJISATHCS I1O
M€pe TOr0, KaK KJIETKa MPOXOAUT CBOM €CTECTBEHHBIN JKU3HEHHBIN IIUKIL.

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

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

Owmera — 6: mMHOIEBast KUCJIOTA, apaXUJ0HOBAs KUCIIOTA.

Taoauna 4. [THKK npu HU3K0KUPOBOM 1MeTe, ONTUMAJIbHOE COOTHOILIEHUE:

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 pacTuTe/JBHBIX Macaax:

MacJja JIuHoJieHOBast Aabpa- Owmera-6:o0mera-3

KHCJIOTA JINHOJIEHOBAS

(omera-6) KHCJI0TA

(omera-3)

CadmopoBoe Maciio 75 0,47 150:1
TEIKBEHHOE MacCiIo 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  3apogasbreit | 55,7 7,8 71
MIIIEHHIIBI

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 ngumpb Mmanas dacth JI'K kucnorel cuHTe3mpyercs U3 anb(a-JINHOJICHOBOM,
OJIHUX pACTUTEIBHBIX MCTOYHHUKOB JUId BOCHOJHEHHS HeoOxonumoro ypoBHs Owmera-3
HEIOCTaTOYHO. VIMEHHO MOATOMY B PAallMOH PEKOMEHAYETCs BKIIOUUTH JOOABKH COJEpIKallne
noko3orekcaeHoByto kucioty (AI'K) B Heooxonmumom kommuectse. [[o3za ITHXKK onpenensiercs
BpauoM.

KAPHUTHUH
[Ipy mepBUYHOM IedUIMTE KAPHUTHHA, MpernapaThl JCBOKAPHUTHHA HA3HAYAIOT B BBICOKHX
no3ax 50-400 mr/kr/cyr.
B ocTanpHBIX Cilydasx KapHUTUH Ha3HA4YalOT B HEOOJBIIMX JIO3MPOBKAX C OCTOPOKHOCTBIO
per.os. (03a onpenenseTcs BpauoM)

MPOTUBOIIOKA3AHO BHYTpHBEHHOE BBEJIEHHE PACTBOpPA KApHUTHHA NIPU HapylIeHUH [3-
OKMCJICHUS )KUPHBIX KUCIOT!!!

KAKHUM OBPA3OM IIMTAHUE PEBEHKA MOJKET BbITh AJAIITUPOBAHO K
IIMTAHUIO CEMbH

K KOHIY HEpBOTO roaa XU3HU pe6eHOK Ha4YWHACT ICPEXOAHUTh Ha O6HHﬁiCTOH,eFO
NUTaHHE Bce OOJIbIllE HAYMHAET MMOXOJUTh Ha B3POCIIYHO IIHUIILY. Ena umeer boiee TBECPAYIO
KOHCHCTCHINIO, 1 ACCOPTUMEHT OTACIIbHBIX ITPOAYKTOB U 6JHOI[ pacmurpscTCs.

‘ s PACTUTE)IbHBIE
MACNAU CUT

MONOKO, HEXHUPHOE

? MACO, PbIBA

© /©
as;,‘ '@ 6\ -‘.‘R‘;

\ HANUTKYN

Puc.1. IlumeBas nupamuma, WUTIOCTPUPYIOMIAS COCTaB €XKEIHEBHOTO palMoHa pedeHKa C
paccTpoiicTBoM MeTabo0Iu3Ma TMHHOLENOYEUYHbBIX KUPHBIX KUCIIOT.

bonbmias 4acte MOPOJAYKTOB COOTBETCTBYET PEKOMEHJALMUSAM JJii  3JI0pOBOTO,
Pa3HOOOPA3HOTO MHUTAHUS JETEH CO 370pOBBIM MeTaboau3MoM. OueHb BaKHBI HAIUTKH 0€3
caxapa, Takue Kak MHUHepaJbHasl Boja, PPYKTOBBIA 4ail 1 HEOONIBIIOE KOJHMYECTBO (PPYKTOBOTO
COKa, CMEIIAaHHOTO C ra3upoBaHHON BojoW. B mpuoputere ¢pykThl UM oBomu. B ux cocrae
NPAaKTUYECKH HE COJCPXKHUTCA HKUPOB, MOITOMY OHH MOTYT YHOTPeOJsAThCs B OOJBIIOM
KonuecTBe. PekoMeHIyeTcs, Kak U BceM, ChellaTh S MOopLuil ()PYKTOB U OBOIICH B JICHB.
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Crnenyromuil ypoBeHb NHUINEBOM NUPAMUIBI CONEPKUT 3€PHOBBIC NPOMYKTHI, 3JIaKH U
KapTodeib. [Ipu UX NPUrOTOBIEHUH JT0JIKHO MCII0JIb30BaThCSl MUHMMAJIBHOE KOJIMUYECTBO JKUPA.

O0€e3KUpEHHOE MOJIOKO M MOJIOYHBIE IPOAYKTHI OOOralllalOT €KEJHEBHBIM PALMOH U
JIOTIOJTHSFOTCSI MEHBIIUM KOJTMYECTBOM HEKUPHBIX COPTOB MsICa U PHIOBI

Macna u TBepble XUPHI JOKHBL ObITh 3aMeHeHbl MCT 1 He3aMEeHHMBIMHU KUPHBIMU
KHCJIOTaMU B IIPABUJIBHOM COOTHOIIEHHUH.

Ha BepmuHe nupaMuipl HaXOASATCS. HU3KO)KHPOBBIE CIIAJJOCTH.

METABOJHUYECKHWHI KPA3

Mertaboinueckuii Kpu3 - KPUTHUECKOE, YIPOKAIOIIEe KU3HU COCTOSHUE, CITPOBOIMPOBAHHOE
HEONMaronpusaTHeIMU  (pakTOpamu, OOyCIaBIMBAIOIIMMH YCHJICHHBIH pacmaj JKUPOB C
00pa3oBaHUEM >KHPHBIX KUCJIOT, HApYyIIEHHEM WX OKUCICHHUS W TMPHUBOJSAIIEE K 00pa30BaHUIO
TOKCUYHBIX META00OJUTOB.

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

IIpu3HaKku runorJiMKeMuu (CHUKeHHE YPOBHS caxapa B KPOBH):
e (CmabocTh
e JIpoxsb
® [ '0JOBOKpYXEHHUE
e JIumkwmit XOJIOAHBIHN MOT.

ITepBble cUMNITOMBI MeTA00JIMYECKOT0 KPU3a:

UpesBbIyaiiHas COHIMBOCTb, U3MEHEHHUE IOBEACHUS, Pa3Ipa)kKUTEIbHOCTh, CHUYKEHUE aIIIETUTA.
Yacto kpu3 mnpoBouupyeT HHGEKIMs, MOITOMY IEepBble MPOSBIECHUS MOTYT HAuYWHATHCS
JUXOPaJKOHM, TOIIHOTOW, AWapeei, pBOTOW. 3aTeM CleNyeT CHIKEHHE caxapa B KpoBu. Eciu
CBOEBPEMEHHO HE HAayaTh JeUCHHE y peOCHKA MOXKET MOSBUTHCS OJBIIIKA, CYI0POTH U KOMA.

B KAKHX CJOYYASAX HYKHO HEMEJJIEHHO OBPATUTHCS 3A
MEJIUIIUHCKOM ITOMOIIbIO

Ecnu BbI 3ameTrinuy 110001 M3 3TUX CUMIITOMOB Y BaIlllero pebeHkKa:
e [Inoxo# ammmeTuT
BripakeHnHas c1abocTh WK Ype3MEpHasi COHITUBOCTh
Psora
Huapes
Jluxopanka
[TocTostHHBIE MBITIIEYHBIE O0JTH, CTA00CTh U KPACHOBATO-KOPUYHEBHIH IIBET MOYH.

YTO AEJATD ECJIM Bbl 3BAMETHUJIN Y PEBEHKA 3TU CUMIITOMBI?
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YXyameHue COCTOSHUS OOBIYHO HAOJIOAAeTCs B TOT MOMEHT, KOTJa OpraHu3My He
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 JIOJKHBI CIIENATh, 3TO MOMPOOOBATH BOCIOIHUTH YHEPTHIO 32 CUYET TITFOKO3HI.
Jaiite peGeHKY yriaeBOIbl, 3TO MOXET OBbITh ()PYKTOBBIH COK, CIAaJKWN Yaid, WIK PacTBOP
TJTFOKO3BL.

YuuThiBas BBICOKMH PHUCK pa3BUTUS META0OJUYECKOTO KpH3a TMPU  TOSIBICHUH
BBIIIICONMMMCAHHBIX CHMIITOMOB HY)XHO HEMEIJICHHO OOpaTHUThCA 3a MEIUIIMHCKOW ITOMOIIIBIO.
HeoOxomumo B3sTh aHamu3 KpoBH Ha dekTpoiuthl (K+, NA+, Ca+), rmoko3y, KILIC, AnAT,
AcAT, KOK, JIAI, XC, JIIIBII, JIUIHII, Tpurnuuepuasi, NH3 . W Hayath BHYTPUBEHHOE
BBEJ/ICHHE TJIIOKO3BI, COTJIACHO MIPOTOKOIY:

IIlpy HeBO3MOKHOCTH OPraHM3alMH NUTAHHUA Yepe3 POT HeO00XOAUMO YCTAHOBUTH
Ha30racTpaJbHbIA 30H/
TEPAIIUSA

IIpuHIMOBI TEpaATUA:

N36erath ronopanus

CoxkpallieHre B pallMOHE JKUPHBIX KUCIIOT C JUIMHHOM LIETIbIO

OO6oraiieHne NUIIY CpeIHEEN0YeYHBIMU )KUPHBIMU KUCIIOTaMU

[TpenoTBpaTuTh TUMOTTTUKEMHIO

JlononHurenbHas Merabonuueckas MOJAEpXKKa TMpU  Pa3BUTHUH  MHPEKIHUOHHBIX
3a0oeBaHUM

e Jlo6GaBkU KapHUTHHA (CM. pa3jiel KapHUTHUH)

OUSNYECKASA HAT'PY3KA

®uznyeckas Harpy3Ka — 3TO BCerza JOMOJIHUTEIbHAs SHEPTUsl, T€ KaJIOPUHU, KOTOPbIE MBI
JIOJIKHBI 3aIlJIaTUTh HAIIEMY OPTaHU3MY 33 YCUIIEHHYIO padoTy.
[ToaTomy eciu Bbl 3HaeTe, 4TO COOMpAETECh MOTPATUTh OOJIBIIE SHEPTUU Ye€M OOBIYHO, BBI
JIOJKHBI OBITH K 3TOMY F'OTOBBI.
3a 30 MuHYT 10 PU3UYECKOM HAarpy3ku pekoMeHaoBaHo npuHATh 0,2-0,5 r. MCT  Ha Kr Macchbl
tena. J{ns Gonbiiel 3((EeKTUBHOCTH MOXHO CMelIaTh C YIJI€BOJAaMM, HampuMep, s0JIOUHBIM
COKOM.
[Tocne puznueckoit Harpy3Ku HY>KHO BOCIOJIHHUTDH MOTPAUCHHYIO SHEPTHIO OEIKOBO-YTIEBOJHOM
3aKyCKOH, OTHOIIIEHUE YTJIeBOOB K Oenkam — 3:1

CrnenuajJu3upoBaHHOE MUTAHUE

JIJisi MalMeHToB ¢ HApYHICHUSIMU OKUCIICHUS JKUPHBIX KUCIOT pa3paboTaHbl HECKOJIBKO
BApHAHTOB CIICIMATU3MPOBAHHOTO TMUTAaHUS U OTHCNIbHBIE JieueOHble MPOAyKThl. OHH
OTIMYAIOTCS MeXAy coOoif. [Ipu mepexone ¢ oaHOM (OPMYIIBI Ha APYTYIO U C OJHOTO MPOAYKTa
Ha JIPyroM 3TO HY>KHO YYUTHIBATh!

Ta6mmma 7. CocTaB crienaIn3upOBaHHBIX HU3KOKUPOBBIX CMECEH JUIsl TMUTAHMS MAIlliEHTOB
npu FAOD, nauunas ¢ poxaenus ( comepkanue uHrpeaueHToB Ha 100 r cyxoro mpoykra)™

HaszBanue cmecu cyxast CMeCh Cyxas cmech Cyxas cmech ‘
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«Monogen» Hytpuren Kanco JIunano
(«MoHoren») HU3KO0KUPOBOH ( (Kanso Lipano)
Nutrigen Low Fat)
benku 12,8 12,9 12,5
Kupsl, B T.4. 12,9 12,9 17,5
JLITKK % ot 16 16 26
00.xKupa
MCT ,% ot 0o06.xupa | 84 84 74
JIunoseBas K-Ta Mr 900 800 1700
a-ITMHONeBas k-ra Mr | 170 110 326
wo6:w3 4,21 52:1
VYriaeBondsl, B T.4. 68,6 69 62,9
caxaposa, T 11,8 0 8,1
JIaKTO3a, T 0 27 3,7
JNeKCTPUHMaJIbTO3a, T | 56,8 42 51,3
DHepreruyeckas 441 444 466
LIEHHOCTh KKall

*Mcnonap3yroTest B Ka4e€CTBE OCHOBHOTO MTUTAHUS

Tabmuma 8. CocraB criennan3upOBaHHBIX KHPOBBIX CMECEH /Il MUTAHUS NAMEHTOB MIPU
FAOD, naunnas ¢ poxxaenus ( conepkanue nHrpenueHToB Ha 100 T cyxoro mpomykra)**

Croen. npogykr O6ume xupsl % N3 Hux MCT %

JIukBumxeu+" 50 45,4
*FREx("Liquigen+") (

100 100
Kanso MCT Oil

** Mcnonb3y.Tcs TOJABKO KaK JTOTIOJIHEHHE K OCHOBHOMY IIPOAYKTY MUTAHUSA
JAUCITAHCEPU3ALIUA

JI1s maryeHToB ¢ HapyIIEHUSIMU OKHCIIEHUS KUPHBIX KUCIOT HEOOXOAUMBI PeryJisipHble
oOcnenoBanus. B Tabnuie nprBeeH NPUMEPHBIN EpeyeHb U PETyISIPHOCTb UCCIEA0BaHUN, HO
B K&XKJIOM CJIy4ae BbI JIOJKHBI COTJIaCOBBIBATH IUIaH 00CIIEI0BAaHUS CO CBOMM JICHAIIUM BPAuOM.

Tabauua 8. Peryasipaocthb pa3indHbIx ucciaegosanmii npuy FAOD

HUccnenoBanue HHTEPBaJ

TMC 1 pa3 B 3 Mec ¥ IO NOKa3aHUSAIM
KIIC + nakrar 1 pa3 B 3 Mec U 1O MOKa3aHUSIM
KpoBb Ha aMMOHUI 1 pa3 B 3 Mec U 10 NOKa3aHUSIM
buoxumunuecknii ananus kposu (KOK, AJIT, 1 pa3 B 3 Mec U 1O MOKa3aHUSM

ACT, JIII' o6muii 6enox, anb0yMuH,
TJTFOK03a, XOJIECTePHH, TPUTITUIIEPHUIBI KaJTUH,
KaJILIIUN
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OKI’ 1 pa3 B 6 Mec U 10 NOKA3aHUSIM
9XO-KT' 1 pa3 B 6Mec U 110 TOKA3aHUSIM
20I' 1 pa3 B 6 MecC U 10 MOKa3aHUSIM
Y3U opranoB OpIONTHON MOJIOCTH U TIOYEK 1 pa3 B 6Mec. ¥ 110 MOKa3aHUSIM

TEYEHUE BEPEMEHHOCTHU IIPU HAPYIIEHUU B-OKUCJIEHUS 'JKUPHBIX
KHUCJIOT Y IVIOJA

[Tpu GepeMeHHOCTH MPH HEKOTOPhIX (opMax Oosie3HEH ecTh BBICOKHE PUCKU Pa3BUTHUS
ocnoxkHeHuid. Cpeau HUX 4Yalle BCEro BCTPEYAIOTCS: CHIIbHBIM TOKCHUKO3, 4acTas pBOTa,
JKeNTyxa, 00JIb B )KUBOTE, MOBBIILICHUE APTEPUATILHOTO JaBJICHHUSI, KPOBOTCUCHHE.

MMPOT'HO3 ITPU CBOEBPEMEHHOM ITOCTAHOBKH JUATHO3A

[Tporno3 3aBucuT oT (popMmel 3aboseBaHus U MaHudecTanuu. B OoIbIIMHCTBE CilydaeB
P CBOEBPEMEHHON IMarHOCTUKU M Tepamuu JAETH ¢ 3a00JieBaHUEM MOTYT PacCUMTHIBAaTh Ha
MOJIHOLICHHYIO ’KM3Hb, HUYEM C IEPBOr0O B3IVIsSIa HE OTJIMYAIOLICIOCS OT OCTalbHbIX. OgHAKO
Tepanus OyJeT MOXKU3HEHHOW, W pe3yibTaT OyAeT 3aBHCETh OT MPABHIIBHOCTU COOJIOAECHUI
PEKOMEHIaluii BpayeH.

JOINOJHUTEJIBbHAA HHO®OPMAIUA

[Teuaras B momckoBuke TepmuH «fatty acids oxidation defects», BbI HaiimeTe ThICSUM
AHTJIMACKUX CCBUIOK. B pYCCKOA3BIYHOM MHTEPHETE MOJIE3HBIX CAMTOB Ha 3Ty TEMY IMOKa HET.
DTH CaiThl CO3/IAI0T CaMH POAMTEIH, MTPU TOAIEPIKKE Bpadel U CreaancToB. [loaToMy eciu y
BAaC €CTh CHJIBI M XKEJTaHUE - CHETaiTe TaKOW CalT JJIs IPYTrUX ceMeit u uist ceOsl.

WHTEepHET TPUHOCHT OOJBIIYIO IMOJB3Y, HO HHOTAa HH(OpMaIus, HalJeHHas B
UHTEPHETE MOXET HE COOTBETCTBOBATH PEKOMEH IAIIMAM, KOTOPBIM BHI clieyere. He Gpocaiitech
BBIMIOJIHATH TO, YTO HAIMCAHO HA CTPAHMIIAX COILICETEH W Ha cairax, JdaXe eCiid MH(POPMAIHs
3acimykuBaer noBepust! OOCyauTe 3TO C BalllUM JIeHalllUM BpauoM, BbI JTOJKHBI OBITh YBEPEHBI,
YTO JIeJIaeTe BCE MPABHUIIBHO.

[Ipu cocTaBieHnn AaHHOW OpOIIIOPHI MBI MOJB30BAIKNCH CIEAYIOUIUMH PEKOMEHIAUSIMH U
HUCTOYHUKAMHU:

Treatment recommendations in long-chain fatty acid oxidation defects: consensus from a
workshop - Spiekerkoetter U, Lindner M, Santer R, Grotzke M, Baumgartner MR, Boehles
H, Das A, Haase C, Hennermann JB, Karall D, de Klerk H, Knerr |, 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 ITIOHATUA

135



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

CPT1 - Kapuutus nansmutounTpancdepassl 1 neguuur

CPT2 - KapauTtun nanpmuTonsaTpaachepasbl 2 1eUuT

SCAD - Koportkonenoueuynoii aumin-KoA neruaporenasst aepunnt

MCAD - Cpennenennoueunoit aruia-KoA aerumporeHassl AeUIAT

MTP - MUTOXOHAPHATLHOTO TPUPYHKIMOHATIBHOTO OesKa JeQHuIuT

LCHAD - nnunHonenodeyHoi ruapokcmii-KoA aeruaporeHassl neuiut
VLCAD - Ouens mmnHHOLETIOYeUHOH anuia-KoA aeruaporeHnassl qeUiuT

CHT (MCT) — cpenHenenoyeyHble )KUPHbIE KUCIIOTHI (TPUTIIULIEPHIbI)

JAUT —nnuHHOIENOYEYHbIE KUPHBIE KUCIOTHI (TPUTITHLIEPUIbI)

INH’KK — nonvHeHaChIIEHHbIE HE3AMEHUMBIE JKUPHBIE KUCIIOTHI
AIINJIKAPHUTHUHDBI - xxupHbIe KUCTOTHI CBA3aHHBIEC C KAPHUTUHOM
KAPANOMMUOITATHUSA — 3a0oneBanue cepia, Mpu KOTOPBIX CepAeHHAs MBIIIIIA
CTPYKTYPHO U ()YHKIIMOHAJILHO U3MEHEHA

I'HITIOTOHMUSA — mbleunas cinabocTb

I'MITOT JIMKEMMS] - cHrkeHue ypoBHS caxapa B KpOBU

PABIOMMUMOJIN3 — pa3pylieHre KIETOK MbIIIEYHON TKaHU
METABOJHUYECKHUHN AIIU03 - HapyeHue KHCIOTHO-OCHOBHOTO COCTOSHHS,
MPOSIBIISIOLIEECS HU3KUMU 3HaYeHUsIMU pH KpOBH M HU3KOH KOHIICHTpAIUei
OukapOoHaTa B KpOBU

I'NIOI'JIMKEMMUS — cHuxeHue ypoBHs caxapa B KPOBH
I'NMIIEPAMMOHMEMMS — noBsllieHre ypOBHsI aMMOHMS B KPOBU
HEWPOITATHS - nopaxenue HepBa, IIPH KOTOPOM MPOUCXOIUT HAPYIIEHHE €T0
[EJIOCTHOCTHU WU HEIOCTHOCTU €ro 00O0J0UYKH.

PETUHOIIATHA - nopaxxeHue ceT4aTKu

KATABOJIN3M — nporecc pacnazia ClI0XKHBIX BEIIECTB.
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Ipunoxenne I'1-I'N. llIkanbl oieHKH, BONPOCHUKYU U APYrue OLeHOYHbIE
HHCTPYMEHTBI COCTOSTHUSA MALMEHTA, IPUBEICHHbIC B KIIMHUYECKHUX

PEKOMECHIALIUAX

He npumenumo.
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