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CHucok coKpalneHuu

AJIT — ananmHamMuHOTpaHcepasa;

ACT — acnapraramuHoTpancdepasa;

ai-KoA — kodepMeHT A, CBSI3aHHBIN C LETBIO )KUPHBIX KUCIIOT;
BAJI — Guonoruvecku akTuBHas 100aBKa;

I'A2 — mytapoBas auuaypus THII 2;

JUT — 1MMHHOUETOYEUHbIE KUPHBIE KUCTOTHI (TPUITTULEPUIBI);
KK — )xupHBIE KUCIIOTHI;

KT — xomnbrotepHas Tomorpadus;

K®K — kpearundochokrnnasa;

MPT — marHUTHO-pE30HAHCHASI TOMOTpaQus;

HBO — nacnencrtBennblie 00JIE3HH 0OMEHA BEIIECTB;

ITH)KK — nosMHeHaChIIIEHHbIE HE3aMEHUMBIE )KUPHBIE KUCIIOTHI;
CCC — cepaeqHo - COCyaucTasi CUCTEMA;

CUT — cpennenenoyeyHble >KUPHbIE KUCIOTHI (TPUIIIHLIEPUIBI);
TMC — TaHieMHasi Macc-CIIEKTPOMETPUS;

VY3U — ynbTpa3BykoBOE UCCIIEIOBAHUE;

OKI" —snexTpokapanorpaMmma;

OHMI - snexrponeiipomuorpadus;

CACT (Carnitine-acylcarnitine translocase) — KapHUTHH alIMJIKAPHUTUH TPAHCIIOKA3a;

CPT1 (Carnitine palmitoyltransferase ) — kapauTin nansmurounTpancdepasa 1;

CPT2 (Carnitine palmitoyltransferase II) — kapuutun naneMutonsTpanchepasa 2;

DHA (Docosahexaenoic acid) — moko3arekcaeHoBasi KUCJIOTa,;

ETF (Electron transfer flavoprotein) — anekrponnepeHocsmuii (aaBonpoTenH;

ETF QO- ETF (Electron transfer flavoprotein ubiquinone oxidoreductase) - 31eKTpOHIEPEHOCAIINN

(y1aBONIPOTENH- YOMKBUHOH OKCUJOPEAYKTAa3a;



FAOD (Fatty acid oxidation disorders) — HapyIIeHHs MUTOXOHIPHAIHHOTO [-OKHUCIEHUE >KUPHBIX

KHCJIOT,

HELLP — cuHOpOM-akpOHMM OCHOBHBIX COCTABIIAIOIIMX CHUHIPOMA: TEMOJIN3a, ITOBPEKICHUS

IICYCHOYHOMN MMapCHXUMBI 1 TpOM6OHI/ITOHCHI/II/I;

LCHAD (Long-chain 3-hydroxyacyl-CoA dehydrogenase) — mmuHHOIETOUedHaAss THAPOKCHI-KOA

JCTUAPOTEHA3a KUPHBIX KUCIIOT;
LCFA (Long chain fatty acids) — qimaHOIIETIOYEYHBIC KUPHBIE KUCIIOTHI,

LCT (Long-chain triglycerides) — nmuHHOIIETIOYEUHBIE TPUTIUIIEPUIBI (TTHHHOILICTIOUCYHBIC KUPHI);
MCFA (Medium-chain fatty acids) — cpenHenenodednbie )KUPHbIE KUCIIOTHI,

MADD (Multiple acyl-CoA dehydrogenation deficiency) - MHoxecTBeHHBIN AehuuT anuia-KoA

JEeruAporeHas;

MCAD (Medium-chain acyl-CoA dehydrogenase deficiency) — cpennenenoueuynas anui-KoA

JIETHIPOTeHa3a KUPHBIX KUCIIOT;
MCT (Medium chain triglycerides) — cpeaHeIienodeyHbIe TPUTITAIICPHIBL;

OCTN2 (Organic cation / carnitine transporter 2) — TpaHCIOPTEp KapHUTHHA IUIa3MaTU4YeCKOMN

MeMOpaHbI;

SCAD (Short-chain acyl-CoA dehydrogenase) — kopotkouenoueyHoir auuia-KoA nperumaporenasa

KUPHBIX KACJIOT;
TFP (Mitochondrial Trifunctional Protein) — MUTOXOHApUATLHBIN TPpUDYHKIIMOHATBHBINA OENIOK;

TFPD (Mitochondrial trifunctional protein deficiency) — geduuUT MUTOXOHAPUATHEHOTO

TpUPYHKITMOHAIBHOTO OEIIKa;

VLCAD (Very long-chain acyl-coenzyme A dehydrogenase) — ouenb nnmuHHouenodeuHas auui-KoA

ACTUAPOTrcHas3a XUPHBIX KUCJIOT.



TepMuHBI U onIpeaeICHUS

AIWJIKAPHUTHHBI — 3(DUPBI )KUPHOU KUCIIOTHI U KAPHUTUHA,;
Kara6oamn3m — nporiecc pacnajia ClI0KHbIX BEIIECTB;
Pa0dpomuosIn3 — paspylieHue KJIETOK MBIIIEYHON TKaHU;

Cunapom Peiie — 3aboneBaHue, TPOSBISAIONICECS OCTPOM HEBOCHATUTEIBHON (TOKCHYECKON)
sHIe(daTonaTueid B COYETaHUH C KUPOBOW AUCTpodHell BHYTPEHHUX OPraHOB, MPEUMYIINECTBEHHO

Me4eHH (OCTPBIA MUKPOBE3UKYJISIPHBIN CTEaTO3);

HELLP-cuHapoMm — TsDKEI0€ OCIOXKHEHHE OCpEeMEHHOCTH, IS KOTOPOTO XapakTepHa TpHaja
MIPU3HAKOB: TEMOJIM3, TOBPEXKICHUE T[I€YEHOYHOM MMApEHXUMbl C TIOBBIIICHUEM AaKTHUBHOCTH

IICUCHOYHLIX TPpaHCAMHWHA3 1 TpOM6OI_II/ITOH€HI/I$[.



1. Kparkast nagopmanus 1mo 3a001€BaHNI0 WIH
COCTOSIHUIO (Ipynnbl 3200/ 1eBAHUM UJIHA COCTOSTHUM)



1.1 Onpenenenue 3a00/1eBaHUsA UM COCTOSTHUS
(rpynnbl 32001€BAHUMA UJIA COCTOSTHUI)

MI/ITOXOHZ[pI/IaHBHOe B-OKI/ICHGHI/IG JKUPHBIX KHCJIOT ABJIKICTCSA OAHHM M3 BaXHBIX OMOXMMHYECCKHUX

nponecCoB JIAd BLIpa6OTKI/I OHCPIur B MUTOXOHIPHUAX.

HacnencrBenHble HapyleHUs MUTOXOHIPHUAIBHOTO [-okucieHus *kupHbIX kuciaoT (FAOD)— rpynmna
MOHOTEHHBIX 3a00JIEBaHUN, CBSI3AHHBIX C HAPYUICHUEM MHUTOXOHAPUAIBLHOTO [-OKHUCICHUS U

TPpaHCIIOpTa KAPHUTHHA U ) KUPHBIX KUCJIIOT B MUTOXOHAPHAX.

Jnsa Bcex FAOD XxapakTepHO HapylleHUE NPOAYKUWH SHEpruu. KIMHUYECKHE CHUMITOMBI, TaKUM
o0pa3oM, pa3BUBAIOTCS WM YCHIMBAIOTCS Ha (POHE KaTaOOIMYECKUX COCTOSHHM, HarpuMeEp, MpU
UHTEPKYPPEHTHBIX HMHPEKIUSIX Wik rojofgaHuu. Hambonee dYacTo 3aTparuBarOTCS OpraHbl, s
KOTOPBIX KHPHBIE KUCIIOTHI CIIy>KaT OCHOBHBIM MCTOUHHUKOM SHEPTUHU, TAKUE KaK CEPJLE U CKEJIETHbBIE
Mmblsl [1,2]. Bo3pacT manueHTa Ha MOMEHT 1€010Ta, CIEKTP KIMHUYECKUX CHUMIITOMOB U CTEIMEHb

TSOKECTH 3a00JIeBaHUS MOTYT pasnnyarees [1,3,4,5,6].



1.2 DTHOJIOTHUS U MATOT¢HE3 3a§0J1eBaHml HJIH _
COCTOSIHUA (TPynnbl 3200/1€BAHUIN UJIM COCTOSHUMN)

Kupnsie kucnorsl (KK) sBHsit0TCS BaXKHBIM UCTOYHUKOM YHEPTUU OCOOEHHO B CKEJIETHBIX MBbIIIIAX,
cep/le U NeYeHH, U UX SHEpreThYecKas pojb BO3pacTaer B ycioBusax ronoganus. KK Mmoounmsyores
U3 JKUPOBOM TKAHU U TPAHCIIOPTUPYIOTCS B KPOBOTOK, Oydy4uH MEPBUYHO CBA3AHHBIMU C AIbOYMHHOM.
BonbmmucTBO TKaHe# cnocoOHo paciensaTh KK qo yrmekucnoro rasa u Boasl. Ha no3gHux cragusix
TOJOJAHNsI OHU CTAHOBITCA NPEUMYIIECTBEHHbIM HWCTOYHHUKOM MPOAYKLIMU DSHEPTrUU Yepe3 HX
OKHCIIEHHE B CKEJIETHBIX MBIIIAX U WCIOIb30BAHUE ISl TPOAYKIHUH KETOHOBBIX Tesl B medyeHu. JKK
ABJIAIOTCS] TVIABHBIM MCTOYHUKOM SHEpPTruu Juisi cepaua: B HopMme 60-70% sHeprum, HEOOXOAUMON ISt
cepreyHor MbIIel, obecneunBaercs okucieHnueMm KK, u 3tu mudpsl Moryt ObITh Ja)ke BBIIIE B

OTIPE/ICIICHHBIX CUTYyAIIUSIX, HAIPUMED, IIPH TOJI0JJaHUH U 11adeTe.

Jns  ocywmectnenuss okucinenuss KK HeoOxomuma — ompefeneHHas — IMOCJEN0BaTeIbHOCTD
onoxummuueckux peakiuii: 1. TpaHCHOpPT >KUPHBIX KUCIOT B MUTOXOHApUIO (mpoHukHOBeHHE KK
4yepe3 HapyKHYI0 U BHYTPEHHIOIO MeMOpaHy MHUTOXOHJpul); 2. [loaTanmHoe ykopodeHHe YIaepoaHon

LENOYKH KUPHBIX KUCIIOT A0 MOJIy4eHHs] KOHEYHOTo poaykra — anetuin-KoA (puc. 1).

N3Bectno 11 paznuunbix gopm HacnenctBeHHbIX FAOD. JlaHHble O TEPBUYHOM MOJIEKYISIPHO-
TCeHETHUECKOM JedeKkTe Mpu Haumbojee YacThiX 3a00JIEBaHMSIX W3 OTOW TPYNIBl MPUBEACHBI B
npwiokeHnn A4. CpaBHUTENIBHO HEJAaBHO OBLIM BBISBJICHBI HOBBIE 3a00J€BaHUS U3 ATOW TPYIIIIHI,
cBsi3aHHbIE ¢ MyTausiMu B reHax ACAD9 u ECHS1 [74].
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Puc. 1 Tpancnopt u OKUCIEHUE )KUPHBIX KUCIOT B MUTOXOHApUU [105]

TFP — mutoxoHIpuanbHbId TpUGYHKIIMOHATBHBIN Oenok; [IM — mnazmarudeckas memOpana; CI,CIII —
KOMIUIEKCHI JBIXaTENbHOM 1enu MUTOXOHApHUI; MitoOM — BHeWIHsIsI MUTOXOHIpHAJIbHAs MeMOpaHa;
MitoIM — BHyTpeHHsst MuTOXOHApUanbHasg MeMOpaHna; ETF — snekrponnepenocsiuii (aBonpoTeny;
CPT1 - xapuutun nampmutomnTpaHcdepasa 1; CACT — xapHUTHH alWIKapHUTHH TPAHCIOKA3a;
CPT2 — xapuutun nansmutountpanchepasza 2; LCFA— nnuHHONEnOYeUHbIE >KUPHBIE KHUCIIOTHI;
MCFA — cpennenenodeynsie kupHbie Kuciaotbl; OCTN2 — TpaHcnopTep KapHUTHHA IJ1a3MaTUYECKOM

MmemoOpanbl; ETF QO — ETF(anexkrponnepeHocsmmii (raBonpoTerH )-AeTHAPOTCHA3A.

MonekynsapHbie Mexanu3Mbl natorene3a FAOD  u MHoOrue KIMHUYeCcKue MPOsBICHUS 3TUX 0oJe3Hel
cxonHbl. bonbmmHCcTBO FAOD XapakTepu3yroTcsi HEKETOTUYECKOW THIONIMKEMUEH MOCHE Iepuoaa
TOJIOMAHMSI, TIO9TOMY THUIOTIIMKEMHIO 3TH TAIMEHTHI TEPEHOCAT OCOOCHHO TshKeno. McromeHue
SHEPreTUYECKUX PECYpPCOB IMPHU HEBO3MOXKHOCTH ucrnonb3oBaHus KK u TokcHueckoe AeucTBUE
MOCJIEAHUX OOYCIIaBIMBAIOT BO3HMKHOBeHHE Peiie-momobnoro cunapoma. s muorux dopm FAOD
XapaKTEPHO MOPAKECHUE MBIIIICYHOW TKAaHW C MUOIIATUEH W/WIIM KapAMOMHOIIATHEH, YTO CBSI3aHO Kak C
UCTOUICHUEM DHHEPreTUYeCKUX PEecypcoB, TaK M € TOKCHYECKUM JIEHCTBUEM CyOCTparoB

OJIOKMPOBAHHBIX (DEPMEHTHBIX PEAKIMil Ha MBIIICUYHYIO TKaHb.



1.3 Dnuaemuosorus 3aﬁongBaHnﬂ WJIM COCTOSTHUS
(rpynnbl 32001€BAHUMA UJIA COCTOSTHUI)

[Tocne Bximouenuss FAOD B mporpaMMbl MacCOBOTO CKPUHUHIA HOBOPOXKJIEHHBIX ObUIM YTOYHEHBI
JAaHHBIE O YACTOTE ITOM TPYIINbI HACIEACTBEHHBIX Oone3Heil. CunTaercs, 4To X CyMMapHas 4acToTa
coctapnger 1:9000, x0T MexXay MNONYIALMSAMUA MOTYT ObITh 3HAUUTENbHBIE OTIMUMs [7]. OnHO U3
CaMbIX YacCThIX 3a00J€BaHUMN U3 ATOU TPYIIIBI — HEAOCTATOYHOCTh CPEIHELIETIOUEYHON IETUAPOreHA3bI
xupHbIX kuciaoT (MCAD) — 1: 14600- 1: 20 000. Jlarubie 0 yacToTe 3a007€BaHUM U3 ITOW TPYIIIHI

NPUBEJEHBI B IPUIIOKEHUU A4,



1.4 Oco0eHHOCTH KOAUPOBAHHUSI 3200/ 1€ BAHUSA UJIH
COCTOSIHUA (IPyNIIBI 3200J1€BaHUI HIH COCTOSTHHIA) 110
MexayHapOAHOH CTATHCTHYECKON KJIaCCH(PUKAIMU
0oJ1e3Hed U NPodJIeM, CBA3AHHBIX CO 310POBbEM

Cornmacio MKBbB-10, 3aboneBanue oTHOCUTCA K kimaccy [V, Oone3HsM SHIOKPUHHOW CHUCTEMBI
2 2 2
paccTpoONCTBY MUTaHUS M HapylleHuro obmeHa BemectB, E71.3 — HapymieHuss oOMeHa KUPHBIX

KHCIIOT.



1.5 Knaccudpukanust 3a001€BaHusI MM COCTOTHHSA
(rpynnbl 320071€BAHUMA UJIA COCTOSTHUI)

N3BectHbl 11 ocHoBHBIX popm FAOD. Bce oHu cBsizaHbl ¢ HapylIeHHEM (PYHKIIMH OEIKOB, KOTOPBIE
Y4acTBYIOT B ME€Ta0O0IMU3ME KUPHBIX KUCIOT U kKapuutuHa (IIpunoxenue A4). Kparkas kmuHu4ecKas
XapaKTepUCTUKAa OTICNbHBIX (GopM TmpuBeneHa B mnpuwiokeHun AS. B 3aBucuMoctd  oT
MEeTa0OINYECKOro OJioKa pas3inyaloT (OpPMBbI, CBS3aHHBIE HEMOCPEICTBEHHO C HApYyLIECHUSIMU
(EepMEHTOB OKHUCJICHHS >KUPHBIX KHUCIOT U (OpPMBI, CBA3aHHBIE C JAePeKTaMu MeTaboIu3Ma u

TPaHCIIOPTa KAPHUTUHA U )KUPHBIX KHACIIOT.

ITo BeaymeMy CMMIITOMOKOMILJIEKCY, BbIACJIAIOT ciaeaywouue popmsl FAOD:
- CUCTEMHYIO C IOPAXKEHUEM CEPALA U IIEUYCHU;

- ICYECHOUHYO;

- MHOIIaTUYECKYIO.

ITo cpokaM nmosiBJIeHUs NMEePBBIX NPU3HAKOB pa3an4aT popmsl FAOD:

- HEOHATAJIbHYIO;

- IETCKYI0 ¢ MaHu(ecTaluei B IepBbI€ /1BA TO/1a KU3HH,

- IIO3JHIOKO.



1.6 Kianmanyeckas KApTHHA 3a§0J1eBaHnﬂ WA _
COCTOSTHUSA (IPyNnbI 3200/ 1€ BAHUM UJIM COCTOSIHUMN)

[Tpu Bcex popmax FAOD BbI€nsAIOT pa3Hble MO CpOKaM MaHU(ECTallud BapUaHThI 3a001eBaHUsl.
Obwue Knunuyeckue npossieHus HapyueHull OKUCIeHUs HCUPHBIX KUCIOM

FAOD wmeroT MHOTO OONMX KIMHUYECKUX NPOsSBICHUNA. OOBIYHO BBIJCISIOT HEOHATAIBHYIO
(paHHIO10), NeTcKylo (MH(AHTWIBHYIO) U TO3IHIOK (B3pociyro) dopmbl O6onesnn. Pannss ¢opma
OTIINYAETCS OCOOCHHOW TSKECThIO, META0ONMYEeCKHE HApYIICHHUs YacTO TPUBOIST K HAPYIICHUIO

CO3HAHUS, XOTS KOMAaTO3HbIE COCTOSIHUSL MOTYT BO3HUKHYTh U IPU JETCKOM, U IPH MO3aHEN hopmax.

OcHOBHbBIE KJIMHMYECKHE MPOSIBJIEHUS: HEBPOJIOTHYECKUE HAPYIIECHUS B BUJIE€ YTHETEHUSI CO3HAHMS
BILJIOTH 10 COMHOJIEHLIUHA M KOMBI, OOIII€H BAJIOCTH, OBTOPHAsI PBOTA, YBEJIMUEHUE Pa3MEPOB MEUEHH,
MPOTPECCUPYIOLIEE MTOPAKEHUE CEPALIa B BUAE KapAHUOMHOIIATUH WU HAPYLIEHUS CEPAECYHOTIO PUTMA.
JletTn MOTyT OTCTaBaThb B IICUXOMOTOPHOM pa3BUTHHU. Y TAIMEHTOB OOJ€e CTapiliero BO3pacTa
JOMUHUPYIOT MHOMNATUS U MOpaXEHHEe MHUOKapJa, XapaKTepHbl MNPUCTYNBI MbIIIEYHOW 00,
padbIoMHOIN3a U MUOTJIOOMHYPHUH, TPOSBIISAIONINECS U3MEHEHUEM 1[BETa MOYM J0 KOPUUHEBATO-Oypoii

OKPACKH.

XapakrepHoir ueproi FAOD sBaseTrcs TO, YTO KIMHMYECKHUE CHUMIITOMBI Pa3BUBAIOTCS WIH
YCWJINBAIOTCS Ha (pOHE KaTaOOJIIMYECKUX COCTOSHUM, HAIPUMED, MPHU MPOIOJLKUTEIBHON (PU3ndecKoit
Harpy3ke, HMHTEPKYPPEHTHBIX HMH(EKIMAX WIM TOJIOJAHUU, KOTAA TMPOUCXOTUT BBICBOOOKICHUE
SHJIOTEHHBIX JUNuA0B. Hanbonee yacTo 3aTparuBaroTCsi OpraHbl, AJs KOTOPBIX UIMHHOIIETIOUEUHbIE

JKUPHBIC KUCJIIOTBI CIIYKAaT OCHOBHBIM HCTOYHHKOM DHCPIHUH, TAKHUC KaK CCPALC M CKCIICTHBIC MBIIIIIbI

[3,8].

YacteiMu cumnromamMu FAOD  SBISIFOTCST HEKETOTHYECKas TUIIOTTIMKCMUA, KapAUOMUOIIATUSA U

MUOIIATHA, 9TH CUMIITOMBI MOT'YT ITPOABJIATHCS KaK U30JIMPOBAHHO, TaK U B COYCTAHUU.

Hapymienus cepaedynoro putMa 1 KapanoMHoNaTus, HauOoJiee YacTo MPOSBISAIOTCS B HEOHATATIbHOM
NEepUOAe U paHHEM JIETCTBE, HO MOTYT Pa3BUThCS B MEPUO] METa0OJIMYEeCKOro Kpusza M B Ooiee

nO3aHCM BO3pacCTe.

B panHem nercTBe mopaikeHue cepna MOXKET MPUBECTH K JIETaIbHOMY Hcxoay. [loBOJIBbHO yacto
HaOMIOMaeTcsi TUMEePTPOuUs JIEBOTO KEIYIOYKA, B TOKEIBIX CIOydasx - JujaTalioHHas
KapJIUOMHUOTIATHS CO CHIDKCHHEM (pakiuuu BbiOpoca. MHorma HaOmromaeTcs KapAMOMHOIIATHS B

COUYETAHHUH C BBIIOTOM B rniepukapa [9,10].

Hapymienust cepaednoro purma onucanbl npaktudecku npu Bcex FAOD u BcTpeuaroTcs B COUETaHUU

C KapAMOMHOIMATHEN WIIK U30JIUPOBAaHHO [11].

Muonarust o4eHb 4acTblii cuMntoM npu HapyueHusax FAOD. [TanueHTsl MOTYT NpeabsBIsTh Kal00bl
Ha MHAITHIO, OBICTPYIO YTOMJISIEMOCTb, HEMEPEHOCUMOCTh (QHU3MYecKol Harpy3ku. Yarne Bcero
MUOTATUSI MaHU(PECTUPYET B MOAPOCTKOBOM BO3pacTe, Ha 2-3 NECITHICTUU KU3HHU, HO MOXKET OBIThH

BCAyIUM CHUMIITOMOM M paHEC. I/IHOFI[a MUOIIATHA MOXKET IIPOBOIHUPOBATHCA HWHTCHCHBHBIMU



Gu3MUEeCKUMHU YNIPAKHEHUSIMU, HO TaK)Ke€ MOXET HAOMIOMaThCs TOCIE aHECTEe3MH W BHUPYCHOU

uHpexuuu [1-5].

I'enmaromeranuss BOSHUKAET BCIEACTBUE HAKOIUICHUS B TMEYCHH >KUPHBIX KUCIOT ¢ (OPMUPOBAHUEM
®upoBor nuctpoduu medenu [25]. YV manmentoB ¢ HemocratouHocThio LCHAD u TFP moxer
HaAOJI0AaThCs KIIMHUYECKas KapTHUHa nepudepruueckoil MOJIMHEBPOINATUH, IPUYMHA Pa3BUTHSI KOTOPOU

JI0 KOHIIa He u3BecTHa [6, 113, 114].

VY mnamuentoB ¢ aepuuurom LCHAD (u ¢ gepuuurom TFP, HO pexe) pa3BuBaeTcsi MUIrMEHTHas

nerenepanus cetuarku [115-117].

Haubonee wyactble KIMHMYECKHE CHMIITOMBI Mpu pa3nuyHblx ¢Gopmax FAOD mnpuBenensl B

npuiokeHun ASa.
Oco0eHHOCTH KITMHUYECKHUX TIPOsBIeHUH oTAenbHbIX popM FAOD npuBeneHsr HIKE.
Hapymienusi Tpancopra 1 MeTad0/1M3Ma KAPHUTHHA U JKUPHBIX KHCJIOT

B rpymnmy BXOOUT HECKOJBKO 3a00JIeBaHUM, Pa3IMYAIOMIUXCS MO CpOKaM MaHH(ECTalUH, TIKECTH

TEUECHHS U OMOXHUMHYCCKUM XapaKTCPHUCTUKAM.

Tpancnopr anuHHOUENOYEUHBIX auuiI-KoOA B MUTOXOHIpPHUM OCYHIECTBISETCA € TOMOIIBIO
KapHUTUHOBOIO IMKJIA, BKJIo4aroniero 4 Oenka: 1) KapHUTHMHOBBIM TpaHCHOPTEP IJIa3MaTUYECKOU
meMOpanbl (OCTN2), oOecrneunBaroluii BHYTPUKIETOUHYIO JOCTABKY KApHUTHHA; 2) KapHUTHH-
nansmuTonnTpanchepasy 1 (CPT 1) na BHemHelr memMOpaHe MHTOXOHIPHUHM, KOTOpas MEPEHOCHUT
armiibHble octatku JKK ot KoA k kapuuTuny; 3) xapHuTuH/ aumikapHuTuH TpaHciokasy (CACT),
00€eCTeYnBaIOIY0 YETHOYHBIM TPAHCHIOPT allMJIKAPHUTUHOB Yepe3 BHYTPEHHIOID MEMOpaHy B OOMEH
Ha CBOOOAHBIA KapHUTHUH; 4) KapHUTUH-TIaTbMuTOoUnTpancdepasy 2 (CPT 2), kotopas nepeHOCUT Ha
BHYTpPEHHEW MeMOpaHe MuToxoHApuii anuibHbie ocTarku KK ot kapuutuna xk KoA. Myrtamuu
COOTBETCTBYIOUIUX I'€HOB, KOJUPYIOLIUX JAaHHbIE O€JIKH, MPUBOIAT K HACJIEICTBEHHBIM HapyLICHUSM

TpaHCIOPTa KAPHUTHHA U KUPHBIX KUCIIOT.
Cucmemnulii depuyum KapHUMuUHA

AyTocoMHO-perieccuBHOE 3a0o0jieBaHue, CBsi3aHHOE C MyTanusimMu reHa SLC22A45, Komupyroumero
TpaHCHOPTHBIN Oenok — nepeHocuuk kapuutuHa (OCTN2). Cpoku manudectanuu 3ad6oiaeBanus ot 1

Mecsia A0 7 et (B cpeiHeM 2 roja).

Y nmereil paHHEro BoO3pacTa OCHOBHOE TMPOSBICHWE CHCTEMHOTo AchuIuTa KapHUTHHA—
TUTMOKETOTHYECKasl TUTIOTIMKeMHUUYecKasi sHIedanonarus (BSJIOCTh, COHIUBOCTh, MOBTOPHAS PBOTA),
UMeIoLas MPUCTYNooOpa3Hoe TeueHre. OTMeuaeTcs: yBeJIMueHne pa3MepoB neueHu. Hepeako y Takux
MAlMEHTOB pa3BuUBaeTCa CcuHIpoM Pene ¢ runepaMMOHMEMHENM W IIOBBIIICHUWEM  YPOBHA
TpaHcamuHa3z. Takke HaOMIOAaI0TCs MOBLIICHHE YpoBHEH MoueBoi kucinotrel 1 KOK. Kak mpaswuio,
JE€TH YMEPEHHO OTCTAIOT B ICUXOMOTOPHOM pa3BuTHUHU. [lozxke (kak mpaBuio, B Bo3pacte 2-3 JeT)
OPUCOEIUHSETCA TIporpeccupyonas runeprpoduyeckas Wik JUiIaTallUOHHAs KapIMOMHOIATUsl B

COUCTAaHNH C HAPYIICHUAMU CCPACUHOIO0 PUTMA, KOTOPBIC B OTCYTCTBUC JICUCHUA HEN30€KHO BCAYT K



CMEPTH OT CEpPACYHOM HENOCTAaTOYHOCTH M CHHJPOMY BHE3amHOW cMepTH. JleTm yacto Oomeror
UHTEPKYpPpEeHTHBIMU 3a0oneBanusimu [12, 13, 14]. HeoObiunoit manudectanueir 3adoneBaHus BO
MJIQJICHYECKOM BO3pACTE SIBISIETCA KIMHUYECKas KapTUHA mnepudepruyeckoil MOIMHEBPONATHH C

OTCYTCTBUEM CYXOXUJIBHBIX pe(IIeKCOB U Tpy00il 3a7ep>KKOi cuXoMOTOpHOTO pa3ButHs [118].

VY nanueHToB 0ojee cTapuiero Bo3pacTta JOMUHUPYIOT NMPU3HAKU CKEJIETHONM MHOIATUU U MOPaKEHUS
MUOKapaa. B wpllieuHoM OuonTare y MallMEHTOB PETUCTPUPYIOT HaKoIUIeHHe >KupoB. Hepemko
HAOJIOMAIOTCSl HAPYIICHHUSI CO CTOPOHBI JKETYIOUHO-KUIIIEYHOTO TpakTa: OoiMu B JKUBOTE, nuapes. B
HEKOTOPBIX cllydasx HaOmopanach nepudepuyeckas HEBpONATHs BEPXHUX M HMXKHMX KOHEUHOCTEH
[17,18]. Ilpm cBOEBpeMEHHOM JUMAarHOCTHMKE W HAa3HAUYEHUU TEpanmuu HaONIOJAeTCs TOJIHOE

HWCYE3HOBCHUE KJIMHUYECKON CUMIITOMATHUKH.

BBPOCHBIG npun AaHHOM 3a00JIeBaHUH MOT'YT OBITh ACMMITOMHBIMH WJIM OTMEYAIOTCS JIETKHE
CHUMIITOMBI B BHJAC CHUXCHHSA BBIHOCIIMBOCTH, JIETKOM YTOMIEICMOCTH H IJI0X0H NEePCHOCUMOCTH

JUTUTENIBHBIX TOJOIHBIX MPOMEXYTKOB [ 146, 147]
Hegpuyum kapHumun-ayuIkapHumuHmpancioKassl

AyTOCOMHO-periecCuBHOE 3a00yieBaHMe, CBsi3aHHOE ¢ MyTauusamu reHa SLC25A42(), Koaupyromiero
KapHUTUH-ALWJIKAPHUTUHTPAHCIOKa3y. JloBOJIbHO peakoe 3a0osieBaHMe, B JHUTEPAaType OINKUCAHO HE
6onee 60 ciyuaes [95, 104]. Hauano 3a0oneBanus - B HEOHATaIbHBIN 1epuo/ (TIEpBbIe HEJEIH KU3HU)
WM y JeTel paHHero Bo3pacTta (Ha 1 romy »u3HM). 3a0oneBaHre MaHU(DECTHPYET OCTPOU CEepAeIHO-
JIETOYHON HEIOCTAaTOYHOCTHIO (KOJUIAIC) WIIH KEyAOYKOBBIMUA apUTMUSIMHU, MBIIIEYHON cab0CThIO U
runoronreil. HaOmiomaercst rumokeroTuyeckass THUMNOIIMKEMHUs, runepammonuemus.  CHHIpOM
BHE3aITHOM CMEpTH MIIaJIeHIIa HaOmofaeTcss B Bo3pacTe oT 4-x aHe no 24 mecsueB. HauOomnee
YacThIMH HaYaJIbHBIMU CUMIITOMaMHU SIBISIOTCS: renaromeranus (34%), aputMus U / uiu Opaaukapaust
(32%) wu pgeixatenbHass HemoctarodHocTh (30%). I'mmokerornueckas runoriukemusi (68%) u
runepammonueMust (54%) naubosnee yactole aboparopHble u3MeHeHus. CepaeyHas CUMIITOMATHKA
BKJIIOYAET THUMNEPTPOPUUECKYI0 WM  JUIATAIIMOHHYIO  KapJUOMHOIATHUIO B  COYETAHUU C
pa3HOOOpa3HBIMU HApPYLIEHUSIMU CepJeuyHOro puTMa. [ledeHouHas HETOCTATOUHOCTh WM yMEpEHHasI
rernaroMeragusi ¢ MeTaboJIMYECKUM alluJI030M U THUIOKETOTHYECKON TUIOITTMKEMUEH XapaKTepHb s
naHHoro 3a0oneBanusi. OcTpas HEBPOJOTWYECKAs CHUMIITOMATHKA TMPEACTABICHA HaPYUICHUSIMU
co3HaHus (neraprueit m womom) [23, 24, 102, 103]. 3abGoneBanne MOXET MaHH(PECTUPOBATH C
MBIILIEYHOW CJIa0OCTH U 33JEPKKM ICUXOMOTOPHOIO pa3BUTHS. Takxke MOxeT HaOIonaTees
noBeiienue yposHst KOK. Tlpu nozaueit manudecranuu oTMedaeTcsi MEHbINAsl TAKECTh KIIMHUYECKUX

nposiByienuit [7, 27, 28].
Heduyum kaprumunnanemumounmpancgepasvl 1

AyTOCOMHO-periecCuBHOE 3aboieBaHue, CBa3aHHOe ¢ wmyTamusmu reHa CPTIA, Koaupyromiero

KapHUTUHOAIbMUTOUATPpAaHCPepas3y 1, TOKaTM30BaHHYIO B IICUEHHU.

Havano 3abomeBanmnss — OOBIYHO HA TIEPBOM IOy KU3HH, WUIH B MiajeH4YecTBe. OOBIYHO y TAIMEHTOB
OTMEYAETCs HE3HAYMTENIbHOE YyBEJIMYEHWE TI€YeHH, W 3a00JIeBaHHE IPOTEKAeT B BHJE OCTPBIX

MeTabO0IMYECKUX MPUCTYIIOB, Kak Pelie-1momo0HbIi CHHIPOM, COTPOBOXKIAOIITUXCS TAXUITHOD, PBOTOM,



OTKa30M OT €IIbl, CyJIOpOoraMu, JeTaprueld, Komoi. JIaGopaTOpHO BBHISBISIOT TMOBBIIIICHUE YPOBHS
TpaHCaMWHa3, YyJIMHEHHEM MPOTPOMOMHOBOIO M TpPOMOOIUIACTUHOBOrO BpemeHu. Hepenko

3a00JIcBaHNE MMpOTCKACT 110 MAacCKOM CeIcuca

TpurrepasiMu (hakTopamMu MOTYT OBITH TOJIOJAaHWE, MHTEPKYPPECHTHbIE WH(EKIINH, MPUBOIAIINE K
TUTIOKETOTHYECKOM/HEKETOTHYECKON  rumorimkeMuud. Ha ~ BeicoTe  mpuCTyma  OTMEYaeTcs

MeTtabonuyeckuit anu03. [Ipuctyn MoXKeT MpUBECTH K BHE3AITHOW CMEPTH.

MoxeT HaOmonaTbCcsl 3aJ€p’KKa MCUXOMOTOPHOIO Pa3BUTHA. B €AMHMYHBIX Clydasx cOOOILAIOCh O
CKEJIeTHOW MuOmaruu, Kapauomuonaruu. MHorma pa3BuBaeTcs MOYEUHO-TYOYISPHBIA —anuaos,
KOTOPBI HMMEET MNPEXOASIINI XapakTep M 4YacTO COYETAETCS C MHUONATUYECKUM CHUHAPOMOM H
nosblieHneM ypoBHA KOK [148]. V kKeHIIMH MOTYT OTMEYarbCsl TSXKENbIE OCIOKHEHMSI BO BpeMs
oepemennoctu — HELLP cungpom (remonu3, TOBBIIEHHWE TI€UEHOUHBIX TpaHCAMHUHA3,
TpombonmTonenus) [19].

KoruutuBHbIN I[C(i)I/IHI/IT Yy HIaouCHTOB 3aBUCUT OT TSIKCCTU ITICPCHCCCHHBLIX THUIIOTTIMKEMHUYCCKHUX

cocrosinumii [119].
Heduyum kaprumunnanemumounmpancgepasol 2

AyTOCOMHO-peIiecCUBHOE 3abojeBaHMe, CBsi3aHHOE ¢ MyTamusmMu reHa CPT2. Beigensior Tpu
KIIMHUYEeCKHEe (POpPMBI IMAaTOJIOTHHM B 3aBUCUMOCTH OT BO3pacTa MaHH(ECTaIluy: HEOHaTaJIbHYIO,

MJIaJICHYeCKYI0 (MH(DAHTHIBHYIO) ¥ TIO3/IHIOK0 (MBIIIeUHY0) [13].

Teuenune 3a0oneBanus OCTpoe WM MporpeaneHTHoe. Hauano 3a0oneBanus - HEOHATAIBHBIN TIEPHO.
Y nmanweHToB C HeoHaTanbHOW (GOpMON HAOMIOMAeTCs pPECHUpPATOPHBIN TUCTPECC-CHHAPOM,
KapJAMOMMOIIATHsI, HAPYLICHHE PUTMA U CEpIEeYHOM npoBoauMocTH cepaua [120, 121] remaromeranus,
MEYCHOYHAsT HEJO0CTAaTOYHOCTh, HSHIedanonaTus. be3 ledeHus cMepTh OT TKEION CepaeYHOU
ApUTMUU U TMOJUMOPraHHOW HEIOCTATOYHOCTH HACTYNaeT B IEpBbIE HENENU >XKU3HU. BceTpeuarorcs
au3Mophuu: CKOIIEHHBINH 1100, Mukpouedanusi, BbICOKO€ HEeOO, aHOMallbHbIE YIIHbIE PAKOBHHBI,
JUIMHHBIE KOHYCOBUJHBIE MaJIblLIbl, KOHTPAKTYpbl, runormiasus Horrer [31, 32]. YacTeiM cuMOTOMOM

3a0071€BaHUsI SIBISICTCS YBEIIMUCHHUE Pa3MEPOB M TIOJIMKUCTO3 TIouek [122].

Mnanenueckass MaHudecTanus MaHHOTO 3a00lieBaHUSI TOTEHIMAIBHO OTHOCUTCS K (aTalbHbIM
dopmam Ooneznu. Mianenueckas ¢popma 3a0oyieBaHUs yalle Bcero MaHuecTupyer B Bo3pacte ot 6
MECSIIEB JIO JIBYX JIET B BUJIC BOSHUKHOBEHHUSI HEKCTOTHYECKOW THUITOTIIMKEMUH, YBEIIMUCHUS TICUCHNUE,
TIOBBIIICHHUST YPOBHS KpeaTHHUH()OCHOKHHA3BI M aMMOHHS B KPOBH OCOOEHHO TOCIE JJTMTEITHHOTO
TOJIONHOTO TPOMEXYTKa. Tak e y OTHX TMaleHTOB MOXET pPa3BUBATbCI METa0OIUYecKast
sHIIeaANONaTHs C Pa3BUTUEM SIMWICIITUYCCKUX MPHUCTYIOB, PECIUPATOPHOTO JUCTPECC CHHAPOMA H

MeTa0oIMUYEeCKIo anuao3a. MHorna HabmonaeTcst KapIMOMHUONIATHS U ApUTMUSL.

[To3ausst mblednast (popMa BCTpEUaETCs Yallle M XapaKTepU3yeTCsl HHTEPMUTTUPYIOIIUM TEUEHUEM U
BO3pacTOM Hauaja 3a0ojeBaHus - Ha 2-3 JCCATWICTHH >KU3HH. 3abosieBaHHME MaHHU(ECTUPYET
NPUCTYNIaMU MBIIIEYHBIX OO0JIeH, MBIIIEUYHON cIaboCTH, MapOKCU3MaIbHONW MHUOTIIOOMHYpUEH, Kak

peakuusi Ha (PU3NUECKYI0 HArpy3Ky (HEMEepeHOCUMOCTh (U3MUECKUX HArpy3ok). B penkux ciayuasx



9TH TPUCTYNBl HACTYyMalOT KaK peakius Ha TOJIOJaHWe, WHTEPKYPPECHTHbIE HWH()EKIUH,
SMOLIMOHAJIbHBIE CTpPECChl, OXJaxJeHue. [IpucTymbl OCTpol JEKOMIIEHCAUM WU JUCHYHKIUSA

CepACYHOMN MBIIIITHI HAOTIOAAIOTCS PEIKO.

[ToyeuHass HEIOCTATOUYHOCTH BCJEACTBUE MHUOITIOOMHYpPUU BbIsABICHA Yy 25% TalMEHTOB. OTO
3a00J1€BaHUE SIBISIETCS CaMOW YacTOM MPUYMHOW HACJIEICTBEHHON MuormoouHypun. TedeHue

3a00J1€BaHMsI OTHOCHUTEIIBHO oOpokadecTBeHHOE [23, 24, 106].
Hapyuienust MumoxonopuaibHo2o B-0KUCIEeHUS HCUPHBIX KUCTIOM

B Muroxonapuansaom marpukce anuia-KoA >¢upsr KK Bxonar B f -okuciaeHne, KOTOPOe MEPEHOCHUT
ANEeKTPOHBI 7151 cuHTe3a AT® (nmprxarenpHas 1enb MUTOXOHApUiA). B pesynwrare P -okucienus KK
NIOCJIEN0BATENIBHO PACUIEIUISIOTCS 10 aneTiI-KoA, KOTOpBIi 3aTeEM ITpeBpaIaeTcs B KETOHOBBIE TENa B
neyeHu. IlepBas peakuust JgermaporeHuszanuu ocyuiectsisiercs anwi-KoA-peruaporenazamu. B
okucnennn KK npuHMMaloT ydyactre KOpOTKOLEIOUYE€YHasA, CpeIHEIeNoueyHasi, IJIMHHOLETIOYeYHas U
OoueHb JIMHHOLlenoyeuHas anwi-KoA-geruaporenassl (B aHmiuickod Tpanckpunuuu — SCAD,
MCAD, LCAD u VLCAD, coorBerctBenHo). CyOcTpaTHasi cielU(pUIHOCTh BCEX MEPEUUCICHHBIX

(GbepMEeHTOB pa3auvHa U TOJHKO YaCTUYHO MEPEKPHIBACTCS.
Heguyum ayun-KoA decudpozenasvl HCUpHbiX KUCIOM C KOPOMKOU VeiepOOHOU Yenblo.

AyTOCOMHO-PEIIECCUBHOE COCTOSIHUE, CBsI3aHHOE ¢ MyTanusmMu reHa ACADS, KOaupyroiero amui-

KoA neruaporenasy >kKMpHBIX KHCJIOT C KOPOTKOM yriepoaHoi nemnbio (SCAD).

B mHOTHX Cciydasx oTmedaroT OeccuMmToMHOE TedeHue, modtomy SCAD Temepp paccMaTrpuBaeTcs
Kak Omoxumudeckuii ¢peHotumn, a He 3a0oneBanue. bompmuHCTBO AeTet co SCAD ObutM BBISBICHBI
OpU MPOBEACHUM CKPUHUHIA HOBOPOXKICHHBIX, U IOJAABIAIOIIEE OOJBIIMHCTBO M3 HUX OCTAlOTCSA

0OeCCUMITOMHBIMM Ha MNPOTAKCHUM HCCKOJIBKHX JICT.

PanpIiiie BeIIEISIN TSOKEIYIO U JeTKyI0 (opmy 6omnesnu [17, 53]. BrocienctBum 01710 00HApYKEHO,
YTO HAJIMYME B TOMO3ZUTOTHOM COCTOSIHUM WJIM B KOMIIAyHJ-T€T€PO3UTOTHOM COCTOSIHUM HECKOJIbKHUX
pacIpoCTpaHEHHBIX TOMUMOP(PU3MOB MPUBOAUT K CHUKEHHIO akTUBHOCTH (epmenta SCAD u
BBISIBJICHUIO OMOXMMHUYECKMX W3MEHEHHH B CIEKTpE alUIKapHUTHHOB, HO HE HMMEET KaKUX-JIHOO

(bU3MOTOTMYECKUX MOCIEACTBUM [75, 76].
Ieguyum xopomroyenoueunoui 3-euopokcuayui- KoA oecuopoeenasot oecpuyum (SCHAD)

AyTOCOMHO-peliecCUBHOE 3a00JieBaHME, CBsI3aHHOE C MyTauusiMu reHa HADH, xoaupyroiieM

KOPOTKOLIETIOUEUHYI0 3-Tuipokcuaiii- KoA neruaporenasy xupHbix kuciot (SCHAD).

3a0osieBaHKEe B OOJBIIMHCTBE CIIy4aeB MaHU(ECTUPYET HA NIEPBOM IOy KU3HHU, HO BOBMOXKEH U OoJiee
MO3AHUI BO3pacT Havasna cuMnToMoB. OmnucaHo okoio jAecsaitu cinydaeB geduuura SCHAD B
muteparype. OCHOBHbIE KIIMHUYECKUE TPOSIBICHUS 3TOT0 METab0IMYeCKOro 3a00JIeBaHus OTIMYAIOTCS
OT JpPYTruX HACIEICTBEHHBIX JAe(PEKTOB [-OKUCICHHSI J>KUPHBIX KHUCIIOT, IOCKOJBbKY TIpPH HEM
TUINOTIMKEMHUSI CBSI3aHA C TUIEPUHCYJIMHU3MOM. Takxke y MalMeHTOB OTMEYaeTcs MHUOITIOOMHYpHUs (B

noaApOCTKOBOM BOBpElCTC), THIIOKCTOTHNYCCKaA THUITOTTIMKEMHNYCCKasAa BHHe(i)aHOHaTI/ISI,



FI/IHeprO(i)I/ILICCKaH/ AWUJIaTallMOHHAA KapAWOMHUOIIaTHA, MbIIICYHAsA THUIIOTOHHA, CTCATO3 IICUCHH,
INIEYCHOYHAasA HEAOCTATOYHOCTD. OmnucaHbl HECKOJILKO ClIy4dacB BHE3AITHOM CMCPTHU. CTpGCC, TroJIogJaHue

MOT'YT IIPOBOLIUPOBATH CUMIITOMBI.

HOS,Z[HGC YCTAHOBJICHUC JHUATrHO3a MOXKXCT IIPHUBCCTU K q)OpMI/IpOBaHI/IIO OIMUIICIICUU H YMCTBGHHOﬁ

OTCTAJIOCTH U3-3a MOBTOPSAIOUIEHCS TUIIOTTIMKeMUH [77].

SCHAD cnenyet kinaccuuuupoBarh Kak CHHIPOM BPOXKJICHHOTO THIEPUHCYIWHU3MA, TIOCKOIBKY Y
NAaleHTOB C JOKa3aHHBIMU MyTauusmMu HADH MoxeT HaOMIonaThCsl peluIuBUPYIOLIAs

TUIIOTVIMKEMHSI C TUTIEPUHCYJIMHU3MOM, YYBCTBUTEIBHBIM K THA30Kcuy [77-79].

JIpyruMy 4acTbIMU CHMITOMAaMHM SIBJISIETCS 3aJE€p:KKa PEUEBOrO Pas3sBUTHs, MbIIIECYHAS T'MIIOTOHUS.
Hepenko oTrmeuarorcst 3MWIENTUYECKUE MPUCTYIbI, MUOMATHA, 3aJep’KKa (PU3MUECKOTO pa3BUTHS,

HapylIeHUs] BCKapMiIBaHus. Pexke BcTpedaroTcs: AucMopUYHbIC YepThl, KapauoMuomnartus [75].
Hedpuyum ayun-CoA-0e2udpozenasvl cpeoHeyenoyeyHbixX HCUPHbIX KUCTOM

AyTOCOMHO-peIIeCCUBHOE 3a00JIeBaHNe, CBI3aHHOE ¢ MyTanusaMu reHa A CADM, Kogupyromero amwi-

CoA-neruaporeHasy cpeHenenoueyHbix KupHbix kuciaotr (MCAD).

3aboneBaHne B OOJBITUHCTBE ClydaeB MaHU(ECTUPYET B Bo3pacTe oT 3-x 10 24-x mecsieB. Hepenko
(or 10 mo 40% cmyuaeB) 3a0oieBaHWE HAYMHACTCSA B IEPUOC HOBOPOXKACHHOCTH. [IpHCTyIIbI
IPOTEKAIOT TSDKEJIO M MOTYT 3aKaHUMBAThCA JIeTalbHO. B 5% ciiydaeB cMepTh JeTell MPOUCXOAUT B
nepBble JHU Ku3HU. Okono 20% DanuMeHTOB YMHPAOT 0 yCTaHOBIeHus auarHosza [11, 17]. B
OOJIBIIMHCTBE CIIy4aeB OCHOBHBIMH TMPOSIBICHUSIMU SBISIOTCS THIOKETOTHYECKAsh THIOTIMKEMMS,
KOTOpass MOXET COYETaThbCsl C JIAKTaT-alluJI030M U runepaMMmoHueMuen. KnnHuueckue mposiBiIeHUs
BKJItoyaroT cuHjipoM yrHeteHus: [{HC, connuBocTh U pBOTY Ha (hoHE MH(DEKIMOHHBIX 3a00JIEBaHUIM,
TOJIOZIAHUSI WM TPU OINEpPATHUBHBIX BMEMNIATEIbCTBAX. Y HEKOTOPBIX MAI[MEHTOB OTMEYaeTCs
MEeTa0OMMYECKU KpHU3, HECMOTPS Ha W30BITOYHOE HAKOIUICHHE KETOHOBBIX TEI U HOPMAJBHYIO
KOHILIGHTPALMIO TIIOKO3bl B KpOBU. M3peaka mManuMeHTbl AEMOHCTPUPYIOT BO BpeMsl IPHUCTYyIa
“mapaJJOKCajJbHO” BBIPAXXEHHBIN KeT03. B mepros kpr3a oTMedaeTcsi COHIIMBOCTh, PBOTA, JIbIXaTeJIbHAS
HEJOCTAaTOYHOCTh, CYJAOPOTH, TEMaToOMerajausi, a Takxke OBICTpOe pa3BUTHE  CEPICYHOU
HEA0CTAaTOYHOCTU. [loBpexkaeHue TOJOBHOTO MO3ra, KOTOPO€ MOXKET BO3HUKHYTh BO BpeMs
METa0OJINYECKOTO KPHU3a, YBEJIMYUBAET PUCK OTHAJIEHHBIX HEBPOJIOTMUYECKUX HapylueHud. Moxer
HaOmofarbest cnenuduyeckas noauMopdHas KeIyJouyKoBas TaxHKapIus B BUIE XapaKTEPHBIX
m3menennit Ha DKI' B Buge torsades de pointes (Pp. — «CKpydeHHBIE IIHYPKW» ), WIH KEITyTOUKOBAS
Taxukapaud Tuna «nupyst». HampaBnenuwe komriekcoB QRS MeHsETCS HLMKIMYECKU: HECKOIBKO
KOMILJIGKCOB HAaNpaBJICHO BHU3, 3aTeM B TOM K€ OTBeAeHUUM —BBepX. [lpu 0ObEeKTUBHOM
o0cTieIOBaHNN OTPEENSIeTCs] YBEIUYCHHE MeYeHU, CUHApoM IuTonu3a (Peiie-mogo0HbIN cUHIpOM).
MexnpucTynHslil 1epuojl nporekaer OnaronpusitHo, y 80% mnamueHToB OTMEYaeTcs HOPMallbHOE
HEPBHO-IICUXUYECKOE PA3BUTHUE C ITOJHBIM OTCYTCTBHUEM APYIMX INpU3HAKOB maroinoruu [15, 17, 48,
49].

Hedpuyum ayun-KoA oecudpocenasvi HCUPHLIX KUCIOM C OYeHb OTUHHOU Y2lepOOHOU YeNnbio



AyTOCOMHO-pEIIeCCUBHOE 3a00JIeBaHNe, CBA3aHHOE ¢ MyTanusMu reHa A CAD VL, KomupyroIero aui-

KoA neruaporenasy >kMpHBIX KUCIIOT C OYEHb JUIMHHOM yriieponnou nenbto (VLCAD).

[To cpokam mMoOsIBICHHUS TEPBBIX MPU3HAKOB BBIICTSAIOT TPU (OPMBI 3a00JEBAHUSA: HEOHATAIBHYIO,
IEeTCKylo M mo3aHior. [Ipu HeoHaTanbHOM M JETCKOM (opMax paziuyaroT CIEAYIOUIHE HECKOJIBKO

KInHndeckux ¢penorunos [8, 13, 36, 37].

Hambonee pacnpoctpaneHHor ¢opmoii 3a0oieBaHUs SBISCTCS TsDKeIas MilajJcHYeckas dopma
(cepneunas u nojauopranHas popmel) ¢ paHHeill MaHudecTaluend U BBICOKOM cMepTHOCThIO. [Tpu aTux
dbopmax oTMeEHaeTCs TOYTH Hy/eBas (PepMeHTaTMBHAs AKTUBHOCTh, a KIWHUYECKU MPEBAIUPYET
MopakeHue cepaina B Buae (TumnepTpoduueck WiIW AUIATAIMOHHOW KapIWOMHOIIATUU, HAPYIICHUS
CEp/ICUHOI0 PUTMA) M BBICOKOW JIETAJBbHOCTHIO HA MEPBOM Toay ku3HMU [123]; a Takxke MbIIIEYHON
cnaboCThI0 U THUNOTOHMEH Ha (OHE T'UIEePAMMOHMEMHH, HEKETOTHYECKOM/ T'MIOKETOTHYECKON
TUMNOTIIMKEMUH U JakTaT-anuao3oM. OcTpas HEBpOJIOTHYECcKas CHMIOTOMAaTHKa IpEACTaBICHA
jetaprueit u komoi. CHHAPOM BHE3AITHOW CMEpPTU MIIaJIcHIIa B HEOHATAJIbHBIN NEPHUO/I UJIU HA TIEPBOM

rOfy JKU3HU XapakTepeH i 1aHnHou Gopmel [131].

Bonee nerkas gopma 3aboneBanus ¢ Takoi ke paHHel ManudecTalueit mporekaeTr kak Peiie cunapom.
Knunuka B BUIE OCTpPBIX MPHUCTYIIOB, COMPOBOXKAAIOIIUXCS PBOTOH, BSJIBIM COCAHHEM/OTKAa30M OT
NUIIM, MBIIMIEYHOW TUIOTOHUEH, rumnopeduekcueil/ apeduekcueil, TaxWIHOd, arHo’, JeTaprue,
KOMO#1, pa3BUBaeTCs KaK peakKivs Ha TOJIOJJaHUE WU BUPYCHBIE MHPEKIINU, PACCTPONCTBA JKEITYOTHO-
KHIIIEYHOTO TPAKTA, MPUBOISIINE K HEKETOTHUECKOM TUIOrTHKeMuH. Ha BbICOTE PHUCTya OTMEYaeTC s
MeTabOIMYeCKU JIaKTaT-alliu103, TUIePypUKEMusi, TernaToMeranus, MpleuHas ciaabocts. [lpuctyn
MOXET TPUBECTH K BHE3amHOW CcMepTH. B psne ciiydaeB TUNOTTTUKEMHUYECKUE TPUCTYIIBI
COTIPOBOXKIAIOTCSI CyAOpOTaMu, Juapeei, MAHAITHEH, MUOTIIOOMHYPHUEH, MMPOKCUMAIBHOW MHUOTIATHEH.
OHuedanonaTiss MoXeT HaOMIogaTbes Jaxe B OTCYTCTBHE T'€HEPaM30BaHHBIX METa00IMYECKUX
pacctpoiictB. Ilocme MHOXECTBEHHBIX MPHUCTYIIOB MOXET PAa3BUTHCS YMCTBEHHAs OTCTaJOCTb.
HecMoTpss Ha OTHOCHTENBHYIO JIETKOCTh KyIHPOBAHHS TPUCTYIIOB MPOTHO3 3a00JICBAHUS OCTAETCS

HEOMPEeIEICHHBIM, TOT/Ia KaK MPY HEOHATALHON KapIMOMHUOIMATHIECKO opMe OH HEeOIaronpusTeH.

[Moznuss popma (okonmo 15% cnydaeB) manudectupyeT oObBIYHO Ha BTOPOM-TPETHEM JI€CSTHIIETUU
KU3HU HETIEPEHOCHUMOCTHIO (PU3MUECKUX HArpy30K, MUANTHEH, Muornoounypueit u nogbémMom KOK B
OTBET Ha (PU3UUECKOe NepeyTOMIICHUE U ToJIol. MOXKET pa3BUTHCS MPOTPECCUPYIONIAsi TPOKCUMANIbHAS

muormnarus [38].

Hepuyum  mumoxounopuanrvnoco  mpu@yukyuonaivuozo  oeika  (TFP)/medocmamounocmo
onunnoyenoueunou 3-OH ayun KoA oezcudpocenaswl swcupnvix xkuciom (LCHAD) / nedocmamounocme

onunHoyenoyeunou 3-kemo-KoA muonazol (LCKAT).

MuTtoxouapuanbubii  TpudyHkuuoHanpHbei  O6emok  (TFP) -  wmymbrudepMeHTHBIM  KOMILIEKC,
coctosiuuii u3 3 6enkoB. Hambosee yacto BcTpeyaeTcs HEJOCTATOUHOCTh JIMHHOLenoueyHol 3-OH
amun  KoA  perunporenassl  kupHbix kucinor (LCHAD), xkpaiiHe peako HeIO0CTaTO4HOCTh
JuMHHOLEenoueyHo# 3-keto-KoA tuonasel (LCKAT) [125].



MyTanuu B 2 reHax NpuBOIAT K AaHHOMY 3a0oneBanuto - HADHA, HADHB. D1y reHbl KOAUPYIOT O U
B cyosenuuunsr  TFP. MyTanmu B 3TUX T€HaX MOTYT IMPUBOJUTh K TE€HEPaAJIM30BAHHOU
HegoctarouHocTu TFP, BbI3bIBast €ro HECTaOMIBHOCTD, a Takke MyTauuu B rene HADHA sBustoTcs
NpuYruHON n3onupoBaHHou HenocrarouHoctd LCHAD, a mytauun B HADHB reHe — n3011MpOBaHHON

nenocraroynoctu LCKAT.

Knunnuecknit penotun uzomupoBanHoit HemoctarouHocTd LCHAD uCKITIOUHTENBbHO TETEPOTreHEH,
HAllOMUHAS 1O CBOMM TposBieHusM HemoctatodyHocTh VLCAD. Taxke knmuHUYecKHe (PEHOTHUIIBI
YCIIOBHO MOAPA3AEISAIOTCS Ha TSKEIYI0 HEOHATAJIbHYIO0 KapAauoMuonaruueckyro gopmy (1), dopmy,
MPEUMYILIECTBEHHO MpOTeKarollyo kak Pelie cunapoMm (2) B coueTaHUM C TOpPAXKEHUEM IMEUYEHH,
nerkyro dopmy (3) ¢ mo3gHed MaHudECTAalMe W MPEUMYIICCTBEHHBIM TMOPAKEHUEM CKEJICTHBIX

mbim. Tedenue 3a06oneBanus octpoe (1) 1 uHTEpMUTHPYFOIIEE WK TIporpeaueHTHoe (2 u 3).

Knmandeckue mposBiieHUs 00JIe3HW B HEOHATAJIBHOM TIEpPHOJEe HauOoyee TsHKENble, KaK IPaBHIIO
MIPUBOJIAIINE K JIETATLHOMY MCXOY: KapAHMOMHUOMATHSI, CTEATO3 ITeMaToIMTOB, MBIIICYHAs TUTIOTOHWS,

HCBPOIIATHA U CGHCI/IC-HOI[O6HOG COCTOSHHCEC.

B pammem nmerckoM Bo3pacTe: XapakTepHa ocTpas MaHudectarus (pBoTa, 0O0IIas MBIIICYHAS
TUTIOTOHMS, TOHUKO-KJIOHUYECKHE CYIOPOTH, BSJIOCTh, COHJIMBOCTH, ABIXaTeIbHBIC pPAacCTPOMCTBA,
KOMATO3HbIE COCTOSIHHSI). Y  MHOTMX JieTed HaOmoJaeTcs COYeTaHWe TUIepTpopuyIecKon
KapIUOMHUOTIATHH, TEIaTOMETaINK, MBIIMICYHON THUNOTOHWU u ciadoctu. [lpu ayckynmpranum cepina
BBICJIYIIIMBAIOTCA TJIyXH€ TOHBI, PUTM Tajoma, TMpPH KCCICAOBAaHUH OOpalaeT BHUMaHUE
KapJHOMET s, TUIEPTPOQUS JEBOTO KEITyI0uKa, HApyILIeHUE CUCToIMYeckor (yHKuuu. OmnucaHa
TaKke nepukapauanbHas dpdys3us. XapakrepHa HEKETOTHYECKas/ TUIMMOKETOTHYECKasi TUIOTIIMKEMUs

KaK p€aKnusia Ha IroJIOAaHHC.

HaunGonee yacto BcTpeuaercs popma 3a00eBaHus C BO3PACTOM Havasla B EPBbIE 2 Io/a KU3HU (2 1HA
— 2 roma.). Y OONBIIMHCTBA MAIMEHTOB 3a00seBanne ManudecTupyeT kak Peite cunnpom. Knnauka B
BUJIE OCTPBIX M, KaK IMPaBUJIO, MHOXXECTBEHHBIX MPHUCTYIOB, COMPOBOXKIAIOIIUXCS PBOTOM, BSUIBIM
COCAaHMEM/OTKa30M OT TMHIIM, MBIIIEYHON THIOTOHUEH, TemaTtoMeranueii, rumnopedaexcueit/
apeQuiekcue, TaX1UIHO?, JIeTaprueii, KOMO, pa3BUBAETCS KaK peakiys Ha TOJI0/laHue WM BUPYCHbBIE
MH(DEKIMU, PpacCTPONUCTBA KEIYJOYHO-KUIIEYHOTO TpakTa, MPUBOASIIME K HEKETOTHYECKOU
runorMkeMud. lIpucTynm MoXeT NpHUBECTHM K BHE3alHOM cMepTH. Y HEKOTOpPhIX MallMeHTOB
OTMEYAETCsl MPOrPEIUEHTHOE TEeUeHUE 3a00JieBaHUs B BHUJE MPOTPECCUPYIONIEH KapAMOMUONATHH,
MBIIIEYHOM TUMIOTOHUU U TeraToMerajiuu. Y BCEX MAIMEHTOB BBISABIISAETCS JIAKTAT-allUA03 U BBICOKAS

akTUBHOCTH KDK.

B crapuiem Bo3pacte y NalueHTOB MOTYT MOSIBUTHCS IPUCTYIIBI MBIILIEYHBIX 00J1€ 1 MUOIIIOOUHYpHUH.
VY HEKOTOPHIX MAIMEHTOB C MO3AHEH MaHu(ecTalre pa3BuBaeTcs KIMHUYeckas Gopma 3a0oseBaHus,
cxoaHast ¢ MblmedHoil ¢popmoir CPT 2 nenmoctarounoctu. Jta dopma mMaHHpecTHpyeT OObIYHO HA
BTOPOM-TPETHEM JAECITHIETHH JKU3HHU (HO MOKET MaHU(PECTUPOBATh U paHblle) HEMEPEHOCHUMOCTBIO
¢uznuecKkux Harpy3ok, mMuairueu, muornoounypueir u noaxbéMom KOK B oTBeT Ha (usmueckoe
nepeyromsieHue U ronof. OgHaKo, JUIsl STUX NALMEHTOB XapaKTepHO COYETAHHE 3TON KIMHUYECKON

CUMIITOMATUKHU C TiepuepruuecKoil HeBporaThue u AucQyHKIueH IeueHH.



[Topaxkenue meueHu siBisieTCsl OnMHOM M3 HamOomee xapaktepHbix 4yepT LCHAD HemoctatouyHocTH U
MIPEACTABIEHO T€NAaTOMETalnuend, CUHIPOMOM IIUTOIN3a, B PEIKUX CIydasix — OCTPOU XOJIECTATUYECKON
KEITYXON U MEYEHOYHON HEO0CTATOYHOCTHIO C MACCUBHBIM TOTAJbHBIM HEKpPO30M neueHu [13, 41]. ¥V
JKEHIIIUH Y9acTO BO BpeMs OCPEMEHHOCTH MOJXKET HAONIONAThCS JKHPOBas AUCTPO(US TEUCHU WU
HELLP-cunapowm [16, 80].

Kmmandeckas xaptuna aedexra TFP odenp cxomna ¢ TakoBoi mpu HemoctatouHoctd LCHAD, Ho
SBISICTCST 0O0JIee TSHKEIIOM M COMPOBOXKIASTCS PAaHHHUM JIeTAJIbHBIM HcxofoM. Hagano 3aboneBaHus - B
HEOHATAJbHOM TIEPHOJIC: MPOTPECCUPYIONIAsl MBIIIEYHAs TUIIOTOHMS, JIETaprus, KOPMIICHUE
3aTpyaHEHO, IPOTPECCUPYIONIAs CEPIeUHast HEIOCTaTOYHOCTh, CHHAPOM BHE3AITHOM CMEPTH MJaJcHIIA
(B BO3pacte A0 2-x MecsueB). OueHb TsKenas TIeHEpPaIU30BaHHAs HEOHATajbHAs THIOTOHUSA,
KJIMHUYECKH HEOTIMYUMask OT BPOXKJICHHOW MHUOMATUH, ObLIa MaHU(DECTHPYIONUM CHUMIITOMOM Yy 5
nanueHToB. B omHOM ciydae oTMewarnach MO3aHsSsS MaHudecramus 3aboneBanus (B 2,5 T) C
OTHOCHUTEIHHO MATKHM WHTEPMUTTUPYIONTUM TCUCHUEM. YHUKAJIbHBIA KIMHUICCKUN (DEHOTHIT OTTHCaH
y JBYX TAIlMEHTOB ¢ MaHU(eECcTalHue B BUJE MPOTPECCUPYIONICH XPOHUYECKOW MOJMHEBPONATHH U

MHOIIATHH B OTCYTCTBHUE MATOJOTMUESCKHX U3MEHEHHUH CO CTOPOHBI IICUCHU M CEPICYHOMN MBIIIIIIBI.
[ nymaposas ayuodypus 2-eo muna (MHodxcecmaenubwlil Oegpuyum ayui-KoA oecudpocenas)

AyTOCOMHO-pelieCCUBHOE 3a00JIeBaHNE, T€HETUYECKH T€TEPOreHHOE, CBA3AHHOE C MYTAllUsIMU I€HOB
ETF-B, ETF-A, ETF-DH, xortopble KOomupyroT anbbha- u Oera-cyObeauHuIbl (IaBONPOTEHHA,
aprsromerocss  nepenocynkoM anektpoHoB  (ETF), u  ETF-xodepment Q-okcuaopemyKTassbl.
Hapymenus QyHkuuii 11006010 U3 3TUX ABYX (PJIaBOMPOTEHHOB MPHUBOAUT K HAPYIICHUIO OKUCICHHS

JKUPHBIX KHUCJIOT.

Briaensitor Heckonbko KMHUYECKUX hopMm ['A2: 1) Tspkenyro HeoHaTalbHYIO (HOPMY € BPOXKAEHHBIMU
AHOMAJIMSIMU; 2) TSDKEITY0 HEOHaTalIbHYI0 opMy 0€3 BpOXKIECHHBIX aHOMAJM; 3) MKy popMy WK
ATUWIMAJIOHOBYIO/aIMITMHOBYIO anuayputo. Kpome Toro, paznuuaror puOOQIaBUH-PE3UCTEHTHYIO U

pubodnaBuH-49yBCTBUTENBbHYIO QopMmbl [13, 14].

[Ipu TspKENO0M HEeOHATaNbHOU (POpME C BPOXKICHHBIMU aHOMAJIMSAMHU, KaK IPABUIIO, peOCHOK POXKIAETCS
HEJIOHOIICHHBIM. Y JIeTel ¢ MEePBBIX JHEH KU3HU PA3BUBAETCS JbIXaTENbHBIC HAPYIICHUS (TaXUITHOD,
amHo»’), MbIIIEYHAsI TUIOTOHUSA, BSJIOCTh, COHJMBOCTHh BIUIOTH JO JIETApTUHU, PBOTA, YBEIUYEHUE
IIEYEHU M CEJIE3€HKU, HEOOBIYHBIM 3amax MOYM («IIOTHBIX HOI»), Tskenas aHeMus. YepTel nnna
IU3MOp(QUUECKUe, HAOMHUHAIOIIME TakoBble IMpu cuHapoMe llenbBerepa: BbICOKHN  J100,
TUIIEPTENIOPU3M, TUIIOIUIA3Us JIMIA TI0 CPEAHEN JIMHUU, TUCIUIACTUYHBIE HU3KO MOCAKEHHBIE YIIIHbIE
pakoBUHBI. XapaKTepHbl BPOXKIACHHbIE MOPOKU PA3BUTHS: MBIIIEYHbIE A€(PEKThI NEepenHeld OpIOLIHOM
CTEHKH, TMIOCIAaJus, HUCKPUBIECHHUE IOJIOBOTO Wi€Ha, 'cToma-kadanka'. CMepTh B HEOHaTaJbHBIN

nepros (B MEPBYIO HENEIO )KU3HN) Ha (DOHE JIETAPTHUH U KOMBI.

Heonaranbnas dopma 6e3 BpOXKJIECHHBIX aHOMAJIUH, TaKKe, KaK W MPEIblaylas, OTIMYaeTCcs paHHen
MaHudecTarue, TOKEIbIM TCYSHUEM U HEPEJIKO BeleT K ThuoOenu. JleTr OTCTaloT B ICHXOMOTOPHOM U
(GU3UYIECKOM pa3BUTHM. XapaKTepHO pa3BHTHE Peiie-momo0HOr0 cHHIApOMa W KapIHOMHUOTATHH.

Teuenue 3aboneBanus npuctynooOpaszHoe. B HEKOTOPBIX ciayyasx OOle€3Hb NMPU OTCYTCTBUU SIBHBIX



KJIMHUYECKUX MPOSIBIICHUM MOXET SIBUTHCS IPUUUHON BHE3AMHOW JETCKOM CMEPTH B pAaHHEM BO3pPACTE

[6].

[Mozgusisi gopma ornmuaercss Oosee jerkuMm TedeHneM. OCHOBHBIMH KIMHUYECKUMU MpU3HAKAMU
SBJISIIOTCS: TOIIHOTA, PBOTA, YBEIUYEHHE IIE€UEHM, KEJITyXa, MbIIIEYHAsl CIa00CThb W THUIIOTOHHS.
YMcTBeHHOE pa3BuTHe He cTpajaet. [Ipu nozaHelt Gpopme 3ab01eBaHUS IPUCTYIIBI TUITOKETOTUYECKOM
TUTNOTIIMKEMHUH TPOTEKAIOT HETSKENO, OOBIYHO HE COMPOBOXKIAIOTCA METAOOIMYECKUM aIui030M U

TUIIEPAMMOHUEMUEH.

Y yacTu mNalUMEeHTOB HAONIONAETCs YIY4ILIEHHE COCTOSHUS TpU Ha3HauyeHuu pudodraBuHa
(buonormueckass aktuBHas go0aBka) [143]. buoxumuueckue mapkepbl [A2 MOryT coBmajath ¢
U3MEHEHHSIMHU, BBISBIIIEMbIMH TIpU J1epekTe TpaHcrnopTepa pudbodiaBiHa, KOTOPbIE XapaKTepU3yIOTCs
3HAYUTEJIbHBIMU KIIMHUYECKUMU YIYyUIIEHUSMU NPU HaA3HAYEHUU TepaneBTUUYECKUX 103 pubodaaBruHa
(buonorudeckast aktTuBHas go0aBka). Kparkue kIMHUYECKHUE OMUCAHUS STUX 3a00JI€BaHUN MTPUBEICHBI

HUXKE.

BropuuHble HapylIeHHMS] MUTOXOHJAPHAJIBHOIO B-OKHUC/ICHUS KUPHBIX KHCJI0T/ cxoaHbie ¢ T'A2

APyrue HacjaeaCrBCHHbIC 3a00/1eBaHUSA

W3BecTHbl  psii  HACJENCTBEHHBIX 3a00J€BaHUM, IMPU  KOTOPbIX HaAOMIOAAaeTcsi H3MEHEHHE

AIMIKAPHUTUHOB, CXOJIHBIE C HAPYIICHUSMHU [3-OKUCICHHS JKUPHBIX KUCIIOT.
Jedpuunt nepenocunka pudodiasuna

Cunnmpom bpayna-Buanerro-Ban Jlaspa (BVVL) (MIM211530) - peakoe HEBpPOJIOTHYECKOE
3a0oJieBaHNe, KOTOPOE MPOSIBIAETCS  HEUPOCEHCOPHOM TYroyXocTbhlo, OylnbOapHBIM MapajiuyoM H
JIXaTeIbHBIMU HapyIIeHUsIMH. Bo3pacT Hayana BappuUpyeT OT MJlaJieH4YecTBa J0 B3pocioro [124].
Kmmandeckne npusnaku u cumntoMbl BVVL cxomubr ¢ 6omesnpro @armo-Jlonae (MIM211500),
KOTOpOE€ TEepBOHAYAIBHO paccMaTpuBaliach Kak OTAeNbHas ¢opMa, HO Temeph U3BECTHO, YTO ITO
ayenbHblid Bapuant BVVL [124]. K nanHbiM 3a00seBaHUAM NPUBOAAT MyTanuu B reHe SLCS52A43,
KOTOpbIN KonupyeT nepenocunk pudbodnasuna (RFVT3), unu B rene SLC52A42, xogupyromem JIpyrou
nepeHocunk pubodmaBuHa muazMatudeckoir memOpanbl (RFVT2). Knunuueckue mnposBieHus y
narueHToB ¢ aedummrom RFVT2 u RFVT3 nmpaktudyecku HEOTIIMUYUMEBL. Y MHOTHX MAIlUEHTOB C ATOU

NaTOJIOTUEN BBISIBISIIOT U3MEHEHHBIN PO uib allJIKApHUTUHOB B KPOBHU, CXOHBIN ¢ ['A2 [125].

Jlns repanmmu cuHApoma bpayna-Buanerro-Ban Jlaspa u 6ome3nn danmo-JIonaa BeicokodpheKTHBEH
pubodnaBuH (Omosornyeckas akTHBHAs J00aBKa) B BBICOKHX JI03aX, YTO TpeOyeT MpOBEICHUS

uccienoBanuit g qudpepeHnnanbHOi TMarHOCTUKY JaHHBIX HapymieHuit ¢ A2 [125].
Hepuuut FAD-cuntasel (FADS)

Hedunutr FAD-cuntassl (FADS) 6511 BriepBeie onucan B 2016 rogy B 7 HEPOACTBEHHBIX CEMbSIX, C
HEBPOJIOTUYECKUMU MPOSBICHUSAMU U OMOXUMUUYECKUM TipoduiieM, ykasbiBatomuM Ha A2 [126]. [pu

JICYCHUS ATOM MaTOJIOTHU TaKXKe MMPUMCHSIOT pI/I60(1)J'IaBI/IH (6I/IOJ'IOFI/I‘-IGCKa}I dKTHUBHas I[OG&BK&).

JepuuuT MUTOXOHAPHUAJIBLHOIO nNepeHocunka FAD



B 2016 romy Obut onucan AeUIIMT MUTOXOHAPUATBLHOTO nepeHocunka FAD y 14-netHel 1eBOYKH ¢
HENEPEHOCUMOCThIO (pu3nueckux Harpy3ok [127]. JlabopatopHble ucciae10BaHUs BBIIBUIN TPO(UII,
noxokuii Ha [A2. beutn BeIsiBIeHBI MyTanmuu B reHe SLC25A432, KOTOpBIM KOOUPYET OENIOK u3
CeMEKCTBAa  TpaHCIPOTEepoB (MUTOXOHApHUAIBbHOTO TepeHocunka FAD). B 2017 romy Obln onmcan
BTOpPOM NAIlMeHT C JaHHBIM HapylleHHueM, HO Ooyiee TSHKEJIOW KIMHUYECKON KapTHUHOW (arakcus,
IU3apTpUsi, MHUOKJIOHYC, MBbIIIEYHasi CJIa0OCTh U HENEPEHOCHUMOCTHIO (PU3NYECKUX Harpy3oKk).

CocrosiHME MallMeHTa YIy4IIMIOCh Mocie npueMa pudoduiaBiuHa (6rojgorndeckas akTUBHAs J0OaBKa)
[128].

Huddepenuuansuas auarnoctuka FAOD  mpoBoguTcss ¢ MIMPOKUM  Kpyrom  3a0oJieBaHUMN
HACJICICTBEHHOM M 9SK30T€HHOW MPHUPOJBI: MUTOXOHIPHAIBHBIMUA OOJE3HSIMH, CBS3aHHBIMH C
nedeKTaMu AbIXaTeNbHON e MHUTOXOHAPUHM, HACIEACTBEHHBIMH (POpMaMHU TUIEPTPOGUUECKUX
KapJAMOMUONATUH, HAPYIIEHUSIMU OOMEHa yIJIEBOAOB, MUOMATUSIMHU, OPTaHUYECKUMH alUIypUSIMU U

HapyImCHUAMHU MUKIIa MOYCBUHEI.

Cnenyer npoBoguTh au(pepeHnanbHy0 TMarHOCTUKY C TMIOKCUYECKUMHU MOPaKEHUSIMU HEPBHOMN
CUCTEMBI, BHYTPUYTPOOHBIMU HHPEKIUIMH, & TAKXKE C KapAUOMUONATUSIMH, T€aTUTaMH Pa3IMYHOIO

npoucxoxaenus [4, 9, 10, 11].



2. JIlmarnocruka 3a00J1eBaHUsI UJIM COCTOSTHUS
(rpynnsl 320071€eBAHAMA UJIH COCTOSTHUI) MeAUIIMHCKHE
MOKA3aHUS U MPOTUBONMOKA3AHUSA K IPUMEHECHUIO
METOA0B JMATHOCTHUKM

KputepusiMu  yCTaHOBIIGHHS HapyIICHUH MHTOXOHAPHAIBHOTO [-OKUCICHUS JKUPHBIX KHCJIOT
SBIIICTCSI XapaKTepHOE IS KaKI0u (popMBI M3MEHEHHE YPOBHS KaPHHUTHHOB B KPOBH U BBISBICHHE
MaTOTEHHBIX BapUAHTOB B COOTBETCTBYIOIIMX I€HAX B TOMO3UTOTHOM / KOMIAyHI-T€TEPO3UTOTHOM
coctostHuH [5, 7, 159].



2.1 /Kaa100bI 1 aHAMHE3

[Ipu cbOope anamHe3a U kamoO creayer OOpaTUTh BHUMAaHHE Ha CIEAYIOLUIUE KaloOObl U

AHAMHECTUYECKUE COOBITHS:

e OTATONICHHBI CEMEWHBIM aHaMHE3 (CXOIHBIE CHUMIITOMBI Y POJIHBIX OpaTheB W cecTep MpobdaHma,

OJIM3KOPOICTBEHHBIN OpaK);
o Cilyyau BHE3aITHOM JETCKON CMEPTH;
e« HELLP — cunapoM miu xupoBasi AUCTPOUs IEUSHH Y )KSHILUHBI BO BpeMs O0€peMEHHOCTH;
» PBota (B mo0O0oM Bo3pacte);
o Cynoporu (B 11000M BO3pacte);
o l3MeHeHue 1BeTa Moun (KpacHOBaTO-Oypast Moda) (B JIFOOOM BO3pacTe);
e DOnM301bl HAPYLIEHUS CO3HAHUS (B JIIOOOM BO3pacTe);
e DNU30/bl HAPYIICHUI CEPCUHOTO pUTMa (B JIIOOOM BO3pacTe);
e HenepeHOCHMMOCTD ITTUTENBHBIX TOJOIHBIX TPOMEKYTKOB;
e Henepenocumoctb pu3nyeckoil HArpy3Ku (B3pOcCible U AETH CTApPIIETO BO3PACTa);
e Mpimeunsie 6011 (B3pOCIbIe U IETH CTapIlero Bo3pacTa);
e bricTpast yromiisieMoCTh (B3pOCible U JETH CTAPUIETO BO3PACTA);
e DONU30/bl TUTIOKETOTUYECKON THUIOTTTIMKEMUN B aHAMHE3€.

2KanoOwl 1 aHaMHE3 TaKKe OIMCAHLI B pasaciic «KKIIMHUYCCKasA KapTHuHa».



2.2 Ou3uKaAJbHOE 00CTeI0BAHUE

[Ipu ocmoTpe HEOOX0UMO 0OpaTUTH BHUMAaHUE Ha OCHOBHBIC KIIMHUUYECKHUE mposBieHus FAOD:
o COHIHUBOCTB, BSIJIOCTD,

e DNU30/bI HAPYIIECHUS CO3HAHUS;

o Cynoporu;

e MpllIeyHast THIIOTOHMS;

e MpiieyHas ¢j1ab0CTh;

e boym B MBITIIIIaX MIPH MAJIBITAIINH;

e VYBenuueHue pa3MepoB MEUCHH;

» Hapymenue cepaeunoro purma;

o [Ipu3Haku cepAcyHON HETOCTATOYHOCTH.

[TonpoOHO nanHbIe GU3HKATHLHOTO 0OCIEIOBAHMS OMKMCAHBI B Pa3/ielie «KIMHUYECKas KapTHHAY.



2.3 J1abopaTopHbIe JMATHOCTHYECKHE MCCIeI0BAHUS

Obpawaem @HuMaHue, YMo, CO2NIACHO MPebOBAHUAM K pa3pabomKe KIUHUYECKUX DEeKOMeHOayul, K
KaxcooMy me3ucy-pekoMeHOayuu HeooXo0uUmMo yKa3vleams CUYy PeKOMEeHOAyUull U 00Ka3amenbHyo 6asy
8 COOMBEMCMBUU CO WIKALAMU OYEHKU YPOoBHsi docmogepHocmu ookazamenvcms (YI[/[) u yposws
yoeoumenvrHocmu pexomernoayuil (YVP). /s munoeux mezucoe YV P u Y[/ 6yoem nuskum no npudure
OMCYymcmeus. NOCGAUWEHHbIX UM KIUHUYECKUX UCCIe008aHUll 8blcoK020 ousatina. Hessupas na smo,
OHU SBTISAIOMCSL HEOOXOOUMBIMU ITleMeHmamu 00C1e008aHUsl nayueHma 0us YCMaHo81eHUus OUuacHo3a U

8bl60pa maxKmuKu 1e4eHusl.

e PexoMeHI0BaHO KCCIIEIOBAaHUE YPOBHS CBOOOAHOIO KapHUTHHA U AlIMJIKAPHUTUHOB B KPOBU BCEM

MalueHTaM ¢ KIIMHUYECKUMH cuMIIToMamu, xapaktepasiMu 1iig FAOD [1,105,144].
YpoBeHnb yoenuTeJabHOCTH A0Ka3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIALUH — S).

Kommentapuu: /{na xaoxcoou uz ¢gopm FAOD xapaxmepen ceou cnekmp auuiKapHUmMuHos,
npunodicenue A6. Huzkuil yposenb c80000H020 KaAPHUMUHA MAKHCE MOJHCEM HAONI00AMbCsL NpuU psoe
3abonesanul uz epynnvt FAOD. Cnedyem ommemums, 4mo, eciu ypo8eHb C80O00HO20 — KAPHUMUHA
HU3KULL, NOBbIUEHUE CHeyupuueckux ayuIKapHUMUHO8 OyO0em He BbIPANCEHHBLIM U MO MOdlcem
npugecmu K JIOJICHOOMPpUYAmMenbHblM  pesyniomamam auanusza. Illpu ewiaenenuu npoghuns
AYUIKapHUMuHo8,  xapakmepunozo 011 1A2  neobxooumo nposodumsv  OugpepenyuarvHyo
ouacHocmuky c¢ Oeexmamu memabonuzma pubograsuna (cm. Pazoen Knunuueckas xapmuna

3a001e8aHUSL UL COCMOSIHUSL).
[Ipasuna 3abopa kposu na Guiemp npusedena 6 npunodxcenuu A7.

o PexomMeHI0BaHO BCEM TNalMEHTAM C KIMHUYECKUMHU CUMITOMAaMHU XapakTepHbiMH 1ji1 FAOD
OTIpesIeIICHNUE COJICP)KAaHUs OPTaHMYECKUX KHCIOT B MOYE METOJIOM ra30BOi xpomarorpaduu macc-
CIIEKTPOMETPUHU JIJII HWCKJIIOYEHHUs APYyTHX 3a00JIeBaHUN W3 KJlacca HACJIEACTBEHHBIX OoJie3HEen

oOMeHa BemecTB u quarHoctuku ['A2 [6,13].
YpoBeHb yoequTeJbHOCTH 10Ka3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIALUH — S).

KommenTapuu: 6 moue y nayuenmos ¢ FAOD mozym nosviuiamscs KonyeHmpayuu OUKapOOHOB8bIX
Kuciom, Jakmamda, 21ymapoeol KUCIOMbl NO CPABHEHUI0 C peghepeHCHbiMU 3HadeHusmu. B

OonvuuHCcmee cayuaes smu usmeHeHus Hecneyuguunsl, 3a uckarouyenuem 1 A2 (npunooscenue A7).

o PexoMeHI0BaHO BceM  MalWeHTaM TPU  BBIABICHUHM  OMOXUMHUYECKUX  W3MEHCHHH,
CBUIETENbCTBYIOMUX B n0b3y FAOD omnpeznenenne BapuaHTOB I€HOB B 00pa3ie OMOIOrH4eCcKOro
Marepuaia JAPyroM WM HEYTOYHEHHOM, HEKJIaCCU(UIIMPOBAHHBIE B IPYTUX PYOpHKax, METOIOM
cekBenupoBanuss mo  Cenrepy  (03.5199.18.999.039) w/wim  METOAOM  TapreTHOTO
BBICOKOTIPOU3BOIUTEIILHOTO CEKBEHUPOBAHUS (03.5199.18.998.041) 15045 8)01 METOOM
BBICOKOITPOU3BOAUTENbHOTO cekBeHupoBanus (03.5199.18.999.041) u/unu metoaoM nojamMepazHoOn
nenHoit peakuuu (03.5199.18.999.048) w/mnu MeTOAOM MHOXKECTBEHHOM JIMTA3HO-3aBHCHUMOMN
amurdukanuu 3087108 (03.5199.18.999.059) (BeisiBNeHNE OMaNIETbHBIX ATOTCHHBIX BAPUAHTOB B
reHax ACADM, ACADVL, HADH, ACADS, HADHA, HADHB, ETFA, ETFB, ETFDH, SLC5243,



SLC5242, CPT2, CPTIA, SLC25A420, SLC2245, SLC25432, ACADY, ECHSI u op.) nns

MOJTBEPIKACHUS JUArHO3a U MPOBEICHHUS METUKO-TEeHETUYECKOTO KOHCYJILTUPOBAHUS ceMbH [9].
YpoBeHb yoenuTeabHOCTH 10Ka3aTeIbCTB C (YPOBEHD 10CTOBEPHOCTH PeKOMeHIaAHN — 4).

Kommentapuii: Hosvie e6apuanmuvl  Heuzsecmno2co  3HaueHus, mpebyrom  QyHKYUOHAIbHBIX
UCCe008aHUl, HANpUMep, HA KYIbmype KOXCHLIX pubpodracmos, umoodwvl yCcmano8umy, A6IAI0MC U

OHU NPUYUHOU 3A00/1e8AHUS.

e PexoMeHI0BaHO BCcEeM MalMEHTaM C KJIMHUYECKUMHU W/WIU OnoxuMuueckumu npusHakamu FAOD
o0t (KIMHUYECKU) aHamu3 KPOBU PA3BEPHYTHINH (T€MOIIOOMH, KOJIMYECTBO SPHUTPOIIMTOB,
[[BETOBOM TMOKa3areib, KOJIMYECTBO JIEUKOLIMTOB, TPOMOOIMTOB, JEWKoIMTapHass ¢dopMyna U
CKOPOCTh OCEJJaHUsl SPUTPOLIMTOB) JIJIsl OLIEHKH OCHOBHBIX ITapAMETPOB KPOBETBOPEHHUS U HATMYUS
BOCHAJIUTENIBHBIX Mpolieccos [1, 2, 5].

YpoBeHb yoeauTeIbHOCTH A0Ka3aTebcTB C (YPOBEHDb 10CTOBEPHOCTH PEKOMEHAAIUM — 5).

o PexoMeHI0BaHO BCceM MallMEHTaM C KJIMHUYECKUMHU W/WUIM OnoxuMuueckumu npusHakamu FAOD
NPOBEJCHUE aHallM3a KPOBH OMOXMMHMYECKOTO OOIIETEepParneBTUYECKOro (COAEpKaHUE TIIOKO3HI,
oOuiero Oenka, OenkoBbIX (pakuuii, anbOymuH, C-peakTUBHOro Oelika, UCCIEOBAaHUE YPOBHS
obmero OunupyOnHa B KpoBH, McciaemoBanue ypoBHs CBOOOJHOTO M CBSI3aHHOTO OmyMpyOwWHa B
KpOBHM, XOJECTEpPHHA, TPUIIHICPUIOB, JHUMOMPOTEUIOB HU3KOW UM BBICOKOM TIJIOTHOCTH
(uccnenoBaHue ypOBHS JUIIOMPOTEMHOB B KPOBH), IIEIOUHON Pocdarasbl, KpeaTHHUHA, MOYEBUHBI,
MOUYEBOM KHUCJIOThI, aMMOHHMs, anaHuHamuHOTpaHcdepasbl (AJIT), acmapraramuHoTpaHcdepasbi
(ACT), rammarmoramuntpancdepassr ([TT), xpearmndochokunazer (KOK), WcecnenoBanue
YPOBHS/aKTUBHOCTH HU30(EpPMEHTOB KpEaTMHKHWHA3bl B KpOBH, jgakraraeruaporenasza (JII),
KaJbIMsl OOIIero M HWOHU3MPOBAHHOIO, HATpUs, Kajus, Heopranmdeckoro docdopa, xenesa,
dbepputrHa, MarHus, XJjJopa, MOJOYHON KHUCIOTHI), MHCYJIMHA, MOKa3aTreaeil KUCIOTHO-OCHOBHOTO
paBHoBecus (MccnemoBanue ypoBHS OydepHbIX BemecTB B KpoBH, MccrmemoBaHuwe ypOBHS
BOJIOPOIHBIX MOHOB (pH) KpoBH), ucciieoBaHNEe YPOBHSI MOJIOUHOM KHCIIOTHI B KPOBU (JIaKTaTa) ¢
IEJIBIO OLIGHKH COCTOSIHUS TEYCHH, MOYEK, OallaHCa BaXHEUIINX HYTPHEHTOB MPH JTUETOTEPAIUH,
KaJIbIeBO-GhoCcPOpHOTO OOMEHa a TaKKe ISl OICHKH PHCKAa META0OIWYECKOW JEKOMITCHCAITUN
[12, 132].

YpoBeHb yoenuTeJbHOCTH A0KA3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIALUH — 5).

Kommenrtapuu: y nayuenmos c¢ FAOD u naubonee 3Hauumo 6 nepuoo memadoauyeckou
OeKOMNeHcayuu NnoebluLaemcs YpO8eHb MPAHCAMUHA3, KpPeamuH@oc@oxkunassl, HaOI00aemcs
eunoenukemusi u memabonuueckuil ayuoo3. llepeuenb OCHOBHBIX 1AOOPAMOPHLIX UCCIE008AHUIL,
KOmopbule Mo2ym NoMo4b 8 OKA3aHUU MeOUYUHCKOU NOMOWU NPU COCMOAHUU OCMPOTE MemaboIudeckot

Odexomnencayuu, npueedenst 8 npunoxceruu I 18.

e Pexomenayercsi onpeseseHue J1abopaTopHbIX MoOKa3aresiei (ucciieoBaHuEe KUCIOTHO-OCHOBHOTO
cocrosinus U ra3oB Kposu(MccienoBanue ypoBHs OydepHBIX BemiecTB B KpoBH, VMccremoBanue

YpOBHSI BOAOPOAHBIX MOHOB (pH) KpoBHM), HMccienoBaHHE YPOBHS MOJIOYHOM KHCJIOTBI B KPOBH



(JrakTaTa), YpOBHS IJIIOKO3bl B KPOBH, YPOBHS Kallisg B KPOBHU, YPOBHSI HaTpusi B KpPOBH, YPOBHS
MOHU3UPOBAHHOIO KaJbllMsl B KPOBHU, YPOBHS XJIOPUJOB B KPOBH) B MEPHUOA U MPH MOAO3PEHUN HA
METa0OMNYEeCKU KpU3 MALMEHTaM C KIMHUYECKUMH W/ WKW OnoxuMudeckuMu npusznakamu FAOD

C LIEJIbIO OLIEHKU COCTOSIHUSL U CBOEBPEMEHHOM Koppekuuu Tepanuu [12, 132].
YpoBeHb yoeauTeIbHOCTH 10Ka3aTeIbCTB C (YPOBEHD I0CTOBEPHOCTH PeKOMEeHAAUN — 4).

o PexoMeHI0BaHO BCeM MalnKMeHTaM ¢ KIMHHUYCCKUMH H/WUIM OMOXMMUYECKUMHU TTpu3HakamMu FAOD
001U (KIMHUYECKUI) aHaJIu3 MOYH, OTIPEJIeTIEHHE KETOHOBBIX TEJI B MOYE ISl OIIEHKH COCTOSTHUS

MOYEBBIBOJAIINX IMyTeH U mouek [ 1, 2, 5].
YpoBeHnnb yoenuTebHOCTH 10Ka3aTedbCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIAUM — 5).

KommenTapuu: 6 ceia3u ¢ 6blcokum puckom pazeumusi UHMepKyPPEeHMHbIX UHGEeKYUll y NayueHmaos ¢

FAOD pexomenoyemcs npogederie 0aHH020 UCCAe008AHUs He pexce 5 pa3 8 200

o PexomeHayercsi BCeM ManMEHTaM C MATOJIOTHEN CEPJIEYHO-COCYIUCTOM CUCTEMBI MCCIEHOBAHUSA
ypoBHsI N-TepMHUHAIBHOTO (pparMeHTa HaTpuilypeTuieckoro nponentuaa Mo3roBoro (NT-proBNP)
B KpOBU JUIsI CBOCBPEMEHHOW IMArHOCTUKH CEPJEYHON HETOCTaTOYHOCTH, nuddepeHnnansHoi
JIMATHOCTUKU C OJIBIILIKOW, BBI3BAHHOW PECHUPATOPHBIMU HAPYLICHUSIMHU, JJISl PELICHUS BOIIPOCOB O

cTapTe/KOpPEeKINH KapauoTpornHoii Tepanuu [11, 133].

YpoBeHnnb yoenuTeabHOCTH 10Ka3aTedbCTB C (YPOBEHb J0CTOBEPHOCTH peKoMeHaanum — 4).



2.4 NucTpyMeHTAJIbHbIC JUATHOCTHYCCKUE
UccJIe0BAHUSA

e PexoMeHI0BaHO BCEM MAalMEHTaM C KJIMHUYECKUMHU W/WUIM OnoxuMuueckumu npusHakamu FAOD
perucTpauus eKTporapauorpaMMsl U npoBeaeHne DXoKI' st oleHKH coCTOsiHUA cepala, Mpu
HAJIMYUM HAPYLICHUM PUTMA W MPOBOAUMOCTH MPOBEACHUE XOJITEPOBCKOTO MOHUTOPHUPOBAHUS

cepaeunoro putMa [11, 97, 109, 129].
YpoBeHb yoeauTeIbHOCTH 10Ka3aTeJILCTB C (YPOBEHD I0CTOBEPHOCTH PeKOMeHAAUN — 4).

KommenTapuu: pezynsapuas pecucmpayus snekmpoxapouozpammsl, nposedenue Ixo-KI, neobxooumo
nayuenmam OAHHOU NAMONO2uel, MaxK Kak ¢ paHHe20 603paAcma y HUX OMMeuaiomcs cepoeyHo-

cocyoucmule HapyuleHUsl.

B coomeemcmeuu c¢ Ilpuxasom Munzopasa Poccuu 13 oxmsaops 2017 2 Ne 804u om «O6
ymeepoicoeHuu HOMEHKIAmypbl MEOUYUHCKUX yeayey: MOHUMOPUPOBAHULE
aleKmpoxapouocpaguueckux OaHHvlx, Xoameposckoe MOHUMOPUPOBAHUE CEePOEYHO20 PUMMA,

pacuiugposka, onucanue u UHmMepnpemayus ANeKmpoKapouocpapuyecKux OaHHbIXx,
Peaucmpayus sanexkmporkapouozpammbi.

e PexoMeHI0BaHO BCceM MalMEHTaM C KJIMHUYECKUMHU W/WIU OnoXxuMuueckumu npusHakamu FAOD
VIBTpa3ByKoBOTO HccienoBanus (Y3UW) opraHoB OpronrHON MOJIOCTH M TMOYEK ISl MCKITFOUCHHS/

MOITBEPIKICHUS TATOJIOTUM MeYeHHU U nouek [9, 12, 13, 15, 145].
YpoBeHb yoeauTeIbHOCTH 10Ka3aTeJILCTB C (YPOBEHD I0CTOBEPHOCTH PEKOMEHAAIUN — 5).

e PexoMeHI0BaHO BceM ITallMEHTaM C KJIMHUYECKHUMU W/MIH OMOXUMHUYECKUMH IIPHU3HAKaAaMH FAOD

MpoBeJIeHnEe OPTaTbLMOCKOINUHU C LEbIO BBISIBICHUSI MUIMEHTHOM JereHepanuu cetyarku [1, 2, 5.

YpoBeHb yoenuTebHOCTH J0Ka3aTedbCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEH AN — 5).



2.5 Uuple TMArHOCTHYECKHE MCCJIeIOBAHNSA

KOHCYJ'IBTB_]_[I/II/I CIICHUAJIMCTOB MOTYT OKa3bIBATHCA IMMAOUCHTAM HaA PAa3HbIX JTalldX OKa3aHHA

MGI[HHHHCKOﬁ ImoMouu1, B TOM 49HCJIC B IICPUOA JUATHOCTUKHU 3a00JIeBaHus.

o PexoMeHayIOTCS TIpU MOCTAHOBKE JTUATHO3a MAIIMEHTAM C KIIMHUYECKUMU W/WUITH OMOXUMHUYECKUMU
npuzHakamu FAOD npuMeHsThs MyJbTHAMCUMIUIMHAPHBIA MOAXOJ B BUIY TOrO, YTO 3a00J€BaHUs
XapaKTEepU3YIOTCA MOPAXKEHUEM MHOTHX OpPraHOB M CHCTEM, TPeOyeT KOMILJIEKCHOM Tepamuu, 4To
JTUKTYeT HEO0OXOIMMOCTh COBMECTHOTO BEACHHS IMAalMeHTa CHEIUAINCTaMU Pas3HbIX Mpoduiiei
[12,13, 15, 145].

YpoBenb yoeauTeabHocTH pekoMenaanuii C (ypoBeHb T10CTOBEPHOCTH 10KA3aTeIbCTB — 5)

KoMMeHTapuu: nokazamsl nepguuHvlie KOHCYIbMayuu U NO8MOPHvle KOHCYIbMAyul 8paya-eeHemuxda,
8paua-ohmanbMonoea, 6pava-HesposLoed, B8pava-ouemono2d, 6paia-2acmpodsHmeponoed, 8payd-
SHOOKPUHONO2A,  8PAYA-KAPOUOIo2d, 8pada-0emcko20 Kapouono2a, epava-Hegponoza, epava-
neouampa/épada-mepanesma/gpada odujell npakmuku (cemelHo2o 8paia), a makxace 8padei Opyeux
cneyuanvnocmeu nayuenmam ¢ FAOD, umerowum napywenus @ynkyuii coomeemcmeayoumux opeaHos

u cucmem



3. Jleyenue, BKJIKYAST MeTUKAMEHTO3HYIO U
HeMeIUKAMEHTO3HYI0 Tepalluu, TUeTOTEPAIHUIO,
00e300/1MBaHNe, MEIUIIMHCKHE NTOKA3aHUA U
MPOTHBONOKA3AHNA K IPMMEHEHUIO METO/I0B JIeYeHHUS

3.1 O0mue pekoMeHAAUM 110 AHeTOoTepanuu nauueHToB ¢ FAOD

Crparerust nedenuss nauumeHToB ¢ FAOD HOCUT KOMIUIEKCHBIM XapakTep, B €ro OCHOBE JIEKHUT
KOPPEKIHS METAa0O0IMYECKUX HApYIICHUN MOCPEICTBOM JHETHI, KOTOPAasl 3aKJIIOYAETCs B CHUKCHHUU
NOTpeOJIeHNs TMHUIIEBBIX JKUPOB B KAYECTBE PE3EPBHOM COCTABISIIONICH TKAaHEBOW OMOIHEPTETHKH,
MUHUMU3AIUN KaTa0O0Iu3Ma JKUPHBIX KHUCJIOT M YMEHBIIEHHMM WX 3HAYMMOCTH JJIsi BOCIIOJIHEHHS
HHEPro3arpar KJIETKU C 00ECIEYeHHEM HOPMAJIbHBIX MPOLIECCOB aHA00JIU3Ma, POCTa U HYyTPUTHUBHOTO
craryca. [maBHasg 3amadya JueTroTepanuu — 3TO NPOPUIAKTUKA TOJOAAHUSA, NPEIYNPEXICHUE
TUIOMIMKEMUM M MUHUMAJBHO JOMYCTUMOE CHUKEHHE MOCTYIUIEHUS C MHIIEW MaTOreHEeTUYECKU

SHAYUMBIX JKUPHBIX KUCJIOT 1 UX UCTOYHHUKOB.

[TocTtynnenne AOCTAaTOYHOM HHEPrMHM 3a CYET YIIEBOJIOB SBISIETCS KIKOYEBBIM MOMEHTOM B
nuerorepanu FAOD. Tlpouecc anabonu3Ma MOJABIsS€T OKUCICHUE KUPHBIX KHUCJIOT M CHUYKAET
YPOBEHB IUPKYJIUPYIOMINX AlUJIKAPHUTHHOB. PacyeT KalopuilHOCTH MUTaHUS JOJDKEH 00eCIeunBaTh
a7ICKBaTHOE TIOCTYIUICHHE DHEPTHH, MPEMATCTBYS KaTaOonmm3My, U B TO K€ BpEeMsS HE MPHBOIUTH K
NepeKkapMIMBaHUI0O M K marojoruyeckod mnpubaBke Beca. Ilo pesynpraraM MNpOBEIECHHBIX

uccienoBanuil y narueHToB ¢ FAOD Obutn oTMeUeHBI clieytoye 0co0eHHOCTH MeTabomu3ma [81]:
- OoJiee HU3KHME IHEPrO3aTPaThl;

- MPEUMYIIIECTBEHHOE OKUCIICHUE YTIICBOJOB ISl TIOTyYCHUSI YHEPTHH;

- HA3Kas MBIIIEYHAsl Macca Tesa U OoJIbIIas )KUpoBasi Macca Tela.

o PexoMeHnayercsi wu3beratb JUIMTEIBHOTO TONOAAHWUS BceM marmueHtam ¢ FAOD s

MPEIOTBPAIICHUS Pa3BUTHs MeTabonnueckux kpu3oB [11-14, 145].
YpoBeHb yoenuTeJbHOCTH A0KA3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIALUH — S).

KommenTapmii: ¢ npunoowcenuu A8 cymmuposanvl pekomeHoayuu no npoooaiCumenrbHoCmu nepuooos
eonoodanus 8 coomgeememauu ¢ 6ozpacmom. (QOHAKO YKA3AHHblE 3HAYEHUS NPUMEHUMbL K 300DOBbIM
0emsam u CMmaoOUuIbHbIM COCMOAHUAM, KO20A 8 YCII0BUAX HOPMOKAIOPULIHO20 NUMAHUS OHEeE8Hble 3aNachl
2NIUKO2eHA UCNONL3YIOMCS 8 NEPUOO NPOOOIHCUMENbHO20 HOYHO20 20100AHUS OJIsL NPOOVKYUU 2NHOKO3bL.
Heobxooumo yuumvieames unOU8UOYAIbHLIE OCOOEHHOCMU peOeHKd, OJisi HEeKOMOpPbIX NAYUEHMO8
mpebylomcs.  MeHvbliue UHMEPBAIbl Mexcoy npuemMamu nuwyu O COXPAHeHUs CMAOUIbHO2O0

COCMOAHUAL.



Hauunas ¢ 8—12 mecsayes, ¢ yenvto npedomspawsenusi Kamaooauzma 8 HOUHOU Nepuood, MOMCHO 0a8ambo
nepeo CHoM KyKypy3Hulll Kpaxman (1 e/ ke /0eHnsv (pazeedeHue Kpaxmana 6 0emcKol cMecu Uiy 6 600e
1:2), npu pecucmpayuu 2unOIUKEMUU 6 HOYHbIE HUACLL BO3MOJICHO OONOIHUMENbHOE 68€0eHUe
Kpaxmana 6 motul e 003e) 01 obecneyeHusi NOCMYNJieHus a0eK8amHuol dHepeUul 8 meyeHue Hodu,
OaHHASL MAKMUKA 0ObIYHO UCNIONb3YEMCs MONLKO Y NAYUEHMO8 C MANCENbIM medeHueM 3a001e8anus,
CKJIOHHBIX K 2unocnuxkemuu. B npunoscenuu A9 npusedensvt cpednecymouHvle HOpmbl Qu3U0I02ULEeCKUX

nompebnocmeti 8 aHepeuu 0Jisi Oemelti.

o PexomeHngoBaHo Ha3HaueHUe AueToTepanuu BceM nauuentam ¢ FAOD (kpome MCADD, SCADD,
CUCTEMHOM HEIOCTaTOYHOCTH KapHUTHHA) IOCJIE YCTAHOBJIEHHUS TOYHOTO JMArHo3a C UENIblo

CHWIKEHHUS PUCKOB BOSHUKHOBEHUS MeTabOIMIeCKol AekomneHcanuu [11-14].
YpoBeHb yoenuTeJbHOCTH A0Ka3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PeKOMeHaauuu — 4).

KommenTapuu: 6 3asucumocmu om ¢hopmsl 3a001e8anusi peKoMeHOYIOMCs pasuvle cxemvl leyeHus. B
IIpunoocenuu A10 npusedenvl OCHOBHbIE PEKOMEHOAYUU NO COOMHOUWEHUIO JHCUPOS U V280008 8

oueme.

3.1.1 Jleuenne nanueHToB ¢ FAOD B nepuojn HHTEPKYPPEHTHBIX MH()EeKI Uit

Y mnammentoB ¢ FAOD »snu3ombl MeTabOIMYECKOM JAEKOMIEHCAIMM MOTYT HaOJIIoNaThCs Mpu

WHTEPKYPPEHTHBIX 3a00JIEBaHUSAX, TACTPOIHTEPHUTE.

o Pexomenayercsi TMOAJEpKHUBAaThb BBICOKOE MOTPEOJICHUE YIVIEBOJOB BO BpeMs  JIOOOTO
MeTabonuyeckoro crpecca Bcem mamueHtram ¢ FAOD jansa  mpenoTBpailieHus pa3BUTHS

MeTtabonuueckoro kpuza [110].
YpoBennb yoenureabHOCTH pekoMeHAanuii C (YpoBeHb 10CTOBEPHOCTH 0KA3aTEJIbCTB — 5)

KommenTapuu: nanumxu ¢ 20-25% pacmeopom 0excmpo3vl uiu KyKypy3H020 Kpaxmana (KyKypy3Hblil
Kpaxman - nayueHmam cmapuie 8 mecayes HCusHu 6 pazosou 0oze 1 2/ke) ciedyem Hauunamov npu
nepeviX NpU3HaKax 3a001e6anuss, a 3amem pPAGHOMEPHO pPACnpedenimv 6 meuenue cymox. [na mex
nayuenmos, y KOMOpvlX YCMAHOGIEH 30HO NPOBOOUMCS HeNpepbleHOe SHMEpAIbHoe Numanue uiu
HOBMOPHYLIL OONIOC NUMAMENLHO20 PACEOPA, YHCE UCNONb3YEMO20 HOUBIO, MOMCEM OblMb NPeOlOHCEeH
6 meuenue 6ce20 OHA. B cnyuasx kaunuuecko2o yxyouienus ¢ Omkazom om eovl, pEOMOoli, HeooXxoouma

eocnumanuzayusi 0Jis1 nposedenust ungysuonnou mepanuu (Ilpunosicenue I" 9).

3.1.2 PexoMeHAALMH 110 JedeHUI0 nanueHToB ¢ FAOD B nepuon Meradoanyeckou

JACKOMIICHCAIIU N

V Bcex IIalUCHTOB C FAOD, HC3aBUCHUMO OT HaJIMYUA WM OTCYTCTBUA KIIMHUYCCKHUX CHMIITOMOB,

KaTabOJINYEeCKUE COCTOSIHUS TPeOyIOT IPUMEHEHUS PEKUMA HEOTIIOKHON CUTYaluu.

CocTosiHue MeTa0OIMYECKOTO Kpu3a SIBISETCS IMOKAa3aHWEM JJisi TOCHHUTAIW3alUd M IPOBEICHHUS
MHTEHCUBHOM, B TOM 4HuCJ€ UH(PY3MOHHOMN Tepanuu, KOTopas AOKHA HAaUMHATHCSA HE3aMEIJIUTENbHO.
TaxkTuka nedeHus AeTe B MEPUOJ KpH3a BKIIOYAET JOMOJIHUTENIBHOE BBEACHHE ACKCTPO3BI™* mis

C-)Hepl"eTI/I‘{eCKOﬁ MOAACPKKU U YMCHBIICHUSA MHTCHCUBHOCTHU IIPOIIECCOB KaTa6OJ'II/I3Ma, KOPPEKIHIO



METa0OTUYECKOTO allK103a, TUIIEPAMMOHUEMUN U BOIHO- AJICKTPOIUTHBIX HAPYIICHHH, KOPPEKIIHIO

AUCTOTCpAIINH.

YCTpaHeHI/Ie THUIMOITIMKEMHUH U 3HepFeTquCKOﬁ HCAOCTATOYHOCTU HMMECT ICPBOCTCIICHHOC 3HAYCHUC

JUTSl COXpaHEHUs )KU3HU U 310pOBhs nanueHToB ¢ FAOD.

e PexomeHnayercsi BHyTPUBEHHOE BBEJECHHE PACTBOpPA JECKCTPO3BI*™ IMOJ KOHTPOJIEM €€ ypOBHS B

kpoBu naruentaM ¢ FAOD npu pa3zButun merabonudeckoro kpusa [5, 12,52, 130, 150].
YpoBeHb yoenuTeJbHOCTH A0Ka3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PeKOMeHaauuu — 4).

KommenTapuu: Brympusennoe 6sedenue pacmeopa oekcmposvl™** uz pacuema. HOB0podicOeHHble U
oemu 00 3-x nem 10-12 me/ke/mun, om 3 0o 10 nem 8-10 me/ke/mun, cmapwe 10 nem 5-8 me/xe/mun.
IIpu crudcenuu 2noko3vl HUxMCe 2,5 MMONb/I 8 KPOBU HEOOX0OUMO 8HYMPUBEHHOE CIPYUHOE 868e0eHe
He menee 10% Oexcmposvl™* uz pacuema 2-3 ma/ke, 0aniee nepexoosim Ha HYMPUBEHHOE KaANelbHOe
sgeoenue 10% Oexcmposzwvi®** co cxopocmvlo 7 - 9 me/ke/Mun 00 HOpMAnU3AYUU VPOBHS 2NIOKO3bL 8
kposu.) Haznauenue 0ekcmposol™** He monvKo 80CNONHAEN MKAHEBOU dHepeemuyeckKull deqpuyum, Ho

U nooassisiem JUnoIU3 U CHUdICAem npoc)ym;uio MOKCUYHbIX depueamoe HCUPHBLX KUCTIONI.

Heomnooicnyto  enympueennylo mepanuio cieoyem HAuuHams KAk MONCHO paubuie npu 0Oonee
MAJICENLIX COCMOSAHUAX, C 6bICOKOU MeMNnepamypou, NOSMOPAIWEUcs pEOmou UlU MANCENbIM

cacmposrRmepuniom.

Pacmeopul ons enympusennvlx unghysuti, cooepacawue oexcmposy™* credyem ucnonvzosamv oadice
npu HOPMAILHOM YpOosHe 2ntoKo3vl 8 kposu. Ilayuenmol ¢ FAOD nonnocmuio 3a8ucam om 2nioko3sl 014
CBOUX DHEpeemUYeCcKUX nompedHocmell u ee 3anac modxcem ovicmpo ucmouwjamvcs. Eciu y nayuenma
pPa3eueaemcs 3HAYUMeNbHAs cunepeiukemusi (Hanpumep, ypo8eHb 2lioKo3vl 6 Kpoeu oOonvute 13,8
MMONL/) € 2NoKo3ypueti U UMeomcs NPUHAKU MemaboIudecKol OeKoMneHcayuu, mo ciedyem
paccmompems B03MONCHOCHb HAYANA UHQDY3UU HUHCYIUH pacmeopumbli (YeroeeuecKuli 2eHHO-
umdcenepHoill)  **  emecmo  cuudiceHus  ckopocmu  uH@yzuu  dekcmposvl**,  cnocobcmeys
anabonuueckomy cocmoaunuro. Hauanvnas o0o3a 0na  uu@ysuu HuHCyIuHa  pacmeopumoz2o
(uenoseueckuil eeHHo-undceHepuvlil)** cocraBmser 0,01 ME/xe/mun. Yposenv umcynuma ciedyem

Mmumposams, 4umoodwvl HOOOEPHCUBAMb YPOBEHDb 2NIIOKO3bL 8 Kposu medxcoy 5,5 u 8,3 mmonwv/n [153, 160].

Credyem ommemums, umo unghysus Oojee KOHYeHMpPUposaHHo20 pacmeopa oekxcmposvl** npu bonee
HU3KOU CKOPOCMU UHY3UU NOCPEOCmBEOM YEHMPATbHO20 Kamemepa MOXNcem Nompebosamvcs npu
Hedocmamounou cepoeurnou @yukyuu. Kpome moeo, credyem cobriooams o0CmMOpo’CHOCMb Npu
npekpawjeHuy SHYMpUBEHHOU UH@Y3UU - He0OX0OUMO MEOIeHHO CHUNCAMb CKOPOCMb, YMOoObl

uzoescamov cocmosiHus peakmuenod cUnociuKemuu.

e Pexomenayercst KOppeKIMs META0OIUYECKOro anujo3a (Mpu ypoBHE OMKapOOHATOB CHIBOPOTKHU

kpoBu <16 MOkB/n) naruentam ¢ FAOD npu pa3zButuu merabonuyeckoro kpusa [5, 12, 52].

YpoBeHb yoenuTeabHOCTH dokazamenvcme C (yposenv 0ocmoseprocmu pekomenoayuu — 4).



Kommenmapuu: coenacno KkiuHuueckum pekomeHoayusm no UHMEHCUBHOU mepanuu Oepuyum
buxkapboHamos Kynupyemcs nymem 6HYMPUBEHHO2O 668€0CHUS WEOUHbIX PACmEOopos: HaTPUs
ruapokapOoHat™**. Hampusa ecudpoxapboonam™* npumensemcs 6 euoe 8,4% u 4,2% pacmeopa ona
yooocmea nepepacuema na mmonv NaHCO. E2o 0o3uposka (Mmonw) onpedensiemcs no gopmyne. (-
BE) X macca mena (xe) X 0,3. Taxoce nayuenmam modxcem Oblmb HAZHAYEHO WETIOYHOE NUMbE —

pacmeop coovl uz pacuema ¥>-1 uatinas noxcxa na 200 mn 800bl, wjeloyHble MUHEPATIbHBIE BOObL.

B 3asucumocmu om msowcecmu cocmosnus kadxcovle 6-12 uacos KOHmpoauposedams noxkazameinu
KUCTIONTHO-OCHOBHO20 COCMOAHUA KPOBU, YPOBHA HAMPUA U KAJIUA 6 KposUu nayuenmam c FAOD npu

pazsumuu memabdonuyeckozo kpusa [5,12,13,14].

o PexomeHayercsi KOppEeKLMsl BOIHO-3JEKTPOJUTHBIX HapyuieHuid mnamuentam ¢ FAOD npu

pa3BuTHM MeTabonnyeckoro kpusa [5,12, 145].
YpoBeHb yoenuTebHOCTH 10Ka3aTedbCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIAUH — 5).

KommenTapuu: npu coxpawnsiowetics eunocuopamayuu nposoOUmcst nymem 6HYMPUBEHHO20
ssedenuss nampus xaopuoa** 0,9%). Ooumako HeoOXO0UMO uUMemb 6 6uUdy, UMO 2NABHbIM
meponpusimuem 8 KOMIJIEKCe UHMEHCUBHOU Mepanuu s81semcst 66e0eHuUe pAcmeopos 0ekcmposvl** u

WeI0YHbIX pacneopos.

o PexomenaoBaHoO: Ha3HaYeHUE HATpUsi OeH30aTa (OMONOTHMYECKH aKTHMBHAs M00aBKa) MPU YPOBHE
ammuaka B KpoBH BbIiie 150-200 mxmosns/n nanuentam ¢ FAOD mipu pa3BuTUM MeTaboIMueCKOro
kpu3a [152, 154].

YpoBeHb yoenuTebHOCTH 10Ka3aTedbCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIAUM — 5).

Kommentapuu: Hampus 6enzoam (buonocuuecku akmusHas 000asKa) HA3HAYaemcs u3 paciema om

250 me\ke \6 cymku. (makcumanvro 0o 500me/ke/cym, eciu macca mena npesviuiaem 20 ke 0o 5,52/m2/

cym)

Uccnedosanue yposHs ammuaka 6 Kpo8U HeOOXO0UMO Nposooums Kadxcovie 6-12 wuacos.

Ocywecmensiom uccieoosanue ypoeus HAmpus U Kaaus 6 Kpoeu He pedice 1pasza 6 2 uaca.

Coenacno  MedcOYHapOOHLIM — PEKOMEHOAYUsM  NO  JIeYeHUl)  2UNepaMMOHUeMuu  NOKA3AHO
BHYMPUBEHHOE 66€0eHUEe NPenapamos, CEA3bleaAUUX AMMUAK, OOHAKO 8 Hacmoswee 6pems Ha
meppumopuu Poccutickoti @edepayuu Oannvie nekapcmeenHvle Cpeocmed He 3apecUucmpuposanbi.
Ilosmomy 6ce npenapamsi, ceéazvigarowue ammuax, sasraomcs npenapamamu off-label unu ne
3ape2ucmpuposanvl u mpeodyrom oopmieHus 8paveOHOU KOMUCCUU U CO2TACUSL pOOUmMenell/3aKOHHbIX
npeocmasumeneu u nayuewma c 15 nem. Ilpuem OanHblx npenapamos npu unepammoHuemuu

HeoOX00UM NO HCUZHEHHbIM NOKA3AHUSM

o PexoMeHayercsi KOppeKIMsl JTUETHYECKUX Meporpusatuii Bcem nauumeHram ¢ FAOD B mepuopg

MeTa00IMYECKOTO KpHU3a C 1eJIbI0 KOMIIEHCAIMK JaHHoro coctosiaus [1, 105].

YpoBeHb yoenquTeJabHOCTH A0KA3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIAUH — 5).



Kommentapuu: npu VLCAD, LCHAD ouemuueckue ocpanuuenuss npu Kpuse: HOIHOCHIbIO
uckaouums nompeonenue Hamypanvuvix ([[LT) scupos na nepuoo ocmpoeoa kpusa (na 24-48 uacos).
Cymounas nompebrHocms 6 dxcupax obecneyusaemcs moavko 3a cuem CLT. [Tlocne 24-48 uacos -
8600UMb HAMYPAIbHbIE HCUPLL 00 OOCMUICEHUST PEKOMEHOYeMOU B03PACMHOU NOMpeOHOCMU, NOO
KOHmMpoieM JabopamopHulX nokazameneli U COCMOAHUS NaAyueHma. IHepeemuyeckdas UYeHHOCMb
payuona 6 nepuoo MemaboIuyeckoeHo Kpuza OO0NdCHA Ovimb yeenuuena munumym Ha 10% om
CYMOYHOU B603PACMHOU HOPMbl, 8 OCHOBHOM 3a CUem Y21e8o008, uzbe2amv 20100aHUs, Ko20d

npexpauaromcs uHgy3uu.

o PexomeHayeTcsl MCIIOJIB30BAaTh MPUEMJIEMBIM 3HTEpaAIbHBIA CIOCOO KOPMIICHMS IJisl MAlMEHTa C

FAOD nns mpenoTBpaiiieHus pa3BuThs karabonnueckux cocrosaumii [1, 105].
YpoBeHb yoenuTeJbHOCTH A0Ka3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIALUH — S).
KommenTapuu: camocmosmenvno uepes pom, uepesz 30H0 Uil 2ACmpOoCHomy.

Kopwmnenue wuepe3 HnazocacmpanvHulli 30HO 6 pAMKAX OO0NCOCPOYHOU Mepanuu, 6 Yelom,
HeXCeNamenbHo, HO PeKOMEHOYemcs 8 YCI08UAX 3a001e6aHUsl HA HAYATbHOM dmane Memaboiuyecko2o
Hapyulenus. B noeceoneenoii npakmuke HazHauyeHue 0ekCmposvl™* unu KyKypysH020 Kpaxmaia yepes
pom He mpebyemcs, a NPUMEHAEemcs MONbKO NpU Y2po3e BO3HUKHOBEHUS UIU 60 BpeMs.

MemabonuyecKo2o Kpusa.

e B cnyuae HeoOxomumoctu BBeneHus snuHedpuHa** Bcem mamuentam ¢ FAOD pexoMeHaoBaHO

ero BBeneHue Bmecte ¢ 10% pactBopom aekcTpos3sr** [97, 151].
YpoBeHb yoenuTebHOCTH J0Ka3aTeNbCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIAUN — 5).

KommenTapuu: Onunedppun™* mooicem cmumynuposams aunonus, nosmomy npu HA3SHAYEHUU IMUM

demsim ciedyem 000a8iame 0ekcmposy **

Mesxicoynapoonvie Kaunuueckue peKOMEHOAUUU NO JleYeHUulo pa3padomamnsvl mMobKo 071
omoenvhvlx popm FAOD — depexmax cpeoneuyenoueunoil 0e2uopo2eHasvl HCUPHvIX KUCA0M, 04eHb
onunHouenoueunou ayuin-KoA oecudpozenasvl ycupHwvlX Kuciom u  OnunHouenoueuHnou 3-OH
ayun-KoA oezudpozenasor scupnvix kucaom. [na opyeux ¢opm FAOD pekomenoauyuu no
ouemomepanuu mo2ym paziuuamsca 6 pasuvlx cmpanax. Huowce npueooamca ocHogHble

pekomeudauuu, Komopbslé no MHEHUIo pa6oqel2 cpynnul A6JAAI0MCA Haubo1ee noJaHbIMU.

3.2 PekomeHganum no repanuu otaeabHbIx popm FAOD

B 3aBucumMocTu ot IICPBUIHOTO MeTab0JIUIECKOrO z[e(beKTa moAxXoAbl K TCPAIIM MOT'YT CYIICCTBCHHO

pas3InydaTsbCa U1 UMETh MUHOPHBIC PAa3JIMYINA.

3.2.1 PekOMEHIALMH 110 JICYCHUI0 CUCTEMHOM He10CTATOYHOCTH KAPHUTHHA




« He PEKOMEHJI0BaAaHO HAa3HA4YCHUC crnernuaabHOM AUCTOTCpAllMK MaueHTaM C CUCTEMHOM
HCAOCTATOYHOCTBIO KApHUTHUHA, IMOCKOJIbKY BCAYIIUM IMATOICHCTUYCCKUM MCXAHWU3MOM pPaA3BUTHUS

3a00JieBaHUs SIBIISIETCS Ie€PUIUT KapHUTHHA [82].
YpoBeHb yoenuTebHOCTH 10Ka3aTedbCTB C (YPOBEHb J0CTOBEPHOCTH PeKOMEHIAUM — 5).

KommenTapuu: 6ocnonnenue kapHumuHa s6151emcsi OCHOBHbIM —MemoOOM JledeHus OaHHOU
namonoeuu. Taxoice nayuewmam credyem uzbecamov nepepvieos 8 npueme nuwu (cm. ooduwue

pekomenoayuu 011 FAOD u [lpunoocenue A7).

e PexomengoBaHo HasHaueHue #ieBokapHuTHHA B g03¢ 50—400 MI/Kr/cCyTKu, BCeM MalMeHTaM C
NOATBEPXKJACHHON TEpBUYHONW HEJOCTATOYHOCTHIO KApPHUTHHA C 1I€JIbI0 CHIDKEHHUS pPHCKa

BO3HHUKHOBEHUS TUIONIMKEMUYECKUX 3MN30/110B [54, 82, 155].
YpoBeHb yoenuTeJJbHOCTH J0Ka3aTeNbCTB C (YPOBEHb J0CTOBEPHOCTH PeKOMEHIAUM — 5).

Kommentapuu: #/lesoxapnumun nazuauarom 6 ooze 50—400 me / ke / cymku, pazoeieHHol Ha mpu
npuema. Tounas 0oza #reeokapHumuna OONNHCHA OLIMb CKOPPEKMUPOBAHA 8 3ABUCUMOCIU O YPOBHS
Kaprumuna 6 niasme. Konyenmpayuio xapuumuna ciedyem usmepsams KAk MUHUMYM uyepes 4 u nocie
nocneonezo npuema npenapama. Konyenmpayusi c60600H020 KGpHUMUHA Y NAYUEHMOE C NEPEULHBIM
oehuyumom KApHUMUHA COXPAHAEMCS Hudice HOpMul Oadice npu e2o npumenenuu [14]. He
cywecmayenm YCmMAaHOGIeHHO20 «Mepaneemuiecko2o» YpOGHs, KOMOopo2o ciedyem O00CMUSHYmMb U
A0eK8AMHOU CuUmMaemcsi KOHyeHmpayus c00600no2o kapuumuna> 20 mxM. Yposenv kapnumuna 6
niasme O6vicmpo nadaem nocie npekpaujenus mepanuu #H/legokapHumunom u 3amem NPoOUCXOOUM
ucmouwenue e2o 3anaca 6 MKauax. JIOmo 00vsCHsem, nouemy NayueHmvl ¢ NePEUUHbLIM OePuyumom
KAPHUMUHA, KOMOopbvle NPONYCKAOmM npuemM Npenapama, OCmaromcs OecCUMNMOMHBIMU HECKOIbKO
mecsayes, Ymo MOJCem Npusecmu K MOMY, 4o OHU NpeKpawarom npuem #iegokapuumuna. Dmu
nayueHmvl no08ep2arOmcs PUCKY GHE3ANHOU CMEPMU U3-3a OCMAHOBKU CePOedHOl OesimelbHOCTU.
Ouenv 8adNCHO NPOOONAHCAMb MEPANUIO eHCEOHEBHO, UMODbL U30EHCAMb MANCENbIX HAPYUIEHUL CO
cmopousl cepoya. Jnumenvhas mepanus #H/1egokapHumunom nOIHOCMbIO Kynupyem KIUHUYECKUe
nposgienuss 3abonesanus ¢ Hopmanuzayueu pamepos cepoya u OKI' 6 meuenue mecaya c
B0CCMAHOBNEHUEM MbIUEUHO20 MOHYCA, XOMs MKAHesble (8 MblUeYHOU MKAHU) KOHYEeHmpayuu

KapHumuna ocmaiomcs ouenv Huskumu (<10 % om N) ¢ meueHue oaumenbHo20 8peMeHu.

IIpuem #/lesokapHumunom 6 6bICOKUX 003AX MOJCEM Bbl3bl8AMb YCULEHUE MOMOPUKU HCENYOOUHO-
KUWEYHO020 MpaKma, ouapeio, u eblpabomiy mpumMemuiamuna, 4mo sA6AAemcs NPUUUHOU «PblOHO20
3anaxa» om moyu u mena. YmeHvuienue 003bl KAPHUMUHA MONCEm YMEHbWUMb MU NoOOYHble
apgpexmol. Eciu Henpusmuulil 3anax COXPAHAEMCS, 603MOMCHO HA3HAYEHUe Kypcd NepopatbHO20

npuema #tmemponuoaszona™* ¢ 0ose 10 me / ke / cymku 6 meuenue 7—10 oneti [82, 83, 155, 156].

3.2.2 PekOMEHAALMH 110 JIeYCHUI0 Ne(hUIUTA KADHUTHH-ANWIKAPHUTHH TPAHCI0KA3bI

Knuanaeckue peKOMEHAallMH, OCHOBAHHBLIC Ha JOCTATOYHOM YPOBHC OOKAa3aTCIbHOCTHU H
Y66I[I/ITGJ'II>HOCTI/I, AJ1 JICHCHUA W MOHUTOpHUHTA 3TOI'0 KOHKPCTHOTO 3a00JIeBaHUs B MHUpPE HC

pa3paboranbl. bbuin OomyOIMKOBaHBI TOJIBKO PEKOMEHAALMM, OCHOBAHHBIE HA OINbBITE JKCIIEPTOB IO



KJIIMHUYECKOMY M OHMOXMMHUYECKOMY MOHMTOpUHTY mnanueHToB ¢ FAOD. Her eauHoro MHeHus
OTHOCUTEJIBHO HCIIOJIb30BAHMSI JIEBOKAPHUTHHA NpH 3Toi (opme Oone3nu. Hexkoroprie aBTOpbI He
PEKOMEHIyIOT 3TOTO, TMOCKOJIbKY HAaKOIJICHUE JIMHHOLICTIOYEUHBIX AlMUIKAPHUTUHOB MOXET OBIThH
TOKCHUYHBIM JUIsl cepieuHoro putma [84]. Tem He MeHee, Ipyrue aBTOPHI CUUTAIOT II€JIeCO00pa3HBIM
OPUMEHATh €ro IMpU 3MNU301aX METAa0OJMYEeCKOW  JIEKOMIEHCAlMu, I BOCCTAHOBJICHUS

MUTOXOHAPHUAIBHOTO IMyJia Ko3H3uMa A [66, 85-89].

o Pexomenayercst marmueHTam ¢ yctaHoBieHHbIM nuarHo3oM CACT coOmiofeHne HHU3KOXKHUPOBON
JIueThl (moTpediieHne XUPOB JOHKHO cocTaBisaTh 30% wmnu MeHee ot obuiel kanopuitHoctd, 20%
u3 Hux - MCT ¢ auzkum cogepskanneM C10 u 10% LCT (nnuHHOLETIOUCUHBIE TPUTTHLIEPUIBI) IS

MPEIOTBPAILICHUS PA3BUTHS META00IMYECKOro Kpusa [66, 87-89].
YpoBeHb yoenuTeJbHOCTH A0Ka3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIALUH — S).

Kommentapuu: pexomenoosarno MCT ¢ nuskum cooepacanuem CI10 6 ceazu ¢ mem, umo swcupol C10

mpeoyiom 0ns okucienus akmusnou pabomor CACT [90].

o PexoMeHnayercsi marmueHTaMm ¢ yctaHoBieHHBIM guarHo3om CACT wu30erarh IIATEITBHBIX

MIEPEPHIBOB B MIPUEME MUILU JIJIs1 TPEAOTBPAILCHUS TUIIOMIMKEMUYECKUX COCTOsIHUM [66, 87-89].
YpoBeHb yoeauTeIbHOCTH 10Ka3aTeJIbCTB C (YPOBEHD I0CTOBEPHOCTH PEKOMEHAAIUM — 5).

KoMMeHTapum: e cywecmayem eOuno2o MHeHUus: 0 Oe30NACHbIX UHMEPSANAX MENHCOY KOPMACHUIMU, 8
OAHHBIX KIUHUYECKUX PEKOMEHOAYUsAX HaMu Obliu 8blOpaHsl me, KOmopvle OonyOIUKO8aHvl 8 pabome
2PYnnvl IKCNEpmos u3 esponeuckux cmpatn. Maxkcumanbno O0onycmumblilt 6e30nacHblil UHMEPSAl Ois

PA3HbIX 803pacmublx epynn npuseder 6 Ilpunoocenuu A9 [66].

o PexoMenaywrtesi manueHtam ¢ ycraHoBieHHbIM guarHo3om CACT mo0GaBku HE3aMEHUMBIX
KUPHBIX KHCIIOT, C IEJbI0 MpEeAoTBpalieHust ux aedunura - auHonaeBoi (3—4%) u IMHOJIECHOBOU
(0,5-1%) - B cootHomenuu ot 5:1 no 10:1, uX UCTOUHMKOM MOTYT SIBISIFOTCS MAacilo T'PELKOTO

opexa, JbHSIHOE, coeBoe [66, 87-89].
YpoBeHb yoeauTeIbHOCTH A0Ka3aTeabCTB C (YPOBEHDb J0CTOBEPHOCTH PeKOMEHAAIUN — 5)
Kommentapuu: Coodeporcanue kuciom 8 pazuvlx maciax npuseoero 6 Ilpunoscenuu A16 [66].

o Pexomenayercss nanueHtaM ¢ ycraHoBiieHHbIM auarHo3oM CACT B nepuoj MHTEKYpPpPEHTHBIX
MHQEKIMIA U JAPYyrux COCTOSHUN, MpPU KOTOPBIX aKTHUBUPYIOTCSA MEXaHU3Mbl KaTaboiIu3Ma,
MPUMEHEHUE TEPOPATBLHO PACTBOPOB ACKCTPO3BI™* WIIM MOIMMEPOB JIEKCTPO3bl B BUJIEC MHUIIEBOU

100aBKH (MaJIBTOJEKCTPHUH (IEKCTPUHMAIBTO32)) U TMOBHIIIIEHHOE MOTpeOIeHne yIieBoaoB [89].
YpoBeHb yoenuTeJbHOCTH A0KAa3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIALUH — S).

KommenTapuu: oemanvrvlie pexomenoayuu cm. 6 pazoene 3.1.2 Pexomenoayuu no JeyeHuio
nayuenmog ¢ FAOD. B nepuoo memabonuueckou OeKOMNEeHCayuu  CHUJCEHUe  YPOBHs

()ﬂuHHOl/;QHOIlellelx AYUJIKAPHUNMUHOB CYUMAEemCcsl 6ANCHBIM MAPKePOM agbgbekmueﬂocmu JIe4eHUsl.



3.2.3 PekOMEHIALMH 110 PANMOHY NUTAHUSA NPH JePUIHTEe KAPHUTHH NAJTLMUTONI-CoA

Tpancgepassl I, 11

Knunuueckue pexomenOayuu, ocHo8aHHble HA OOCMAMOYHOM YPOBHE OOKA3AMENIbHOCMU U
ybeoumenvHocmu, O jgedenus u MmoHumopunea Oepuyuma CPT2 u CPTI 6 mupe He
paspabomansi. bviiu onyonuxosamnsvl moabko pekoMeHOayuu, OCHOBAHHbIE HA ONblMe IKCNEPMO8 No

KJIUHUYECKOM) U OUOXUMUYLECKOMY MOHUmMOpun2y nayuenmos ¢ FAOD.

o PexoMenpayercs namuieHTaM ¢ ycraHoBieHHbIM quarHo3oM CPT 2 u CPT 1 uzberath AIMTENbHBIX

MIEPEPHIBOB B ITPUEME IMHILIH JIJIS1 TPEAOTBPALLECHHS THIONNIMKEMUYECKUX COCTOSHHM. [66].
YpoBeHnb yoenuTebHOCTH 10Ka3aTedbCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIAUM — 5).

KomMmenTapuu: uacmoe ropmnenue kagcovle 3-4 uaca pekomenoyemcsi, 0COOeHHO OJisi Oemell,
VUUMBIBASl UX OCPAHUYEHHble 3ANAchbl 2luKo2eHd. [[obasienue KYKYPY3HO20 KpAXManid HA HOYb U 8
HOYHbIE KOPMICHUSL ONPEeOesiemcsl YPOGHEM 2IuKeMuu U obecnedusaem NOCMOSHHLIL UCMOYHUK
V271e60008 C MeOJIeHHbIM 8blC80OOJICOeHUEeM OJIsl NPEOOMBPAUeHUSL 2UNO2TIUKEMUU 80 8peMs CHA. /emu
bonee cmapuieco 603pacma He OONNCHbL UMENMb HOUHblE Nepepblébl 8 npueme nuwu bonee 12 uacos, a 6
nepuoo UH@PEKYUOHHO20 3a00/1e8aHUsL Nepepblébl 6 Npueme Nuwu OO0INCHbL OblMb euwje MeHblue.
B3pocnvie nayuenmovt 0012cHbl O61Mb NPOUHDOPMUPOBAHBL O PUCKAX, CEA3AHHBIX C 20100AHUEM, U OHU,
U ux neyawuti 8pay OONJNHCHbL 3HAMb O PUCKAX 60 BPeMsl XUPYPSUYeCKUX onepayull u amecmesull.
Credyem pexomen008amov 6HYMPUBEHHOE 88edeHUe 0eKCmpo3vl **, eciu HeoOXooumo 2onodams Hoiee
12 wacoé usz-3a 6onesnu uau meouyunckux npoyedyp. MakcumanrbHo Oonycmumbviii Oe30nACHbLi

uHmepean OJisl pa3HblX 803PACMHbIX 2pynn npuseoer 8 Ilpunoscenue A8

o PexomeHayercst 1uera C BBICOKMM conepkaHueMm ymieBoaoB (70% kanopuil) ¢ HU3KUM
conepxkanueM xxupa (<20% kanopuii) marueHTaMm ¢ yCTaHOBJIEHHbIM auarno3oM aeduuutr CPT 2 u

CPT 1 nnsa npeaoTBpaIieHus] TUITOTIMKEMUYECKUX COCTOSTHUNA W METa00IMIECKON IEKOMITCHC AU
[91].

YpoBeHb yoequTeJbHOCTH A0KA3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIALUH — S).

o Pexomenayercsi B mepuol MHTEPKYPPEHTHBIX MH(EKIUNA W IPYTHX COCTOSIHHM, MPU KOTOPBIX
AKTUBUPYIOTCSI MEXaHU3MBbI KaTaOoIM3Ma, MaueHTaM C YCTaHOBJIEHHBIM quarno3oM aepuuut CPT
2 u CPT 1 ¢ nenpro mpenoTBpanieHuss MeTaboIMIeCKON JEKOMIICHCAIUA YIOTPEONISITh IPUMEPHO
TpeTh OT o01Iero kommuecTna kamopuii B Bujge MCT [91].

YpoBeHb yoenuTeJbHOCTH A0KA3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIALUH — S).

Kommentapuu: owcupnvie xuciomor C6-CI10 ne mpebyiom KapHUMUHOB020 UYETHOKA 05 6X00d 8

Mumoxondpum, nosmomy MCT moorcem NPpUMEHAMbCA 6 Kadecniee OCHOBHO20 UCMOYHUKA IHEP2UU.

e C menpio mpodUIAKTUKH SIMU30J0B MUOITIOOMHYPUU TAIMEHTaM C YCTAHOBJICHHBIM JHATHO30M
CPT 1, CPT2 pexomenayercsi u3berarb (U3MYECKUX HArpy30K BO BpeMsl HMHTEPKYPPEHTHBIX

MH()EKIUI 1 NpU JJIUTEIbHBIX epepbIBax B npueMe nuu [91, 92].



YpoBeHnnb yoenuTeJbHOCTH 10Ka3aTeNbCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIAUM — 5).

e B3pocnsiM nanuentam ¢ ycraHoBieHHbIM auarHozom CPT 1, CPT2 B mepuog MeTadoiInyecKoro
KpHU3a, COMPOBOXKIAEMOro pabJOMUOIN30M U MHUOINIOOMHYpUEH PpPeKOMeHAyeTcsl MpUMEHEHHE
CTaHAAPTHOTO MPOTOKOJIA JICYEHUS 3TOTO OCIOKHEHMS, YTOOBI NMPEAOTBPATUTh OCTPYIO NMOYEUHYIO

HenocTaroyHocTs [13, 92, 93].
YpoBeHb yoenuTebHOCTH 10Ka3aTedbCTB C (YPOBEHb J0CTOBEPHOCTH PeKOMEHIAUH — 5).

KomMmenTapuu: npu npucmyne muoznoounypuu npoe0OAm 6HYMPUBEHHOE B8EOEHUE 0,9%
pacmeopa Hampus xaopuda** u wampus euopoxapobonama ** (nampus xnopuoa™* 110 mmons / 1,
Hampus 2uopoxkapbonama** 40 mmons / 1) 6 5% pacmeope dekcmposwl **, k komopomy dobasnsaom 10
e #mannumona™* na aump (us 10% unu 15% pacmeopa). Pacmeop crnedyem 6600umsb MOL000OMY
83pociomy uenoseky eecom 75 ke u3 pacuema 12 n/cym, umobvl noayuums ouypes 8 n/cym u
noooepxcusamsv pH eviwe 6,5. Dmom mepanesmuueckuii pedxcum no360Jsem KOHMPOIUPOBANb
2UnepKaluemMuro U ayuoo3 u, C1e008ameibHO, MOXCem Npeoomspamums OCmMpylo NOYeUHyIo
Hedocmamounocms. Ecau nayuenmsl He peacupyiom HaA pe2uopamayuro, Modxcem nompebosamucs
eemoouanus. I'emoouanus xoppekmupyem memaboruyeckuil ayudo3 u HapyuieHus 1eKmpoiumos u
cnocobcmeyem yOoaieHu0 MUOHEKPOMUYeCKUX moKCUHO8 U3 niasmsl. /uaiu3 nokazax npu no4yeyHoll
He0OCmamo4HoCmu, eciu y nayueHma amypusi u Ouypes He 80CCmaHosier nocie pecuopamayuu. Ecmo
OCHOBAHUS NONA2AMb, YMO YNPeICOalouee Hadauio 2eMoOUanu3a MOodXdcem Yayuums Ucxoobl nymem
yoanieHus HeppoOmoKCuUHO8 U NpedomEpPAWeHUs. YePOICAIOWUX HCUSHU OCLONCHEHUU, MAKUX KAaK
eunepkanuemus u 21yO0oKuil memabonruyeckuti ayuoo3s. Jlevenue ocmpoii noueunol HedoCmamo4HoCmu
cneoyem HNpoGOOUMb 6 COOMBEMCMEUU C KIUHUYECKUMU PEKOMEHOAYUAMY, paspabomanHvim

npogheccuoHaAIbHBIMU COOOUeCMBAMU NO HEPPOLOSUU.

3.2.4 PekoMeHAAIMHU 110 paMOHY nuTaHus npu Aeuuure SCAD

Tak kak OonpmuHCTBO ManmueHTOB ¢ SCADD He MMEIT CHUMIITOMOB, JICUCHHWE HE TpeOyeTcs, He
CYIIIECTBYET OOMICTTPUHATHIX PEKOMEHIAIMMA 0 TUETOTEpari WU MPUMEHEHUIO JICBOKAPHUTHHA U

pubodaBruHa (Onoloruvyeckasi akTuBHasi J100aBKa).

3.2.5 PexkoMeH1anuu no panuony nuranus npu aepunure MCAD

Bo MHOrmx crpaHax ImpOBOOWTCS HEOHATAJIbHBIM CKPUHUHI Ha HenocrtarouHoctb MCAD, mostomy
MALMEHTOB BBIABILIIOT 10 Hayaja KIMHUYECKHX CHMIITOMOB. PexomMeHmanuu 1o AueTroTepanvu

Pa3IMvIaroOTCA B 3aBUCUMOCTHU OT BO3pacCTa U CTAaTyCa NOATBCPIKACHUA AUArHO34a.

o PexomeHayercsl maiMeHTaM C YCTAHOBJIEHHBIM JMarHo3oM Ha HegoctarouHocTh MCAD mnpuem
neBokapHUTHHA B 03¢ 60-100 MT Ha Kr B CYyTKH JUIsl KOPPEKIIUU BTOPUIHOTO ACPUIIUTA C IETHIO

YCUJICHUS BBIBEICHUSI TOKCUYHBIX MeTaboauToB [130, 149].
YpoBeHnb yoenureJbHOCTH J0Ka3aTeNbCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIAUH — 5).

KommenTapuu: IlpodeccuonanbHoe coOOIMIECTBO HE BBIPA0OTANIO E€IUHBIX PEKOMEHAALMA 0

npumeHenuto Jlesokapuutuna npu MCAD. Hekoropeie aBTOphl pexoMeHnaytoT 100 mr / kr / neHb



JICBOKAPHUTHHA, YTOOBI KOMIIEHCUPOBATh BTOPUYHBIN Ne(OUIINT KapHUTHHA U YAYUIIUTh BBIBEICHUE
TOKCHUYHBIX METAa0OJUTOB, IPYTHE CYMTAIOT, YTO B 3TOM HET HeoOxomumocTu [94]. B uccnenoBanusx
MEPEHOCUMOCTH (pu3ndyeckux Harpy3ok y mnamueHToB ¢ aepunurom MCAD Obulo mokazaHo, Mmocie
npuema JleBokapautrHa 100 Mr / KT/ I€HP TIEPEHOCUMOCTH (PU3MUECKOM HArpy3kH Bo3pacTaet [95].

Xots y manueHToB ¢ aepunurom MCAD He ObIIIO OTMEYEHO Cephe3HBIX MOOOUHBIX IPHEKTOB MpHU
npueme JleBokapHUTHHA, HEKOTOPbIE MALMEHTHI KaJOBAJIUCh HA TOLIHOTY, TUapero, O0Jb B JKUBOTE U
pBIOHBIN 3amax npu npueMe B go3e 100 Mr / kr / nenp [96]. YaurteiBas 3Ty WHpOpMAIIHIO, HEKOTOPHIS
Bpaud PEKOMEHAYIOT HCIONb30BaTh HHU3KHE [03bl JIEeBOKapHUTHHA, €CIH YPOBEHb CBOOOIHOTO

KapHUTHHA B KPOBU HUKC HOPMBIL.

HEOHATAJIBbHOM CKPUHUHIEC

e Pexomenayrorcsi coOmrogarh HHTEpBajbl MEXIy KOpMJIEHMAMH He Oonee 3-4 wyacoB s
JIOHOIIEHHBIX JIeT€H C BBIABICHHBIMU HW3MEHEHHSMH B aHaIM3€ KpPOBU TMPU MPOBEACHUU
HEOHATaJIbHOTO CKPMHMHIA, XapakTepHbiMu s nepunura MCAD, moka nuarHo3 He Oyder

MOATBEPIK/ICH WJIM UCKJIFOYEH Ha OCHOBAHHUM JOTIOJHUTEIBHBIX TECTOB [98].
YpoBeHb yoenuTeJbHOCTH J0Ka3aTedbCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIAUM — 5).

Kommentapuu: Cuumaemcs, umo HogopodicOenHvie npu oeuyume MCAD noosepearomces
HAUbOIbUIeMY PUCKY PA36UMUSL SUNOSTUKEMULU 6 MeYeHUue Nepevix 72 Yaco8 JHCU3HU, 0CODeHHO npu
2pyonom sckapmausanuu. Heobxooumo cobniodamo pecynisphvle Kopmaenus, He OONYCMUMbL NPONYCKU

HOYHBIX KOpMIeHUll!

o Pexomenayercsi coOmonaTh «0e30MacHbIC» MHTEPBAIBI MKy KOPMIICHUEM I HOBOPOXKICHHBIX
c ycra”HoBieHHbIM auarHozoM MCAD miga npegoTBpamieHus PIU3040B META00INYECKOU
nexomnencanuu (Ilpmnoxenue A9) [98].

YpoBeHnb yoenuTebHOCTH J0Ka3aTedbCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIAUM — 5).

KommenTapuu: 6ezonacnvie unmepeanvt mexcoy KOpMIeHUAMU ObLiu onpedeleHbl  HA OCHOBAHUU

onvlma cmpat, npooosuux ckpurune Ha oepuyum MCAD.

o PexoMeHayeTcsi HOBOPOXKJACHHBIM C YCTAHOBJICHHBIM JHArHo3oM HepoctarouHocTe MCAD npu
IPYAHOM BCKapMJIMBAHUMW JOIIOJIHUTH NMUTAHUE AJAITUPOBAHHOM MOJIOYHOM CMECBIO B TEUCHUE

NEPBBIX TPEX MONHBIX MHEH (72 yaca) ans JOCTHXKEHHUS HEOOXOAMMON MOTPEeOHOCTU B KaJOpHUSX
[98].

YpoBeHb yoenuTeJJbHOCTH 10Ka3aTedbCTB C (YPOBEHb J0CTOBEPHOCTH PeKOMEHIAUH — 5).

Kommenrtapun: Jletu ¢ MCAD, eckapmausaemvie epyOHbiM MOTOKOM, NOOBEP2AIOMCS 0COOOMY PUCKY,
NOCKOIbKY COO0epAHCcAHUe IHEPSUU 8 2DYOHOM MOJIOKE 8 MeyeHUe Nepeblx HeCKONbKUX OHell HU3Koe, U e20
00vémbl Hebonvuue. [1oamomy pekomendyemcs OONOIHUMb NUMAaHUe Ad0anmupO8aHHbIMU MOJIOYHLIMU
cmecamu 60 mn / ke / Oenv. KenamenvHo pasHomepHo pazdenumv oOvem cmecu medxcoy 6 u 8

KOPMILEHUAMU U 0a8ambv Nocie KopmieHus epyosro. Eciu pebenok ne yceausaem oocmamouHulil 06vem



cMecu U 2pyoOHO20 MOJOKA, Cledyem HA3HAYUMb KOPMJIEHUE Yepe3 HA302ACMPANbHbIl 30HO Ul
HazHayums  eHympueennylo ungysuio 10% oOexcmposou®* Ona  docmudicenuss HeoOX0OUMOU

nompeOHOCmU 8 KAJLOPUSIX.

3.2.5.2 PekoMeH1AUM 110 JUeToTepanuy nanueHToB ¢ MCAD

e PexomeHayercss BceM MallMEHTaM C YCTAHOBJIEHHBIM JWArHo3oM HeaoctarouHocte MCAD
COOIONATh UHTEPBAJIBI MEXKIY KOPMIICHUSMH JJI MPEAOTBPAICHUS PA3BUTHSI TUIIOTIIMKEMUYECKIX

coctostHuit (ITpunoxenue A8) [98, 94].
YpoBeHb yoeauTeIbHOCTH A0Ka3aTedbcTB C (YPOBEHDb 10CTOBEPHOCTH PEKOMEHAAIUM — 5).

Kommentapuu: Peocum numanus y demeti cmapuie20 803pacma U 63pOCIblX NAYUEHMO8 O0NHCEH
ObIMb pecyAPHLIM U BKIIOUAMb MPU OCHOBHLIX Npuema nuwu (3aempax, 00eo, yicur), a maxaice 2-3
nepekyca (2-ou 3a8mpax, NOIOHUK U NPUeM  BblCOKOV2IeB00HO20 NPOOYKMA neped CHOM
(x1e600y10uHbIe U30enUs, eaiemsl, Kpynanoe 011000) ¢ HanuUmKom (Kuceib, komnom, uati). Unmepeann

20/100AHUSL 8 HOYHDBLE YACHL He OOINCEH npessvluiambs 12 yacoes.

o PexoMeHnayercsi MiaJieHIIaM MEPBOTO T'0/1a )KM3HU C YCTAHOBJIEHHBIM JUArHO30M HEJOCTATOYHOCTh
MCAD kopmiieHHE MaTepuHCKUM MOJIOKOM WJIM MOJIOYHBIMU cMmecsiMu 0e3 orpanuuenus LCF u
06e3 mpob6aBok MCT.  Pexomenayercs coOmoAaTh HWHTEpBAIbl MEXKAY KOPMIICHUSAMHU IS

MPEAOTBPAICHHS Pa3BUTHS THIOTIMKeMUYeckux coctostaui ([Iprmoxerune A8) [98].
YpoBeHb yoenuTeJbHOCTH A0Ka3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIALUH — S).

Kommenrtapuu: nebonvuuue xonuwecmea MCT npucymcemeyrom 6 0OblUHbIX OEMCKUX CMECSX, HO UX
KOIU4ecmea MUHUMAIbHO U He Modcem Obimb onackwvim. B evicokoii konyenmpayuu MCT dobasnsiom
68 HEeKOmopvle CHEeYUaIbHble MONOYHbIe CMeCU U UX He PEeKOMEeHOYIom Oemsm ¢ OaHHOU hopmoil
ooneznu. Heobxooumo omxazamvcs om CHEYuanrbHblX OUEMUYECKUX NPOOYKMOS, COO0epicaujux 6

bonvuux konuuecmeax MCT.
Kupwl 6 payuone y nayuenmos ¢ Heoocmamounocmovio MCAD ne oepanuuusaromes [98].

CpeoneyenoueyHule JHcupvl BCMPeEYaromes 8 HeKOMOopbIX NPOOYKMax, Hanpumep, 8 CIu0YHOM Macie,
KOpOB8beM MOJIOKe 8 HeDONbUUX KOIUYeCeax, U OHU MO2Yym Oblmb GKIIOYEHbl 8 PAYUOH 0e3 0CcoObIX
oepanuuenull. Kokoc saensemcs eouncmeeHHbiM UCKIIOUeHUeM, 20e 5% JHCUPHBIX KUCIOM UMErOm
onuny yenu C8 unu CI10. Pexomendyiom uzbecamsv ynompeoOieHus 4ucmozo KOKOca U KOKOCOB020
Macna, NOCKOIbKY HeU38eCmHO GIUsAHUE UX DOLULO2O KOTUYECTNB8A HA COCMOSAHUE 300P08bs NAYUEHIMO8
¢ Heoocmamounocmovio MCAD. MCT 006asnsiromes kK HeKOMOPbIM CREeYUANbHbIM CMeCAM OISl Oemell
U dHepeemudecKum 000asKam, U UX He cledyem GKIYAmMb 68 PAYUOH NUMAHUSA NAYyueHmos. Bajicho

npogepums meKywuii cocmas ecex npooykmos Ha npeomem npucymcmeus MCT.

o PexoMeHI0BaHO y B3pOCbIX marueHToB Mpu Aedurute MCAD n36erarh IIUTeIbHOTO TOI0daHUS

JUTSI IPEIOTBPAIICHUS THUITOTTTIMKEMUYECKUX COCTOSIHUN U METa0OIU4YeCKux Kpu3oB [94, 98].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTeJILCTB C (YPOBEHD I0CTOBEPHOCTH PEKOMEHAAUN — 5).



o PexoMeHgOBaHO TpM HaIMUMM Yy TManMeHTa ¢ HegoctatoyHocThio MCAD  mpusHakoB
PEKyppEHTHOro 3a00JIeBaHUs, BBIMAMBAHUE PACTBOpPAMH, COJAEPKAILIUMU TOJUMEP AEKCTPO3bI,

YTOOBI MIPENOTBPATUTHh META0OINYECKYIO IeKOMITeHcatuio [94, 98].
YpoBeHb yoenuTeJabHOCTH 10Ka3aTedbCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIAUM — 5).

KomMmenTapuu: Pexomenoyiom makoice 8 nepuoo 00ie3Hu UCKIIOYAMb JHCUPLL, XOMs YOeOumeabHulx
odoxazamenvcme Heobxooumocmu 6 smom 0si Heoocmamounocmu MCAD wue nonyuenvi. Ilo mepe
VIYUUeHUsl COCIMOAHUS PeOEeHKa HOPMATIbHAs Ouema Modicem Obimb 860300H081eHa, HO cledyem 0aeamb
O0ONoONHUMeNbHble «IHepeemudeckue» HANUMKY, O0COOEHHO HOYblI0, 00 mex Nop, NOKa pebEeHOK

NOJIHOCMbIO He 6bl360p08€€m u He nepeﬁdem Ha 00bIYHbLU pesrcum nunaHus.

o PexoMeHgoBaHO 1IpM HaJIMYMKM Yy nagueHta ¢ HexgocraroyHoctero MCAD B mepuon
MeTaboIMYECKOH JEKOMIIEHCALlMU B Cllydae CIIOKHOCTEM IpuemMa pacTBOpPOB dYepe3 poT
MPOBE/ICHNE BHYTPUBEHHOW MH(Y3HMOHHON TEpamuy pacTBOPAMHU, COACPKAIIMM AEKCTpo3y™ ™ [94,
98].

YpoBeHb yoenuTeabHOCTH 10Ka3aTeIbCTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIANHN — 5).

KommenTapuu: Credyem nauunamo unghysuonnyio mepanuio pacmeopamu 0ekcmpo3sol ** npu oOnom
U3 credyrwux NOKA3AHUL: MHO20OKpamHas peoma, cunoznuxemus, uuskuu PO, obessoxcusanue,
HapyuleHust co3nanus, memadonuveckuti ayuoos. I1oopoono onucano 6 pazoene 3.1.2 Pexomenoayuu

no neyenuio nayuenmos ¢ FAOD 6 nepuoo memabonuueckoti 0ekomnerncayuu

« He pexomengoBano mnamueHtam c¢ HemoctatouHoctbito MCAD B mepuoa meTaboamdecKon
JIEKOMITCHCAIINH BBEJICHHE KUPOB C LEIBI0 MPEAOTBPAIICHHS YCYyTYOIeHUS TSHKECTH COCTOsTHUS [98,
99].

YpoBeHb yoeauTeIbHOCTH 10Ka3aTeJIbCTB C (YPOBEHD I0CTOBEPHOCTH PEKOMEHAAUM — 5).

o PexoMeHnayercsi BceM B3pOCIBIM TAIUEHTaM C YCTAHOBJICHHBIM JHUArHO30M HEIOCTaTOYHOCTh
MCAD wu3z6erarh queThl ¢ BBICOKUM COAEPKaHUEM JKHPOB, YIIOTPEOIICHUE aJIKOTOJISI, YTO BBI3BIBACT
MeTab0IMYECKYI0 IeKoMIleHcauto [94, 99].

YpoBeHb yoenuTeJbHOCTH A0KA3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIALUH — S).

e Pexomenayercsi n3berarb MpUMEHEHUS alleTUJICAIMIMIOBOM KHUCIOTBHI®* BCceM  MalueHTaM C
ycTaHOBJIEHHbIM JuarHo3oM MCAD c 1enbio nmpenoTBpallleHus pa3BUTHs METa0O0INYECKOro Kpu3a
u cu"apoma Peiie [94, 100].

YpoBeHb yoeauTeabHOCTH A0Ka3aTeabcTB C (YPOBEHDb 10CTOBEPHOCTH PEKOMEHAAIUM — 5).

KOMMeHTapI/II/I: Auemuﬂcaﬂub;uﬂoeaﬂ Kucioma** yeeaudusaem MumoxOHdpuanbﬂoe OKUcC1EerHue
HCUPHBLX Kuciom, Umo CI’ZOCO6CI’I’I6‘y€m Uux HAKonjJaeHuro, a makKatce uH2u6upyem NnepoKCcucomHoe

oKucieHue.2mo npueodum K yxy()meﬂuio COCMOAHUA nNAYyUuerHmoes, NnOoCKOJNbKY OKUCIEHUE IHCUpoe 6



nepokcucomax AeuAenicsia djlbmepHamueHbliM memadonudeckKum nymem, no3eoAruiemMm YacmuiHo

Komnencuposams duoxumudeckutl oeghekm npu FAOD.

3.2.6 Pexomenaauuu no pauuody nuranus npu aepunure LCHAD u TFP

Hedpuyum LCHAD - oouna u3z camwix msaxcenvix ¢opm FAOD, npu xomopoii naubonee uacmo
pazeusaiomcsi memabonuyeckue kpuswl. Cobniooenue ouemvl pPeKOMEHOOBAHO 6CeM NAYUEHMAM 6
pamHeM OemcKOM 803pacme 6He 3A8UCUMOCMU OM  HAAUYUSL UIU OMCYMCMBUS KIUHUYECKUX

cumnmomos [101].

e PexomengoBano y maruentoB npu nedumure LCHAD u TFP nmpunepxuBatbcs MakCHMalbHO
Hu3koro norpebnenue LT, kak mpu Haau4MM CUMIITOMOB, TaK M IPU HUX OTCYTCTBHUHM, IJIA

npo(HIIaKTUKY BO3HUKHOBEHMSI MOJIMHENponaTiu [66].
YpoBeHnb yoeauTeIbHOCTH 10Ka3aTeJIbLCTB C (YPOBEHD I0CTOBEPHOCTH PEKOMEHAAUM — 5).

Kommenrtapuu: Hosoposicoennvim nokazan npuem cneyudivbHoll cmecu ¢ Huskum cooepacanuem JJLT
u evicoxum cooepoicarnuem MCT (MCT-cooepoicawan cmecw). MCT-cooeporcawas cneyuaibras cmecs
obecneuusaem 6ce nompebHocmu 6 numamenvhvix sewecmsax. OOHAKO 8 IMom cayuae HeodXo0uUM

OONOIHUMENbHBI npuem He3ameHuUMblx 0JZMHHOZ/}€I’ZO'4€'~[HbZX HCUPHBLX KUCTIOM.

° PeKOMeH)]yeTCH HasHA4YCHUC JUCTOTCpAllM IIPH BBIABICHUHW XapPaKTCPHBIX U3MEHEHUMN I10
pe3yjabTarTaM HCEOHATAJIbHOTO CKPUHUHTA U/Mnn OMOXMMHUYECKOU JUArHoCTUKH, HC JOXHAAACh

MTOATBEPKICHHS TUArHO3a MOJIEKYJISIPHO-TEHETUYECKUM METOAOM [66].
YpoBeHb yoenuTeJbHOCTH 10Ka3aTeNbCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIAUM — 5).

KommenTapuu: /lockonvky y maadenyes modicem HaOI00AMbCs AKMUBHDBLLL TUNOAU3, KOHYEHMPAYUs
HEKOMOpbIX AYUIKAPHUMUHO8 MOMCEm NPesbluiamb HOPMANbHble SHAYEHUs, YMO ABA1emcs NPUYUHOU
JIOCHONONONCUMENbHBIX Pe3yIbmamos anaiuza. B ciyuae eciu ouacnosz me O6yoem noomeepicoeH,

duemomepanuﬂ Modicem Obimb OmMeHeHda.

o Pexomenayercsi mpu BBEACHUM TBEPAOW NHINM B PalMOH MAIMEHTOB C HEIOCTATOYHOCTHIO
LCHAD u TFP nopaepxxuBarh cojepkaHue oOmux >KUpoB B paruoHe 25-30% ot ooOiiero
norpebienus kanopui, rue 20-25% npuxoaurcst Ha MCT u 5-10% - na LCT (ITpunoxenue Al4)
[66].

YpoBeHb yoeauTeJbHOCTH A0Ka3aTeNbCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIALUH — S).

KommenTapuu: Onucan nonosicumenvuwiii 3¢pgpexm noguvlutenuss nompebdienus 6eika 8 OmHouleHuu

9Hepeemu4ecko20 bananca u memaooiuiecko2o KoHmpoas y demeil ¢ Heoocmamounocmovio LCHAD
unu TFP [134].

IIpu oehexmax oxucienuss ONUHHOYENOUEUHBIX HCUPHBIX KUCTIOM Clledyen 02paHudums nompeodieHue
OJIUHHOYENOUEUHBIX HCUPOS (8bIYUCTACMOE KAK NPOYECHMHAS O0JIsL CYMMAPHOU IHEPeUl, NOIY4AeMOll U3
arcupos). Ilpu oepanuueHuu ONUHHOYENOUEHUHBIX HCUPHBIX KUCIOM 8 PAyUoHe HeoOX0oumvl 000asKu

HEe3AMEHUMBIX HCUPHBIX KUCIOM OJi NOKPbIMuUs cymounou nompeoHocmu 6 sxcupax (IIpunoxcenue A



8). Jlna noooepocarus ONMUMATLHO2O COOMHOWEHUS ome2a-3 U ome2a-6 JICUPHBIX KUCAOM

npeénoqmumeﬂbﬁbl MACIIO epeyKkoco opexa, coeesoe Macjio uiu Macjio poCcmkKos nuLteHUYybl [] 02]

3.2.7 PekoMeHAAUMHU 110 pauuoHy nuTanus npu aepunure VLCAD

B nacrosiiiee Bpems He CylIecTByeT Hay4YHO-00OCHOBAaHHBIX PEKOMEHIallii 110 BEJICHUIO MALIMEHTOB C
HapyUICHUSIMUA OKHMCIICHUS JJIMHHOLIETIOYEUYHBIX KUPHBIX KUCIOT [62]. [€eTepOoreHHOCTh KIMHUYECKUX
(EeHOTUTIOB SBISETCS XOPOIIO YCTAHOBIEHHBIM (DakTOM [5], 4TO C BBEICHHEM B MPAKTUKY CKPHUHHHTA
HOBOPOXKJIEHHBIX TaK)Ke MOApa3yMeBaeT Ciiydan OECCHMITOMHOTO TeueHus Oone3nu [6]. [Tomumo
ATOTr0, MOJIEKYJISIpHAsI T€TEPOre€HHOCTh 3aTPyAHSIET MPOrHO3UPOBAHUE CTEIEHU TSKECTH 3a00JIeBaAHUS
WM MCXOJla HAa MOMEHT MPOBEJICHHS CKPUHUHIAa HOBOPOXKICHHBIX. BBIACHEHHME BOMIpoca O TOM,
HEOOXOAMMO JIM TpU JIETKOM ()EHOTHUIIE CHIKEHUE B PAI[MOHE JOJH JUIMHHOILIETIOUEUHBIX KUPOB, WU
JOCTaTOYHO MPOCTO OrPAHUUYUTHCS PETYIsIpHbIM KopmieHueM u jnodaBkamu MCT, ocoOenHo npu

MOBBIIIEHHON OTPEOHOCTH B KAJIOPUSX, TpeOyeT OoJiee MPOAOHKUTENLHOTO HabIoneHus [66].

B 3aBHCHMMOCTH OT COCTOSIHUS pe6eHKa OHTCPAJIBHOC IMUTAHUC OCYIICCTBIIACTCA 4YCPC3 POT, a4 TAKIKC

yepes 30H]1 WA racTPOCTOMY, pacyeT MPOBOAUTCS CTPOTO MHAMBUIYAJIBHO.

o PexoMeHnayercsi npoaomkarb KOPMIJIEHUE TPYAHBIM MOJIOKOM WJIM aJaliTUPOBAHHOW JETCKOM
CMECBIO  C J1I00aBJIEHHEM CIELUATU3UPOBAHHONW HU3KOXKUPOBOU cMmecu ¢ orpannyeHueM LCT u3
pacuera 50/50 nanuentam ¢ 6eccumntoMubiM BapuantoM VLCAD, ecnu pe3ynbsrarsl CTaHAApTHBIX
1ab0paTOpHBIX HCCIEIOBAHUM, TaKUX KaK OMPEICICHHE aKTHBHOCTH KpeaTMH(POC(HOKHWHA3HI B
KpPOBH, aKTUBHOCTH aJaHMHAMUTpaHc(epa3bl B KPOBHU, acrnapraraMuHOTpaHcdepa3bl B KPOBH,

IJIIFOKO3bI B KPOBU HAXOJSTCS B Ipeaenax HOPMBI [66].
YpoBeHb yoenuTebHOCTH J0Ka3aTeNbCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIAUN — 5).

o PexomeHngoBaHo MiajeHIIaM U Oosiee B3pOCIBIM AETSIM ¢ OeccuMnToMHBIM Bapuantom VLCAD
CHIDKEHHUE cojiep)kaHus kupoB B pamurone 10 30—40% ot obmeit kamopuiitHoctn u3 HuX 10-15%

sHepruu 3a cdyeT MCT ¢ nenbio npenoTBpalieHus pa3BUTHSI META00JINYECKOTO Kpu3a [66].
YpoBeHnb yoeauTeabHOCTH 10Kka3aTebcTB C (YPOBEHDb 10CTOBEPHOCTH PEeKOMEHIAUMH — 5).

KommeHnTapun: nexomopule nogopodicoennvle ¢ beccumnmomuvim oeuyumom VLCAD, y komopwvix
npouau aYuIKApHUMUHO8 NOTHOCMbIO NPUWLIU 8 HOPMY NOCe Nepeoll Hedelu JHCUSHU, He NOLYUaIU
ouemy ¢ HU3KUM COOePAHCAHUEM HCUPOB U MOOUDUYUPOBAHHBIMU HCUPAMU 8 NEPEble MeCAYbl HCUSHU, U
Yy Hux 0o cux nop ue npossunuce VLCAD-accoyuupoeanuvie Kiunuueckue cuMnmomsl. Yuumuvieas
monekynsapHyio cemepozennocms npu VLCADD, ouenvb mpyoHo ycmano8umuv 4emkylo KOpperayuio
2eHOMUN-(heHOMUN U CRPOCHO3UPOBAMb KAuHuyeckoe meuenue ooneznu. Oonako mymayus p.V2434,
KAK MUHUMYM, OOHA KONUSL KOMOPOU OOHAPYHCUBACMCS V) MHO2UX 0OeCCUMNMOMHbIX NAYUEeHMO8,
8bIABIISLEMBIX NPU CKPUHUNH2E HOBOPOHCOEHHBIX, KAK NPABUTIO, ACCOYUUPOBANA C MACKUM (peHomunom. Y
NayueHmos ¢ 5Mmou Mymayueu Modicem pa3eusamvpCs UNO2IUKEMUS NPU MAICENbIX HAPYUEHUAX
300p06bsL UMY MUONAMUSL NPU CUTbHOU (HU3UYECKOU HA2pY3Ke, HO BO03MONCHO U OeccUuMnmomHoe

me4eHue.



[na nayuenmos, y KOMOpbIX pA36UBAOMCS MONbKO C6A3AHHble C (DU3UYECKOU HA2PY3KOl
Muonamuyeckue cumMnmomsl 8 bonee nozonem gospacme, ovoz2aujerue payuorna MCT (ocobenno nepeo
Quzuueckoli Haspy3KoU) MOdCEm USpamv GANCHYIO poilb, a Heodxooumocmsv 6 ocpanuvyenuu LCT

MOdIHcen omcyncmeoesanis.

o Pexomenayercsl TNpu HaIMYUM CUMNOTOMOB Yy mnamnueHToB ¢ nedumurom VLCAD paumera c
noHmwkeHHbIM cofepkanueM LCFA u  poGasiaenme MCT kupoB [ OpeaoTBpaICHUS

pabmomMuonm3a 1 MeTOOIMYECKOM IeKoMITeHcaruu [61, 66].
YpoBeHb yoenuTeJbHOCTH A0KA3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIAUH — S).

Kommenrapuu: npu uanuuuu cumnmomos cooepicanue obwux ocupos 25-30% om obweii
kanopuiinocmu, u3 Hux 20-25% 3a cuem MCT u 5-10% 3a cuem LCT (Ilpunoswcenue A15) [61].

IlockonvbKy Kaunuueckue cumMnmomvl npu 00I20CPOUYHOM HAOMIOOEHUU Y NAYUEeHMO8 ¢ Oepuyumom
VLCAD npedcmasnenvl npeumyuecmeeHHo dnu300udeckoll MblidedHol 601bi0 U pabooOMUOIUZOM, YMO
yKa3vleaem Ha HeOOCMAamoK MbIUUEUHOU dHepauu, payuor Heobxooumo obozauwjams MCT, komopuvie
odoncHvl  cocmasnsamo 20% om oodweti kanoputinocmu (Tabauya 3). Ilayuenmam ¢ moluweurou
cnabocmoio u 601b10 NpuU Guaudeckux Hazpyskax nomozaem nogviutenue nompebonenus MCT (unu
V211e60008) HenoCpedCmeeHHo neped Oojiee UHMEHCUBHOU u3UYecKol Hazpy3Kou (Hanp., 8 003UposKe
0,25-0,5 2 MCT/x2).

3.2.8 PexkoMeHTAIIMH 110 JeYCHHUIO manueHToB ¢ A2

e PexomeHnayercsi manyeHTaM C YCTaHOBIEHHBIM AuarHo3oM ['A2  coOmromeHre AUEThl ¢ HU3KUM
comepkanueM kupoB (20-25% odHeprum), HUZKUM COACp)KaHWEeM Oenka i CHUKCHHS

M30BITOYHOTO MTOTPEOICHUS U30JICUIINHA, JICUITMHA, JIu3KuHA, Tpuntodana u BaiuHa [103, 111].
YpoBeHb yoeauTeIbHOCTH 10Ka3aTeJILCTB C (YPOBEHDb I0CTOBEPHOCTH PEKOMEHAAUM — 5).
o He pexomenayercs naupeHTaM ¢ yCTaHOBJIEHHBIM AuarHo3oM ['A2 naznauenue MCT [104].
YpoBeHb yoenuTeJbHOCTH J0Ka3aTedbCTB C (YPOBEHb J0CTOBEPHOCTH PeKOMEHIAUN — 5).

e PexomeHnayercst BO BpeMsi KpU30B MALMEHTaM C YCTAHOBJIEHHBIM AHAarHo3oM ['A2 mapeHTepaibHOe
BBEJICHUE NIEKCTPO3bI*™ sl KymUPOBAaHUS THUIOTTIMKEMUW W TIOJABICHHS JHUIOJIU3UCA, HATPUS

OeH3oar (OMOIOTMYECKH aKTUBHAS 100aBKa) I KylMpoBaHus rurepammonuemuu [111].
YpoBeHb yoeauTeIbHOCTH 10Ka3aTeJILCTB C (YPOBEHD I0CTOBEPHOCTH PEKOMEHAAUM — 5).

KomMmenTapuu: demanvroe onucanue npugedeno 6 3.1.2 Pexomenoayuu no neuenuro nayuenmos c

FAOD 6 nepuoo memabonuueckou 0exomneHcayuu

3.3 PekomeHaanum mo NnpuMeHEeHUI0 OT/AeJIbHbBIX JIEKAPCTBEHHBIX NMPenapaTroB



Kpome npumeHeHus AUETOTEpanuy MPY HAPYIICHUSX OKUCICHUS KUPHBIX KUCIOT TaKkKe HEOOXOIUMO
OpPUMEHEHHE psfa JEKAPCTBEHHBIX MPENapaToB M BUTAMUHOB, YTOObl KOMIIEHCHPOBATh JE(UIIUT

HC3aMCHUMBIX JKMPHBIX KHCJIOT B OPraHnu3Me, KApHUTHHA U ) KUPOPACTBOPHUMBIX BUTAMHUHOB.

3.3.1 PekoMeH/1aliuy 10 NIPMMEHEHHUI0 0T/AeIbHBIX JeKAPCTBEHHBIX NPENApPATOB,

coacpRamux JEBOKAPDHUTHH

o Pexomenayercsi n3oerats Ha3HaueHus JICBOKapHUTHHA B MEPUOJ KpHU3a MPHU AePEKTaxX OKUCICHUS
JUIMHHOIICTIOYEUHBIX JKHPHBIX KHUCJIOT, OCOOCHHO B BHJAE BHYTPUBEHHBIX WH(DY3Ul 17
MPEeIOTBPAILICHUs Pa3BUTHs pabJIOMHUOIIN3a, HEBPOJIOTMUECKUX HapylIeHUH u aputmuu [63, 142,
132].

YpoBeHb yoeauTeJabHOCTH A0Ka3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIALUH — S).

KommenTtapuu: Jlegoakapuumun s61siemcs OCHOBHOU mepanuel NayueHmos8 npu nepeuyHou
HeO00CmamouyHocmuy  KapHumuna. Tlakdxce npu HUSKUX 3HAYEHUS KAPHUMUHA 6 KDPOBU MOXMCem
ucnonvzosamoca npu opyeux gopmax FAOD c yenvio ycunenus céa3vi6anus mMemaboiumos HCUpHvix
Kuciom u @vigedeHusi ux ¢ mouou. OOHako ucnonvsosanue nesoxkapuumuna npu FAOD sensemcsa
CHOPHLIM, M.K. 00KA3ameibCmea e20 3QGexmusHocmu npu 6mopudHom oeduyume KApHUMUHA
omcymcmeyrom. Ilpu neoocmamounocmu TFP u LCHAD o0obaexku c Jlesokaprumunom mocym
UHOYYUPOBAMb  OANIbHEUWYI0  NPOOYKYUIO  3-2UOPOKCUAYUNKAPHUMUHO8, CHOCOOHBIX — 8bl3b18AMb
HeoOpamumvle He8pOnamuyecKue CUMnmomvl u apummuro. Mcciedo8anus HaA Muluax ¢ MOOenblo
oepuyuma VLCAD makowce nokasanu, umo Hex6amkd KAPHUMUHA Bbl3bleaem €20 IHO02EeHHbIU
ouocunmes), KOMopwiii, 0OHAKO, NOOABAAEMCS NPU IK302eHHOM 68edeHul Jleeokapnumuna. Y muoeux
nayueHmos ¢ 0eexmamu OKUCIEHUS. HCUPHBIX KUCIOM, He Noaydarwux 0obasox Jlesoxapnumuna,
KOHYeHmpayuu c80000H020 KAPHUMUHA 8 NAA3Me MAK»Ce 8ApbUPYIOn OM HUSKUX 00 HOPMAJLHUBIX,
Umo no360saem 2080pums U 00 IHO0SEHHOM OUOCUHmME3e KapHUMuHa y denosexa. Taxum obpazom,
0obasku, codepaicawyue JlesokapHumuH, OONHCHbL HAZHAYAMBCS C OCMOPOACHOCIBIO, 0COOEHHO, KO20d
peuv udem o nedocmamounocmu TFP u LCHAD. Cywecmsyem KoHCeHCYCHOe MHeHUe, CO2LACHO
KOMOpoMy cliedyem OmKa3amvCs, 8 YACMHOCMU, OM HYMPUBEHHO20 88edeHus JlesokapHumuna npu
OCMPbLIX MemadONU4ecKUx HapyuleHusx, NOCKOAbKY 6 MAaKUX CUmyayusx nogvlulaemcs npooyKyus

NOMEHYUAJIbHO NMOKCUUHBbIX AUYUTIKAPHUNMUHOSB, YO anGOaMJZO K 6HE3ANHOl cmepmu nayueHmaoe.

3.3.2 PekOMEHAALMH 110 NTPUMEHEHHUIO He3aMEHUMBbIX KUPHBIX KHCJIOT

[TammmenTrer ¢ FAOD, Haxomsimuecs Ha HU3KOXKUPOBOW TUETE MOABEPIKEHBI BLICOKOMY PHUCKY AchHIITA
KUPOPACTBOPUMBIX BUTAMHUHOB. BaxHo wu30erats neduira HE3aMEHUMBIX >KUPHBIX KHUCIIOT, U
OoJplliasi 4acTh TMOTPEOJIEHUS JITMHHOIEIIOUEUHBIX YKUPOB JOKHA TOCTyNarh M3 Macel, OoraThbix
HE3aMCHHUMBIMH KUPHBIMH KUCITIOTaMU. {7151 yIoBIeTBOpEeHHS TOTPEOHOCTEH B HE3aMEHHUMBIX KHUPHBIX
KHCIIOTaX MOXKET OTpeO0oBaThCs J0OABICHHUE CIISIIUAIBHBIX MACell, TAKUX KaK OPEXOBOE MIIN JIbHIHOE

macio (ITpunoxenne I' 13) [105].

o Pexomenayercs manuentam ¢ HegoctarodHocThio MTP u LCHAD, nazHayath OHOTOTHYECKYIO
aKTUBHYIO J100aBKy B BHJE JoKo3arekcaeHoBod kuciotel (DHA), urparomieii BakHylO pojib B

dbopmupoBaHuu (QYHKIIMH HEPBHOW M MMMYHHOM CHUCTEM, a Tak)K€ 3PUTEIIbHOTO aHaJIM3aropa, B



no3upoBke 60 -65 mr/meHp aetaMm ¢ BecoM Tena <20 kr u B qo3upoBke 130Mr B JeHb — JETIM C

BecoM Teina >20 Kr a8 nogaepkanus GyHKUUNA HEpBHOM 1 UMMYHHOM cuctemsl [ 105, 137, 157].
YpoBeHb yOeAuTeIbHOCTH 10Ka3aTe1bCTB B (YpOBeHb 10CTOBEPHOCTH peKOMeHIauMu — 3).

KommenTtapuu: Jlunonesas xucioma u a-1uHoNeHO8ASL KUCIOMA AGIAIOMC NPeouecmeeHHUKamu s
9HO02EHHO20 cuHme3a Oonee ONUHHBIX HCUPHLIX KUCIOM, MAKUX KAK IUKO3aNeHmaeHo8das KUucioma
(EPA) u oOokoszacexcaenosas xucioma (DHA), xomopwie umerom pewaiowiee 3Hauyenue O0s
Gdopmuposanus @QyHKYUll HEpPEHOU, UMMYHHOU cucmem U 3pumeibHoco anaruzamopa [105].
Obecneyums ONMUMATLHYIO KOHYEHMPAYUIO IMUX HCUPHBIX KUCTOM 8 NIA3Me MONbKO C NOMOWbIO
NpUMEHEeHUs. NUWEeBbIX MAcell CLO0XHCHO, NOIMOMY nayueHmam mpeodyemcs 0obagienue ux 8 YUucCmom
gude O0ns O0CmMuUdCeHUus HopmanvHo2o yposus. Cuyumaemcs, uymo 0obaeku DHA mocym
CMadbuIu3uposams, U 3aMOPMO3UMb  PA3BUMUE NUSMEHMHOU Oe2eHepayuu Ccemuyamru npu

FAOD. Coenacro nposedennomy ucciedosanuio [157], onmumanvras ouemomepanus, HaA3HA4aemas
HA OCHOBAHUU HUKUX KOHYEHMPayull 3-2UOPOKCUAUUIKAPHUMUHA U 8blcOKUX KoHyenmpayui DHA 6

niazme, MNO360MANA  COXPAHAMb  (YVHKYUIO  Cemuyamu U OoCmpomy 3peHus y Oemell C
neoocmamourocmoto LCHAD uau MTP,

e B mexnpuctynsslii nepuon st nanueHToB ¢ FAOD Haxopsmuxcst Ha JUETE ¢ OrpaHUYEHUEM
JUIMHHOLIETIOYEYHBIX JKMPOB PEKOMEHJAO0BAHO J00aBJsATh HaTypajbHblE pACTUTENIbHBbIE Macia

(KOKOCOBOE MAaciio, Macjo IPEIKOro opexa) s BOCTIOIHEHHS HeI0CTaTKa KUPHbBIX KUCIOT [105].
YpoBeHb yoenuTeJabHOCTH 10Ka3aTedbCTB C (YPOBEHb J0CTOBEPHOCTH PeKOMEHIAUM — 5).

KOMMCHTapI/II/I: Coomuouienue He3amMeHUMbLX HCUPHBIX KUCIOM 6 PpA3JIUYHbIX MACaax npueeéeno 6

IIpunoowcenuu A16.

o PexoMeHI0BaHO HA3HAUCHHE HE3AMEHUMBIX JKUPHBIX KuCIOT marueHTam ¢ FAOD Ha d¢one

HU3KOKUPOBOM JUETOTEPAINU C LEJbI0 KOMIIEHCAlUU UX HegocTatouHoctu [11-14, 105].
YpoBeHb yoequTeJbHOCTH A0KA3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIALUH — S).

KommenTapuu: B npunoscenuu I 8 npusedenvl ocHoGHble peKoMeHOayuu NO HA3ZHAYEHUIO

HE3AMEHUMDbBLX IHCUPHBLX KUCTIOM npu oueme ¢ HU3KUM codepofcaHueM IHCUPOB.

3.3.3 PekoMeH1alluM 10 NTPUMEHEHHIO CpeIHeleNn0YeYHbIX TPULIHIEPH/I0B

e PexoMeHI0BAHO B KaueCTBE OCHOBHBIX IMHIIEBBIX HCTOYHUKOB CPEIHEIENOUYEUHBIX KUPHBIX
KUCIOT ucnoiib3oBath 50% smynscuto MCT B muTtaHud nmauveHTOB ¢ HemocTatodHocTd TFP u

LCHAD, u VLCAD nns npegoTBpallieHusi pa3BUTHUS MBIIIIEYHON cuMnToMaTuku [112, 149].
YpoBeHb yoenuTeJbHOCTH A0KAa3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIAUH — S).

Kommentapuu: Cooepocanue MCT 6 paznuunvix npooykmax Jje4ebHo20 NUmaHus npueeoeHo 6
IIpunoowcenuu  Al7. Onuszoouyeckue  MululedHble  CUMNMOMbBL,  HAnpumep, padbooOMUONU3,
Namo2eHemuyecKu Cesa3bl8arom ¢ O0eQuYUmMomM IHep2uU, U UX MONACHO NpPeooosiemb € HOMOUbIO

yenesooos uau MCT. B uacmumocmu, no umMerOWUMCS OAHHBLIM, CBA3AHHBIUL C QU3UUECKOL



AKMUBHOCMBIO PADOOMUONIUZ MONCHO NPEOOMBPAMUmMsb nymem npuema 00CmMamoyHo20 KoIuvecmed

MCT nenocpeocmeenno nepeo Hazpy3Kou

e He pexomenayercs: HazHaueHue nanueHtam ¢ MCAD TpunmnepuioB co CpelHe JIMHOW Lenu
(MCT) ¢ uenbro nNpeaoTBpaIleHHs] YXYALLEHUsI COCTOSIHUS MAlMEHTa. Pa3BUTHI META0OINYECKOTO
kpu3za [105].

YpoBeHnb yoenuTeJbHOCTH 10Ka3aTedbCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIAUM — 5).

KommenTapuu: /Kupnvie kuciomsl co cpedHeli OIUHOU yenu Mo2ym NpOHUKAMb 8 MUMOXOHOPUU, He
0YOyuU CBA3AHHLIMU C KAPHUMUHOM, MUHYSL 9MAn, HA KOMOPOM OObIYHO pe2ylupyemcs OKUC/IeHUe
arcuprvix kuciom. Iosmomy npuem MCT moodcem npusecmu k 6ojee cepbesHbiM HApPYUEHUAM 0OMeHa

eeuecme, uem npu uCnosib306aHUU ()JZMHHOL;éI/lO’{e'{Hle HCUPOB.

3.3.4 PekoMeH/IALIMH 110 IPMMEHEHHI0 BUTAMHHOB

o Pexomenpyercs: mammentam ¢ FAOD Ha3HaueHWe BUTaMUHOB Tpyliibl B U KMpOpacTBOPUMBIX
BuTaMrHOB A, D, E B BO3pacTHBIX O3UPOBKAX C ILIENbI0 MpeAoTBpamieHus ux aedunura [5,12,
105].YpoBensb yoeaurebHOCTH J10Ka3aTeJbCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIALNH —
5).

KommenTapuu: Bumamunel Haznauarom 6 803pACMHbBIX NPOPDUIAKMULECKUX 003aX Kypcamu no 2-3

mecaya.

o Pexomenayercsi BceM manueHTaM ¢ OMOXMMHMYECKUMHU HAPYIICHUSMHU, XapaKTepHbIMU uisi [A2
Ha3HaueHHe (OMOJIOTHYCCKON akTUBHOW M00aBkHM) pubodumaBuna [106, 111, 135, 136].YpoBeHb

yoeauTeJbHOCTH 10Ka3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIALUH — S).

Kommentapuu: Cxoousiii memabonuueckuti npoghuie Mmodxcem HaAOM0O0amvcsi npu  oegexme
mpancnopmepa puboghnasuna, nodmomy HazHauyenue pubograsuna (buonocuueckas axKmuHas
oobasexa) per os 6 0oze 100-200 me/Oenv no3zeonsiem NOIHOCMbIO KYNUPOBAMb KIUHUYECKUE U

OuoxXuMuyecKue CumMnmomol OOe3HuU.

3.4 CuMnnToMaTH4YeCKOE JICUCHUE

o He pexomenayercss mpUMEHSTh IpemapaThl BaJbIIPOEBOM KHUCIOTHI** B cilyyae HEOOXOAMMOCTH
HA3HAYCHUS MIPOTHUBOAMUICHTHUECKON Tepanuu C LETbI0 MPEIOTBPAILEHUS PA3BUTHUS MMEUCHOYHOU

HenoctatouHoctH [5,12, 145].
YpoBeHb yoenuTeJbHOCTH A0KA3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIAUH — S).

Kommenrtapuu: V nayuenmos c¢ oegpexmamu mMumoxoHOpUuanbHo2o [-OKUCIEHUS HCUPHBIX KUCIOM
NpUMEHEeHUe Balbnpoesoll KUCIombul™™* moocem npusecmu K pazgumuio mANCelou NevyeHoYHouU

He0oCmamo4HoOCmu.



3. 5 Xupypruueckoe jedeHue

HpI/I BO3HMKHOBEHHMH ITOKa3aHUU AT XUPYPTUICCKUX BMCIIATCIIBCTB PEKOMCHAYCTCA KOJIJICTHAJIBHOC

IPUHSATHE PELIECHUs O TAKTUKE €ro nposeaeHus [5,12].



4. MeaquMHCKASA peadUIUTANMA U CAHATOPHO-
KYPOPTHOE JIeYeHH e, MeTUIIUHCKUE TOKA3AHUA U
INPOTUBONOKA3aHNA K IPUMEHEHUI0 METO10B
MEIMIMHCKON peaduIuTaluu, B TOM YHUCJIe
OCHOBAHHBIX HA UCIOJIL30BAHUM NPUPOIHBIX
Je4eOHbIX (PAKTOPOB

llayuenmam c épavom-gusuomepanesmom u 8pavom no JevyedOHou Qu3KyILmype papadbamuléaemcs
NEePCOHANUZUPOBAHHBILL KYPC peabuiumayuy, BKIOUAIOWUL MACCAXNC, JeYeOHYI0  (DU3KYIbmypy,
Guzuomepanesmuueckue npoyedypul (00WYI0O MAZHUMOMEPAnulo, mepmomepanuio, y0apHo-60J1HOBYIO

mepanuio, Memoo OUON02UUEeCKOl 0OPAMHOLL C8A3U U Opy2ue npoyeoypul).

Peabunumayuonnsie kypcwr (maccasnc, JIOK, gusuonpoyedypsi, ncuxoioco—neoazo2uieckas nomousb)

pPEKOMeHOYemcs NPOBOOUMb 8 YCI0BUAX OHeBHO20 CmayuoHapa ¢ yacmomou 3-4 paza 6 200 [1, 2, 14].

° PCKOMCH)IyeTCH nmangueHTaM HW YJIC€HaM HX ceMen MMpOBOAUTH KOHCYJ'IBTaIII/I}O/KOHCYJ'IBTaIII/II/I

MEIUITTHCKOTO TICUXO0JIOTA C [EJBI0 MOBBIIICHHS PUBEPKEHHOCTH K JiedeHuto [1, 2, 14].
YpoBeHb yoeauTeIbHOCTH A0Ka3aTedbCTB C (YPOBEHDb 10CTOBEPHOCTH PEKOMEHAAIUM — 5).

KomMmenTapumn: Ocrnosnoul yenvblo pabomvl NALIUAMUGHBIX CAYIHCO SGNAEMCs  CO30aHUe  8CeX
HeoOX00UMbIX VCI08ULl 01 00eCnedeHUss HAX0NCOeHUs NaAyueHmo8 6 OOMAUIHUX YCIO0BUSAX, a He 8
CMeHax 1euedH020 VupedcOeHUss, Yno no360asem He MoaAbKO VIYUUIUMb KA4eCmeo HCUHU NAYUECHNO8
U ux cemetl, HO U CYWECMEEHHO CHU3UMb 20CYOAPCMEEHHbLE 3AMPamvl HA NOCMOSIHHOE CIMAYUOHAPHOE

neuenue maxkux nayueumos [1, 2, 14].



S. IIpoduiaakTuKa ¥ AUCHAHCEPHOE HAOJIIOIEHHE,
MEIUIMHCKHNE NMOKA3AHUSA U POTUBOINOKA3AHUSA K
NMPUMEHEHHUI0 METOA0B NPOPHIAKTUKHA

5.1 IIpoduinakruka

C 01.01.2023 B Poccuiickoit @enepaiiuu MPOBOIUTCS PACHIMPEHHBIM HEOHATAIbHBIM CKPUHUHT C

LIETIbI0 paHHEH UAarHOCTUKHU PsijJla HAClIeACTBEHHBIX 3a00JIeBaHUM, B TOM 4Kciie pa3Hbix hopm FAOD.
Meouxo-ecenemuuecxkoe Koncyrpmuposanue

o Pexomenayercss MEIUKO-TEHETUYECKOE KOHCYJIBTUPOBAHUE IIOCIE YCTAaHOBJIEHMS JMAarHosa
naupeHTaM ¢ FAOD, ¢ nenbio pa3biCHEHUN T€HETHYECKOTO PUCKA, BO3MOXKHOCTH MPOBEICHHS
NpeHaTalbHON U MPEUMIUIAHTAIMOHHON JUAarHOCTHKY Ui 1000 mocieayromieii 6epeMeHHOCTH B

CEMbsIX, OTATOIIEHHBIX X0Ts Obl oHuUM citydaem FAOD [1,2, 6].
YpoBeHb yoenureJbHOCTH 10Ka3aTedbCTB C (YPOBEHb J0CTOBEPHOCTH PeKOMEHIAUH — 5).

KommenTapmii: Cemvam ¢ 6onbmbiMu  OemoMu  PeKOMEHOYemcs — MeOUKO-2eHemuyeckoe
KOHCYIbMUPOBAHUE C Yeblo onpedenenus 2eHemudeckoeo pucka. Kax u npu opysux aymocomHo-
peyeccusnblx 3a001e8anusx, O0jisl Kaxrcoou bepemMeHHOCIU PUCK podcoeHus pebenka cocmaensem 25%.
B cemwbax, ede ecmb OONLHOU  peOEHOK,  BO3ZMONCHO  NPOBEOEHUe  NPEeHAMAlbHOU U

npewwmanmauuonﬂod OUACHOCMUKU.

IIpenamanvnas OuacHoCmMuKa NPOBOOUMCA  MOJNEKYIAPHO-CEHEMUYECKUMU —~ MemoOamMy, nymem
uccneoosanus J[HK, evioenennoti uz bouonmama eopcut xopuona Ha 9-11 neoene bepemennocmu u/unu
KJIeMOK aMHUOMUYECKOU HCUOKOCMU, NI0OHOU Kposu Ha 20-22 nedene bepemennocmu. Ilpu msexux
Gopmax FAOD xopowo omeeuarowux Ha mepanuro, peuleHue o NpPoeoeHUU NpeHamaibHOU
OUACHOCMUKU OO0JIHCHO ObIMb NPUHAMO MOAbKO NOCEe NOOPOOHO20 0OCYHCOEHUSL C CeMbell 8CeX PUCKO8

U NPpo2HO3a 3a001e6aHUsL Y NOMOMCMBA, B03MOACHOCHEN le4eHUsl NPU PanHeli OUACHOCIUKE.
300poewtit 06pa3s sncuznu

[Monpoctku u B3pocasie ¢ FAOD nomkHBI OBITH OCBEIOMIIEHBI O PUCKAX, CBSI3aHHBIX C YPE3MEPHBIM
yHoTpeOIeHueM ajKoroyisi. AJIKOroJIb MHTHOMpYET IVIIOKOHEOTeHe3, IMO3TOMY HapylIaloTcs Kak
OKHCJIEHHE JKMPHBIX KHUCJIOT, TaK M [IIOKOHEOT€HE3, KOTOpble OOECHEeYUBAIOT OpPraHU3M
MeTa0oMnMYeckol HsHeprueil Bo Bpems rononanus. HeoOxoaumo peKkoMeHJI0BaThb OrpaHUYEHUE

HOTpe6J'I€HI/IH aJIKOT'OJIsI M BCEI/Ia B COUETAaHUU C €I0M.

Jleteit ¢ ycranoBieHHbIM auarno3oM FAOD cnenyeT yuuth «310pOBOMY 00pasy >KU3HU» C MTOMOIIBIO
TUETH U (PU3UUECKUX yrnpakHeHui. HekoTopsie ponutenu 00€COKOEHBI TEM, YTO UX PEOCHOK HE ecT

nocratouHo. Eciu peGeHOK He cheqaeT PEeKOMEHJOBAHHBIM 00beM, MOPIHI0, IPU HEOOXOIUMOCTH



MOXXHO JOKOPMHUTH WJIM OPTaHM30BaTh TEPEKYC TMOIPKE, 4YTOOBl OO0ecreduT (HU3NOIOTUIECKYIO

NOTPEOHOCTh B YHEPTUU.

Jlromu ¢ gepurmutom MCAD He HYXTAIOTCS B JIONMOJHUTEIBHBIX KaJOpHAX; CIEIyeT u30erarhb

nepecaanms n3-3a puCKa O KUPCHUSI.

KommenTapuu: /loncocpounvie pesynvmamol ucciedo8anuil noKazaiu, ymo Joou, Leqyusuiuecs om
oepuyuma MCAD, cxnounwvt Kk upesmepromy yeenuuenuio eeca [108]. [emu 6 npenybepmammuom
gozpacme Mo2ym umemv U3DLIMOYHBII 6eC, BCLEOCMBUE HYACMO20 KOPMIEHUS KAK YdACMb JeYeHUsl.
llokasamenu pocma u maccol mena OONIHCHbI MUAMENLHO KOHMPOIUPOBAMBCSA NPU  KAHCOOM
nocewjeHuU KauHuxu. JuHamuueckoe HabnooeHue OONHCHO BKIIIOUAMb PEKOMEHOAYUU NO KOHMPOIIO
maccel mena, 0OyueHue 300pP08OMY 00paA3y IHCU3HU, GKAUaruemy 8 cebs OpodHoe pe2yisapHoe
numawue ¢ coonroOeHuem HOpM Qu3UoI02u4ecKoll KalopUUHOCMU U peKoMeHOayuu no Gusuieckotl

AKMUGHOCMU.
Haonrooenue ¢ nepuoo depemennocmu

o PexoMeHayercsi KOHCynbTalMs OKEHIUMH-HOCUTENbHUL FAOD s pa3bsiCHEHHs PHUCKOB

BO3HUMKHOBEHUS aKyIlIepCKUX ocioxkuenut [105, 138].
YpoBensb yoeaureabHocTu pekoMenaanuii C (YpoBeHb I0CTOBEPHOCTH 10KA3aTeIbCTB — 5)

KomMmenrtapwmii: Kenwunvl, y komopwvix 6vin pebenox ¢ FAOD nooseporcenvr pucky — 6o epems
nocneoyrowux bepemennocmeti HELLP cunopomy. Ocobenno smo kacaemcs ciedyroujux 3a001e6anuil:
oepuyumor LCHAD, VLCAD, CPTI, CPT2 u CACT.

5.2 IlucnancepHoe HAOIOAeHHE

e PexomeHnayercst MpoBeeHUE UCCIEAOBAHUS YPOBHS CBOOOAHOIO KapHUTHHA U AllMJIKAPHUTHHOB B
KpoBu y mamueHToB ¢ FAOD ¢ 1menpio KOHTpoJisi ypOBHS CBOOONHOTO KapHUTHHA U

aluIKapHUTUHOB [19, 21].
YpoBenb yoenuTeabHOCTH pekoMeHaannii C (ypoBeHb JOCTOBEPHOCTH J10KA3aTeJbCTB — 4)

KommenTtapuu: Onpedenenue ayunkapHumuHog npo8oOUmcs ¢ 4acmomou. Kadcovle 1-2 mecsaya
nayuenmam 00 200a, kaxcovie 3 - 6 mecayes y demeil maaoue 6 jnem, Kadxcovle 6 -12 mecayes
nayuenmam cmapuie 6 iem, no NOKA3AHUAM 8 Nepuod U Npu 00003PEHUU HA MeMAaOOIUYeCKUll KpU3.
Heobxooumo ommemums, umo ypoeenb AyUIKAPHUMUHOB MONCEM HOBbIUAMbCA NPU HAZHAYEHUU

Jlesoxapnumuna (Ilpunoscenue A19).

o PexomengoBano BceM mainueHTaM ¢ auarHo3zoM FAOD o0muii (KTUHUYECKHi) aHaIu3 KPOBU
pa3BepHyThId (TeMOrTOOWH, KOJIWYECTBO JSPUTPOLUTOB, LBETOBOM IIOKa3areib, KOJIUYECTBO

JEHKOLIUTOB, TPOMOOIMTOB, JIeMKOUTapHas (GopMyrna U CKOPOCTb OCEAAHMSI IPUTPOLUTOB) IS



OLIEHKH OCHOBHBIX MapamMeTpOB KPOBETBOPEHMS M HAJIMYUS BOCHAIUTENbHBIX IpoleccoB [1, 2, 5,
28].

YpoBeHb YOoeauTeabHOCTH 10Ka3aTeIbCTB C (YPOBEHD 10CTOBEPHOCTH PEKOMEHIAHN — 5).

KomMeHTapHu: 6 c8:3uU C 8bICOKUM PUCKOM PA38UMUs UHMEPKYPPEHMHBIX UHDEKYULl oOwull aHaiu3
kposu nayuenmam ¢ FAOD nposooumcs ¢ yacmomoti: Kadxcovle 6 mecayes nayuenmam 0o 6 jnem,

Kadcovle 6-12 mecayes nayuenmam cmapuie 6 iem.

e Pexomenayercss Bcem mnamueHtaM c¢ FAOD mnpoBeneHue aHaim3a KpOBU OMOXMMHUYECKOTO
OO0IIETePareBTUYECKOTO (COEep KaHNe TITIOKO3bI, 001Iero Oenka, OeMKoBhIX Ppakiuii, anb0ymuH, C-
peakTUBHOrO Oenka, oOmiero OunupyOMHa u ero (GpakiuH, XOJECTEpUHA, TPUIIULEPUIIOB,
JUNONPOTEUI0B HUZKOM M BBICOKOM IMJIOTHOCTHU (MCCIIEOBAHUE YPOBHSI JIUIIOIPOTEMHOB B KPOBH),
miesiouHor  ¢Qocdaraspl,  KpeaTMHWMHA,  MOYEBUHBI,  MOYEBOW  KHCJIOTHI,  AMMOHWS,
aJTaHMHAMHUHOTpaHChepasbl (AJIT), acmapTaTaMUHOTpaHCepas3bl (ACT),
rammanmotamuirpancdepassl (I'TT), xpearmrdochokunazsr (KDOK), HcecnenoBanue ypoBHs/
aKTUBHOCTU HM30(EPMEHTOB KpEaTMHKMWHA3bl B KpPOBHU, JakraraerujaporeHasza (JIAI), xanbius
o0IIIero ¥ MOHM3UPOBAHHOTO, HATPHs, Kalus, Heopranmueckoro Qocdopa, xenesa, GpeppuThHa,
MarHus, XJopa, MOJIOYHOU KUCIIOTHI), YPOBHSI MHCYJIMHA I1a3Mbl KPOBH, MCCIIEI0BAaHUE KHCIOTHO-
OCHOBHOTO cocTosiHug W ra3oB kpoBu (MccnemoBanue ypoBHsi OydepHbIX BeUIECTB B KpOBH,
HccnenoBanne ypoBHS BOAOpPOAHBIX HOHOB (pH) KpoBH), uccienoBaHuWE YpPOBHS MOJIOYHOU
KHCIIOTHl B KPOBH (JIaKTaTa) C IIEJbIO OIEHKH COCTOSIHHS TICUYeHH, TMOYeK, OallaHca Ba)KHEUITUX
HYTPUEHTOB IPH AMETOTEpaNuu, KaimblueBo-hochopHOro oOMEHa M BBISBICHUS OTKJIOHEHHI

BKHBIX OMOXMMUYECKUX TTOKa3aTesen s ganpHenen koppekuu [12, 132, 145].
YpoBennb yoenureabHOCcTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

KommenTapmii: ananuz nposooumcs ne pedce 1 paza 6 6 mecayes u no nokazaHusam npu yxyouieHuu

COCMOAHUA U npU memaobonuyeckom Kpuse.

e PexomengoBano BceM nauueHtam ¢ FAOD oOmmil (KIMHUYECKU) aHaIu3 MOYM, OOHApYKHHUE

KETOHOBBIX T€JI B MOY€ JIJISI OLIEHKU COCTOSIHUSI MOYEBBIBOJISIINUX IMyTeH U nouek [1, 2, 5, 34].
YpoBeHb yoenuTeJbHOCTH A0Ka3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIAUH — S).

KomMmeHnTapuu: 6 ceia3u ¢ 8blcokum puckom pazeumusi UHMepKyppPEeHmMHbIX UHGeKYUll y NayueHmaos ¢

FAOD pexomenodyemcs npogedenue 0aHHO20 UCCTe008aHUs He pexce 5 pa3 8 200

Obviuno obwuti ananuz mouu nayuenmam ¢ FAOD nposooumcs ¢ wacmomoii: kasicovie 6 mecsayes
nayuenmam 0o 6 jnem, Kadcovie 6-12 mecsauyes nayuenmam cmapuie 6 iem, yauje — no NOKA3AHUAM

npu yxyouleHuu COCMOAHUS U NPU MemaooIU4ecCKoOM Kpuse.

e Pexomenayercsi onpeseneHue J1abopaTopHbIX MOKa3aresiei (ucciiefoBaHuE KUCIOTHO-OCHOBHOTO
cocrosinus razoB kpoBu (MccnemoBanue ypoBHsI OydepHBIX BemiecTB B KpoBH, McciemoBanue
YpOBHSI BOAOPOAHBIX MOHOB (pH) KpoBHM), HMccinenoBaHHE YpOBHS MOJIOYHOM KHCJIOTBI B KPOBH

(;lakrara), TIIOKO3a, JJEKTPOJIUTHI ( HMCCIEHOBAHHME YpPOBHS Kallus, HATpPHUs, HOHU3UPOBAHHOTO



KaJbIMs, XJOPUIAOB B KPOBU) B TIEPUO M TIPH TIOJI03PEHUH HAa META0OIUYECKUN KPU3 MAIIMEHTaM C
KIIMHAYECKUMHU W/WiKu Ounoxumuyeckumu npusHakaMu FAOD ¢ 1enbio OLIEHKHM COCTOSIHUSA U

CBOEBPEMEHHOU KOppekuuu Tepanuu [12, 132].
YpoBeHnb yoenuTeabHOCTH 10Ka3aTeNbCTB C (YPOBEHb J0CTOBEPHOCTH PeKOMEHIAUM — 5).

o PexoMeHnayercsi BceM MalMEHTaM C IATOJIOTHEW CEPACUHO-COCYAUCTOM CUCTEMBI MCCIIEIOBAHUS
ypoBHsI N-TepMHUHAIBHOTO (pparMeHTa HaTpHuilypeTHiecKoro mponentuaa Mo3roBoro (NT-proBNP)
B KPOBHU JUIsl CBOEBPEMEHHOW IUArHOCTUKH CEPJAEYHOM HENO0CTATOYHOCTH, Iu(depeHnnanbHon
JIAArHOCTUKH C OJBIIIKOW, BBI3BAHHOW PECIUPATOPHBIMU HAPYLIECHUSAMM, U1 PELIEHUs BOIIPOCOB O

CTapTe/KOPPEKINH KapauoTpomnHoii Teparuu [11, 133].
YpoBeHb yoenuTeJbHOCTH A0Ka3aTeNbCTB C (YPOBEHb JOCTOBEPHOCTH PeKOMeHAauu — 4).

o PexoMeHayeTcsi TIPOBEICHHE XOITEPOBCKOE MOHHUTOPHPOBAHHE CEPACYHOro puTMa, IX0-KT,
nareHTaM ¢ FAOD mpu mocTaHOBKe AMarHo3a, aajee He pexke | paza B TO ¢ MeNbI0 TUarHOCTHKA
narosiorun co ctoponsl CCC [97, 109, 129, 133].

YpoBeHb yoenuTeJbHOCTH J0Ka3aTebCTB C (YPOBEHb J0CTOBEPHOCTH PeKOMeHaanum — 4).

o Pexomenayercs nposeaeHue snekrposnuedanorpaguu (331°) mauuenram ¢ FAOD npu Hanuuuun
HEBPOJIOTUYECKON CUMIITOMATUKH JIsI BBISBICHUS JMHJICTITUYECKON aKTUBHOCTH W JIJISI KOHTPOJIS

I'[pOTI/IBO3HI/IJIGHTI/I‘—IeCKOﬁ Tepallun COITIACHO KIIMHUYCCKHM PCKOMCHAALUAM II0 SITHUJICTICUN [35,
158].

YpoBennb yoenureabHocTH pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 4)

KommenTapuu: 6 mov uucne 331" ¢ udeomonumopunzom. Ilpu omcymcemeuu npucmynos-me peoice 1

pasa e 200, npu Haaiuduu SnuienmudecKux npucnynoe- no NnOKaAsanusim.

e Pexomenayercst mpoBeeHue ynbTpa3BykoBoro uccienoBanus (Y3HW) opranoB OpromiHON MOJ0CTH

narrenTam ¢ FAOD niist BeISIBIICHUS MATOJIOTHH TIeUeHU U nouek [9, 12,13, 145].
Yposenn yoenureabHocTH pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH A0KA3ATEJIbCTB — 5)

KommenTapuu: Kpamuocms npu omcymcmeuu uzmeneruti-ne pexce 1 paza 6 200, npu Haiuyuu

namoJiocuu nedeHu- no NOKA3aHUuAM.

o Pexomenayercss mpoBeaeHue odranbmockonuu mnarueHtam ¢ FAOD c uenbio cBOeBpeMEHHOTO

oOHapyxeHus oTanbmMosorudeckoit maromaoruu [38, 149].
Yposennb yoenureabHOCTH pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH A0KA3aTEJIbCTB — 5)

KommenrTapuu: Kpamuocms npu omcymcmeuu uzmenenuti-ne pexce 1 paza 6 200, npu Haiuyuu

namoJiocuu - o NOKA3aHUAM.



o Pexomenayercss mammentam ¢ FAOD mnpoBeaeHwe KoppeKIuUd JIe4eOHOTO TMUTAHUS U

CUMIITOMATHUYECKOU TCpallun € MCJIbIO HCKIIIOYCHUA 6CHKOBO-3HCpFeTI/I‘{eCKOﬁ HECOJOCTATOYHOCTHU
[11-14, 105].

YpoBennb yoenureabHOcTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Kommenrapuu: Koppexyuio Ouemomepanuu npo8oosm 6pavu-eeHemuKku Uil 8paiu-ouemonocu ¢
yacmomoti 1 p/mec na 1 200y scusznu, oanee 1 p/3 mec u no noxazaunusm 0o 3 rem; 1 p 6 mec nocie 3

jem.

o Pexomenaylorcs asi HaOMIOACHMS MAIIMEHTOB C YCTaHOBJIEHHBIM auarHo3oM FAOD npumeHsATh
MYIBTUAUCIUIIMHAPHBIA MOAXO0A B BHJIY TOTO, YTO 3a00JIeBaHUSI XapaKTEPU3YIOTCS MOpakKeHUEM
MHOTHX OpraHOB M CHCTEM, TpeOyeT KOMIUIEKCHOW Tepamuu, 4YTO JUKTYeT HEOOXOAUMOCTb

COBMECTHOTO BEICHUS MAIMCHTA CIEIUAINCTaMu pa3HbIX npodweit [12,13, 15, 28, 145].
YpoBensb yoeaurenbHocTu pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH J0KA3aTeJIbCTB — 5)

KommeHnTapuu: nokazanvl nepeuumnvie u noemopHvle KOHCYIbMAYUU 6paAYd-eeHemuKd, 6payd-
ogpmanvmonoza, 6paya-He8pono2d,  8pPAUA-SACMPOIHMEPONO2d,  8pAUA-IHOOKPUHONO2d, — 6payd-
Kapouonoea, 8pava-0emcKko20 Kapouono2da, epaua-we@ponoza, epaia-neouampa/spava-mepanesma/
8pava odoujell npaKmuKu (cemelnoz2o 8paya), a makaice epadeii Opy2ux cneyuaibHOCmel NayueHmam ¢

FAOD, umerowum napywenus ynkyuii Coomeemcmeayouux opeaHos u cucmem

o Pexomenayercst oOydeHue poautened (3aKOHHBIX TMPEACTaBUTENEH) /HalMEeHTOB IpaBUIIAM
OpraHu3alliyd TEpanuv B MEXKIPUCTYMHBIA NMEPHOA U B MEPUOJ YTPO3bl META0OINYECKOTO KpH3a
nareHToB ¢ FAOD ¢ menbio mpenoTBpaiieHus pa3BUTHS TMOBTOPHBIX METAOOIHUYECKUX KPHU30B
[105].

YpoBenb yoenuTeabHOCTH pekoMeHaannii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB — 5)

KommenTapuu: V pooumeneii pebenka écecoa oondcna 6vims namsamrka ¢ yKa3anuem HeomIOHNCHbIX

Meponpusmuil 8 nepuoo HavuHarouje2ocs memaoonudeckozo kpusa (Ipunoscenue A20).



6. Opranuszanus oKa3aHusl MeJJUIUHCKON IMTOMOIIH

IToxa3zanus A5 JIaHOBOM IOCIIUTAIU3ALMU

- HEOOXOIMMOCTb IMPOBEIEHUS PANIMYHBIX BUAOB SKCHEPTU3 WM OOCIIEAOBAaHUS B MEIUIIMHCKOM
OpraHM3alMd TpU HEBO3MOXKHOCTH TMPOBEACHHUS HX B aMOYyJIaTOPHBIX YCIOBHUSAX, TpeOyromux

JTMHAMHUYECKOTO HaOoAeHus (B TOM uKciie ohopMiIeHUE 3aKII0ueHus (PeiepanibHOr0 KOHCHUIINyMa).
[Toxazanus [Jist SKCTPEHHOM TOCIUTAIN3AINHN

- OCTpbI€ 3a00JICBaHMUS;

- 000CTpeHUs XPOHUICCKUX OOJIC3HEH;

- OTpaBJ€HUS W TpaBMbl, COCTOSHUS, TpeOylolIMe WHTEHCUBHOM Tepanmuu | TepeBoAa B
PEAaHUMALIMOHHBIEC OTIEJICHUS WM OTACJICHHS MHTCHCUBHOW TEpalMM  a TaKXKe KPYIIIOCYTOYHOIO

MEIUIIMHCKOTO HAOMIOACHUH W MMPOBEICHUSI CIICIIMAIBHBIX BHIOB 00CIICIOBAHMS U JICUCHHUS.
[Toka3aHus K BBINKUCKE MAMEHTA U3 MEIMIIUHCKOW OPraHU3alliu:

- OTCYTCTBHE YIPO3bI )KM3HU OOJILHOTO;

- OTCYTCTBHE YTPO3bI Pa3BUTHSI OCIOKHEHUH, TPEOYIOMMX HEOTIIOKHOTO JICUCHNS,

- CTa6I/IJ'II/ISaI_II/I$I COCTOsAHHA M OCHOBHBIX KJII/IHI/IKO-J'Ia60paTOpHBIX MoKa3arejae IaToJIOTMYeCKOro

nponecca 1o OCHOBHOMY 3a6OHCBaHI/IIO;

- OTCYTCTBHC H606XOI[I/IMOCTI/I B IIOCTOSHHOM Bpa‘—Ie6HOM U KpYINIOCYTOYHOM MCIUIMHCKOM

HaOJIIOICHUH TI0 OCHOBHOMY 3a00JI€BaHHUIO;

- HeoOXoAMMOCTH TepeBoja OONBHOTO B JAPYrylo OOJBHUIY WIM YUYPEKIECHHE COIMAIBLHOTO

obecrneueHus.

[Taimentam ¢ FAOD 1 pa3 B 6-12 Mec. (B COOTBETCTBUU C TKECTHIO COCTOSIHHS) IMOKa3aHO

KOMIIJICKCHOC O6CJ'I€I[OB3.HI/IG B MHOFOHpO(bI/IJII)HBIX CTanyoHapax.

[IpomOmKATEIPHOCT,  TOCTIUTATU3AIMN  3aBUCHT OT CKOPOCTH KOPPEKIIMH METa0OIMYeCKUX
HapylIEHNUM, a TAKXKE OT CPOKOB NOSIBJICHHS ITOJIOKUTENBHOM JWHAMUKU CO CTOPOHBI LUEHTPAIBHOMU
HEpPBHOM CHUCTEMBI U JIPYTMX OPraHOB, CKOPOCTH BOCCTAHOBJICHUSI IOKA3arelied IJIIOKO3bl KPOBHU U
KHUCJIOTHO-IIIEJIOYHOTO COCTOSIHUS, OTBET HA JICUCHHE OTMeYaeTcsl B TeueHue 5-7 nHeit. [IpeObiBaHue B

CTallMOHApE B CPEJIHEM COCTaBIsAET 21 JeHb.

[Tocne BBIMKUCKY U3 CTallMOHApa JETH HYXAAI0TCs B HAOMIONEHUHU Teuarpa, HEeBpOoJIora, Kapauoora,

racTpO3HTEPOIIOra, OpTaJIbMOJIOra, IUETOJI0Tra, FreHeTHKa, mpoBeaeHnr DK (1o nokazaHusm).

Ha6J'IIOI[eHI/Ie MaguCHTOB II0 MCECTY JKUTCIbCTBA (B aM6YJ'IaTOpH0-HOJII/IKJ'II/IHI/I‘—ICCKPIX yCJ'IOBI/I}IX)

AOJIDKHO OCYHICCTBIIATHCA ITOCTOAHHO.



7. JlonosiHUTE IbHAA MHpopManus (B TOM YHCJIe
(baxkTOpPBI, BJUSIONINE HA MCXO0] 3200/1eBAHUA UJIH
COCTOSIHUSA)

[IpomomKUTENPHOCTS JKM3HA BO MHOTOM 3aBHCHT OT TSDKECTH 3a00J7€BaHUS W TPOBEICHUS
IIaTOTEHETUYECKOM M CHMITOMAaTH4YecKoW Tepanuu. [IpyumHOM CMepTHM damie BCEro SBISIOTCS

CEpACHHO-JICTOYHAA HEAOCTATOYHOCTD.

B ClIydac IIOKa3aHMA K AUCTOTCpallru, CICAYCT Ha4YaTb JICUCHHC KAaK MOXXHO paHbOIC C MOEJIbIO

pEeI0TBPAIEHUS MPOTPECCUpPOBaHuUs ocnoxkHeHun [1-4, 11-14].

[IporHo3 cocTosiHUS U yPOBHS MCUXUYECKOTO PA3BUTHUS MAIIMEHTOB 3aBUCUT OT TSDKECTH 3a00JIEBaHUA,
CTEMEHHU TMOpaXeHUs BHYTpeHHUX opraHoB (cepaue, nedenb) u [IHC, cpoxoB Hauana jedyeHus u
3¢ (HEKTUBHOCTM  MHTEHCUBHON  Tepanmuu MHpUd  METAa0OJIMYecKOoW  JeKkoMmIeHcanuu.  Pano
MaHudecTupytomas cucreMuas opma 3a0osieBaHus 0OBIYHO UMEET OoJiee TAKEI0e TeUCHUE U MEHee

ONmaronpUsITHBINA MTPOTHO3.

HeGnaronpusitipie n1aboparopHble MPU3HAKU, CBHUJIETEILCTBYIOIIME O HecOaJaHCUPOBAHHOCTHU
TEpanmuu ¥ YTpo3€ Pa3BUTHUA METAOOIMUYECKOrO KpH3a: YMEHbBIIEHHE COACpXKaHUS CBOOOTHOTO
KapHUTHHA, TIIOKO3bI, TEHIEHIMs K CHWwkeHui0 pH kpoBu, neduuuty OCHOBaHWM, HapacTaHUE
COJEP)KaHUS ALUMIKAPHUTUHOB C OYEHb JJMHHOW LEnblo (P CHUKEHUHU IMOKa3aTesis CBOOOAHOTO

KapHUTHHA) B KPOBH U MOBBIIIEHUE SKCKPEIIMN OPTaHUYECKUX KUCIIOT.

Ha HenoctaroyHOCTh HYTPUTHUBHON MOAJIEPIKKH YKa3bIBAaeT CHU)KEHUE YPOBHS I'eMOITIOOHMHA, jKeje3a,
oOmiero Oenka u anbOymuHa. Huskuii ypoBeHb B KPOBH HE3aMEHUMBIX JKUPHBIX KUCIOT (JIMHOJIEBOM,
JIUHOJICHOBOM, apaxWJIOHOBOM, JTOKO3areKCaCHOBOW W JIp.), HAPYIICHHOE COOTHOIICHHWE JTMHOJICBOM/
JMHOJIEHOBOM KUCIOT (B HOpME 5:1 — 10:1) MOTYyT 00yCIIOBUTH 3aA€PKKY TICHXOMOTOPHOTO M PEYEBOTO

Pa3sBUTHA, CO3PCBAHNUC HMMYHHOﬁ CUCTCMbI U CHMKCHUC OCTPOTHI 3PpCHUSI.

Opaum u3 3(pPeKTUBHBIX MOAXOA0B K paHHed auarHoctuke FAOD sBrisieTcss MacCOBBIM CKPUHHUHT
HOBOpOXACHHBIX. HeonaranbHbii ckpuHuHT B Poccuiickoit @enepaunu Ha FAOD npoBogutcs B

OTZIeJIbHBIX peruoHax [1-3].

Bce nomkHBI UMETh 4acTo OOHOBISIEMOE «IKCTPEHHOE» MUCHhMO, KOTOPOE MOXKET MPU HEOOXOAUMOCTH
Nepe1aBaThCsl MEAULMHCKUM paOOTHUKAM, KOTOpble MOTYT He 3HaTh 0 FAOD Ilpumep Takoil mamsaTku

npuselieH B [Ipunoxenun A20.



Kpurepun oieHKH KayecTBa MEIUIIUHCKOU MTOMOLIH

Kpurepun oneHkn KauecTBa NepBUYHOM MEIMKO-CAHUTAPHON MOMOIIH

HapyweHUN OKUCNEHNA XXUPHbIX KUCOT C OJIMHHOM W 04YeHb AJIMHHOWN uenbro)

N2 OuyeHka

n/n Kputepun oueHkun kayectsa BbINO/HEHUS

1. BbINONIHEHO KOMMJIEKCHOE onpefesieHne KOHLEHTPauumM Ha aMMHOKUCAOTbI U auuUIKapHUTUHBI B KPOBU Oa/Het
MeTOAOM TaHAEMHOW Macc-CnekTpoMeTpun (Npu yCTaHOBAEHUM AMarHo3a)

2. BbINONHEHO MONeKynsipHO-TeHeTUYEeCKoe uccnefoBaHMEe MyTauuii B reHax, OTBETCTBEHHbIX 3a f3- Oa/Het
OKWUCNEHNE >XXUPHbIX KWUCNOT, MeTabonvMaM M TPaHCMOPT KapHUTWUHA (Mpy YCTaAHOBJIEHUMM AMarHosa
naumeHTamMm ¢ GBMOXMMUYECKMMU MPU3HAKAMW HAPYLUEHUS MUTOXOHAPUANIbHOrO B-OKUCIEHUS XUPHbIX
KWCOT)

3. BbinonHeH npueM (OCMOTP, KOHCY/bTauWs) Bpaya-reHeTMka nepBuYHbIN (NpU  YCTaHOBNEHWUMU [Oa/Het
avarHosa)

4. BbINONHEHO Ha3Ha4YeHWe CyXoW crneurann3npoBaHHOM CMeCK C MOBbIWeEHHbIM coaepxaHunem CUT (npwm Oa/Het
HapyLeHNN OKUCNEHNS XUPHbIX KUCNOT C AJIMHHOM N OYe€Hb ASIMHHOW Lenblo)

Kpl/lTepI/Il/l OLICHKH KaYeCcTBa CICHUAIUIUPOBAHHOU MEAUIUHCKOU ITOMOIITA

N© OueHka

n/n Kputepumn oueHkun kayecTBa BbINONHEHUS

1. BbINONHEHO KOMMIEKCHOe onpefenieHne KOHLEHTpauumM Ha aMMHOKUCAOThI U auWUIKapHUTUHBLI B KPOBMU Oa/Het
MeToAOM TaHAEMHOW Macc-CcnekTpoMeTpun (Npu yCTaHOBAEHUM AMarHo3a)

2. BbINONHEHO Ha3Ha4YeHWe CyXoW crneunann3npoBaHHOM CMeCK C MOBbIWeEHHbIM cogepxaHunem CUT (npwm Oa/Het
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IIpuaoxkenue Al. CocraB padoued rpynnsl mno
pa3paloTke U mepecMOTpPy KIHMHUYECKHX
pPeKOMeHaalni

. AHncumoBa MHra BagumMoBHa — K.M.H., 3aBEAYyIOLIAsl OTAEIIOM OPraHM3alMM MEJULUHCKOU
nomoiny, Bpad-reHetuk GI'BHY «Menuko-reneTuueckuil HayyHblid LEHTp uUM. akagemuka H.II.

BO‘-IKOBa», YJICH ACCOI_[I/IaI_[I/II/I MCINIHMHCKUX I'CHCTHUKOB

. baraeea Manjgesa  JHBepoBHAa —  K.M.H., C.H.C. OTIEJEHUA  MEIUATPUUECKOIN
racTposHTeposoruu, renaroiorud u auerorepanu ®I'BYH "®UIL] nutanust 1 OUOTEXHOIOTUH",
accucteHT kadpeapsl DIAOY BO PHUMY um. H.U.ITuporosa Munsnpasa Poccuu.

. baiinakoBa I'asimna BuktopoBHa — k.0.H., 3aBeayromias [[eHTpOM KOJIJIEKTUBHOTO MOJIb30BAHMSI
"MetabonoM", B.H.c. Jaboparopuu HacleACTBEHHBIX Oosne3zneir oomena OI'BHY "Menuko-
TCHETUYCCKUN HaydHBIM LeHTp uM. akamemuika H.IT.boukoma", wnen Poccuiickoro oOmiecTBa

MEANIIMHCKHUX I'CHETUKOB.

. bapanoB Auiekcanap AJiekcanapoBud — akajgemuk PAH, mpodeccop, a.M.H.; moyeTHBIH
npe3uaeHT Coroza neauarpoB Poccum, coBetHuk pykoBogutens HUW neamarpun m oXxpassl
smopoBbs nereit [IKb PAH, npodeccop kadbenpsr neauarpun u aerckoii peBmaronoruun GIAOY
«Ilepebiit MI'MY um. U.M. CeuenoBa» Munzapasa Poccun (CeueHOBCKUM YHUBEpPCUTET),

IJIABHBIM BHEIITATHBIN ClieNUaIUCT neauarp Munsapasa Poccun.

. BymyeBa Tarbsina BuaagummpoBna — aAM.H., OIAY "Hayusblii MeguuuHCKU
WCCIIEIOBATENILCKUI LIEHTP 310p0Bbs Jereil”" M3 P®D, uiien acconnanuu MEIUIIMHCKUX T€HETUKOB,

yieH [THO Accoumanus 310poBbe JI€TEH.

. Bamakman3e Haro /I:kymGepoBHa — J.M.H., PYKOBOJAUTENIb OTHela opdaHHBIX OOJe3HEH H
nporIakTUKK UHBaNUAW3Upytommx 3adoneBannit HUM neauarpum u oxpaHbl 370pOBbs AeTel
HKI[ Ne2 ®I'BHY «PHIIX um akan. b. B. TlerpoBckoro», mpodeccop kadeapsl GpakyIbTeTCKON
neauarpun neguarpudeckoro (dakymsreta OI'bBOY BO «PHUMY wum. H.U. Iluporosan
Munzapasa Poccun

. BumnéBa Ejiena AjiekcaHapoBHa — J.M.H., 3aMmecTutTens pykoBogutenss HUW nemmarpuu u
oxpanbl 310poBbs jgerei [IKb PAH MwunoOpHayku 1o HaydHOH paboTe, JOIEHT Kadeaps
¢dakynpTeTcKOM mnenuarpun neguarpuydeckoro ¢akynsreta ®I'BOY BO «PHUMY wum. H.W.

[Tuporosa» Mun3npasa Poccun, wien Coro3a neauarpos Poccun.

. JderrsipeBa AHHa BaagmmMmpoBHa — J.M.H., npodeccop, 3aBeayrolas OTAEIOM MNeAUaTpuH,
OI'bBY «HMMUL] akymepcTBa, THHEKOJIOTMU M MepUHATONOrud uM. akaaemuka B.M. Kymakosay,

wieH Poccuiickoro o01iecTsa HEOHATOIOTOB

. lokmyknHa AjiMHA AJIeKCeeBHA — BPay-HEOHATOJIOL, MIIAJIIINKA HAy4YHBIA COTPYOHUK OTAENA
neguarpun PI'bY «HMMUL] akymepcrBa, TMHEKOIOTHM M NEPUHATOJIOIMM MM. akajaemuka B.U.

KymaxoBay» unen Poccuiickoro o01ecTBa HEOHATOJIOTOB
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3apyouna Bepa BaagmmupoBHa —Bpau-renetuk Mopo3zosckoit II'Kb JI3M

KypkoBa Haraqust BaueciaBoBHa — K.M.H., BeQyluil HayuHbld cotpynauk HUW nenuarpuu n
oxpansl 310poBbi aereid HKL Ne2 ®I'BHY «PHIX uwm akaxa. b. B. IlerpoBckoro», wien Coro3a

neanuarpoB POCCI/II/I, YJICH ACCOHI/IaHI/IH MCIUIIHMHCKHNX I'CHCTHUKOB

3axapoBa Exkarepumna IOpbeBHa — 1.M.H., 3aBeAyromias JjJadopaTopuei HaCIEICTBEHHBIX
oone3neit oomena @DI'BHY "Meauko-reHeTnueckuid HaydHblii LeHTp uM. akagemuka H.IL.
boukoga", uien Poccuiickoro o0iecTBa MEIUIIMHCKUX T€HETUKOB, YWIEH €BPOIEUCKOro o01ecTBa

0 U3YYCHUIO HACIICICTBEHHBIX OoJie3Hel oomeHa BemecTB (SSIEM).

Ky3enkoBa Jlonmuiaa MuxailjioBHa — 1.M.H., 3aBeAyIOIIasi OTJIEJICHUEM MCUXOHEBPOJOTUH U
ncuxocoMarnueckoi maronoru PI'AY "HayuHblidi MEIUIIMHCKUN MCCIENOBATEIbCKAN LEHTP

3nopoBbs gerei’ M3 PO, unen Coroza nenuarpoB Poccun

KyueB Cepreii UBanoBu4 — akagemuk PAH, n.m.H., mupexkrop ®T'BHY "Menuko-reneTnyeckuit

Hay4yHbIM HeHTp uM. akagemuka H.I1.boukosa", IIpe3nnent Accounanum MEAUIMHCKUX T€HETHKOB

JlappoBa Ausuiia EBreHbeBHa — [ .M.H., JUPEKTOP HWHCTUTYTa MEIUATPHUH, 3aBEAYIOIIUN
nepuarpudyeckum oraesnienrneM N 2, YHuepcurerckas kiauHuka @I'bOY BO «llpuBomxckuii

MCCIIEA0BATEIIbCKU METUIIMHCKUI YHUBEpCUTET» M3 PD, OTIIMYHUK 31paBOOXPAHEHUS.

MuxaiisiioBa CBersiana BuranbeBHa — 11.M.H., 3aBenytomas otaeineHueM OI'BY «Poccuiickas

JHerckas Knuanueckas bonsauna» M3 PO

HamazoBa-bapanosa Jleiisia CeiimypoBna — axaa. PAH, npodeccop, a.m.H., npe3unent Coroza
neauarpoB Poccun; nact-npesuaent EPA/UNEPSA; pykoBoautens HWUW nenuatpun u oxpaHsl
3nopoBbs aereit LIKb PAH, 3aBenyromias kadenpoit (akynbTeTCKOM NEAUATPUU MTETUATPUYECKOTO
¢akynereta ®I'BOY BO «PHUMY wum. H.M. IluporoBa» MunsznpaBa Poccum, riiaBHBIN

BHEIITATHBIA JETCKUI CIICLIMAIUCT MO HpO(i)HJIaKTPIquKOI;'I MCIOAHNIIHUHE MI/IHS,I[paBa Poccun

Haszapenko Jlvoamuiaa IlaBaoBHa — mpodeccop, 1.M.H., 3aMECTUTENb TUPEKTOPa 10 HAYYHOU H
nedeOHOM paboTe, pyKOBOAUTENb Jaboparopun HacieacTBeHHO# nartonorun HUM menunmnckoi

reHetuku, Tomckoro HUMII PAH, unen Acconpanuy MeIUIMHCKUX TEHETUKOB

HukonaeBa Exarepuna AJiekcaHJApOBHA — JI.M.H., IJIaBHBIM HAy4YHbIA COTPYAHHUK OT/EIa
KIIMHUYECKOM TeHeTuKH HaydHo-nccienoBaTenbCkoro KIMHUYECKOIO HMHCTUTYTA IeIHATpUN
umenu akan. O.E. Benbrumena, npod. kxadeapbl MHHOBAIIMOHHOM NEIMATPUM M JE€TCKOM
xupypruu HCTUTYTa HEMPEpHIBHOTO 00pa3oBanus U npodeccuonanbHoro pazsutus GIAOY BO
PHUMY um. H.W. IIuporosa Munszapasa Poccun

IepBynuna TarbsiHa Muxailji0BHA — JI.M.H., Bpay-IieAuaTp, Bpay-A€TCKUN KapAUOJIOT, JOLEHT
kadenpsl meauatpun MmenuuuHckoro dakynereta CIIBIY, nupexkTop WHCTUTYTa MEIUaTpPUA U
nepunarpiorun GI'bY " HMUILL um. B.A. Anmazosa.
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IMeuarHukoBa Haranbsa JleoHugoBHa — pykoBoautens l[opoackoro llentpa opdanHBIX H

ApyTrUX penkux 3adoneBanuil y aereit u nojapoctkoB ['bY3 «Mopososckas JII'Kb JI3M».

Pennna Caeriiana A¢ganacbeBHa — K.M.H., Bpad-reHeTHK PI'BHY "Menuko-reneTnueckuit

Hay4yHbId 1IeHTp uM. akagemuka H.IT.boukoma ", wien Poccuiickoro oOmiecTBa MEIMIIMHCKUX

IeHETHUKOB, YJeH ACCOIMAIIUU MEJIUIIMHCKUX IeHETUKOB

CeupugoBa Bajsiepusi BajepbeBHa — Bpau-reHETHK OT/e/a OpraHuU3allMM MEAUIIUHCKOMN
oMo GPI'bHY «Menuko-reneTnuecknili HayuHbid HeHTp uM. akagemuka H.I1. boukoBa», M.H.c
naboparopun mytareHe3a ®I'bBHY «Meauko-reneTnueckuii HayqHbIi EeHTp uM. akagemuka H.II.

boukoBay

CentoBa I'yibHapa HapumaHoBHA — K.M.H., INIaBHBIM Bpad MeIMKO-T€HETUYECKOTIO LIEHTpa

(I'eretnueckoit kmuuukn) HUU menumuackoit renetnku, Tomckoro HUMIT PAH

Ceaum3ssinoBa JInaust Po6eproBHa — k.M.H., 3aBeayroias otaenom HUU nenuarpun u oxpaHsl
s3nopoBbsi fereir HKIL Ne2 OI'BHY «PHIIX um akan. b. B. IlerpoBckoro», mgomeHT kadempbl
nequatpun U gaercko pesmartoiorun PIAOY «llepBeiit MI'MY wum. U. M. CeueHoBa»
MunszapaBa Poccun (CedeHoBckuil YHUBEpPCUTET), AOLECHT Kadeapsl (paKyabTeTCKON MeauaTpuu
neauarpudeckoro gakynsrera @I'BOY BO « PHUMY um. H. U. ITuporosa» Munszapasa Poccun,

yieH Coro3a neauarpoB Poccuun

CvmupnoBa Ougbra SIkoBjaeBHa — Bpau-reHETUK, CTapIIMi HAy4yHbIA COTPYAHUK OTAEIa
CTaHJAPTU3alMM W M3YYEHMs OCHOB Jo0KasarenbHOW MeauuuuHsl HUW nenmarpum u oxpassl

3nopoBbs Aetrei [IKb PAH

CrpoxkoBa Tarpsina BuktopoBHa — a.M.H., npodeccop PAH, 3aBemyromas otaeneHuem
MeIMaTPUUECKOM racTpodHTeposioruu, renarojaoruu u auerorepanuu @I'bYH "OUILI nuranus u
"nn

ouorexnomorun",", 3aBenyromas kadeapoir «lactposnTeponorunu u auetojorum» DPIAOY BO
PHUMY um. H.1.IIuporosa Munszapasa Poccun.

Cy00otun Imutpuii Muxaiiinosud — Bpau-reHeTuk @I'BHY «Menuko-reHeTH4ecKuil HayYHbIi

ueHTp uM. akagemuka H. I1. boukoBay, wien Acconnanum MEIUIIMHCKAX TEHETUKOB

Tapan Haranua HwukosaeBHa — K.M.H., CTapIIM{d HAy4YHBIM COTPYOHUK OTACIICHUSA
MeIMATPUUECKOM racTpodHTEposioruu, renarojaoruu u auerorepanuu GI'BYH "OUIL] nurtanus u
omorexnonoruu"", accucreHt kadeapsr GTAOY BO PHUMY wum. H.U.ITuporoBa Mwun3apaBa

Poccumn.

®ucenko Auapeii [lerpoBuy — 1.M.H., nmpodeccop, 3aciyxkeHHbiit Bpau Poccuiickoit deneparum,
mupekrop PI'AY "HarmoHanbHbIT MEIMIIMHCKHUI HMCCIIEIOBATEIBLCKUN IIEHTP 310pPOBbs JeTen"

Munsapasa Poccun.

IIpeacraBurein 001eCTBEHHBIX NAIMEHTCKUX OPraHU3aLMIi:

Iorocsin Hesutu CepreeBHa — npeacraBuTeh Beepoccuiickoro o0miecTBa opdaHHbIX 3a0071€BaHUMA



ABTOpBI TIOATBEPKAAIOT OTCYTCTBUE (UHAHCOBOM TMONACPIKKH/KOH(PIUKTa HHTEPECOB, KOTOPBIH

HE00X0AMMO 00OHAPOI0BATh.



IIpunoxxenne A2. MeronoJiorusi pa3padoTku
KJIMHUYECKHUX PeKOMEeHIAIUH

Hacrosimue pexoMeHmanuu NpeIHa3HAuYeHbl ISl NMPUMEHEHUS MEIWLIHUHCKUMHU OpPraHU3alUsAMUA U
yUpexACHUSIMU  (enepalbHbIX, TEPPUTOPHAIBHBIX ¥ MYHUIUNAIBHBIX OPraHoOB yIPABIICHUS
3[paBOOXPAHEHUEM, CUCTEM 00s3aTEIBHOTO M TOOPOBOJBLHOTO MEIUIIMHCKOTO CTPAaXOBaHUs, APYyTUMU
MEAMIMHCKAMU OPraHU3alMUsIMHU  PaA3IMYHBIX OPraHU3aLMOHHO-NIPABOBBIX (OPM JESATEINBHOCTH,

HANPaBIICHHOW HA OKa3aHUE MEIUIIUHCKOW MOMOUIH.

Hacrosiiiye pexoMeHJaluu yCTaHaBIMBAKOT BUJbl, 00ObEM M HHIUKATOPBl KayeCcTBa MEIULMHCKOM
MOMOIIY NalMeHTaM MPHU HAPYIICHUSIX OKUCICHUS KUPHBIX KUCIOT U ObUIM pacCMOTPEHbI 1-2 UIOHS

2018 roga B pamkxax Hayuno-npaktuueckoro kourpecca «Opdannbie 60one3nn» B Mockae.

Knunndeckue pekoMeHIaMK CO37laHbl HA OCHOBAaHWHU CHUCTEMAaTHYeCKOTo 0030pa juteparypbl 1992-
2013 rr. Medline (Pubmed version), Embase (Dialog version) u Cochrane Library databases, ¢
WCIIOJIb30BAHMEM  CO3JJaHHBIX  MPOTOKOJIOB ~ COBPEMEHHBIX  MEXKIYHAPOAHBIX  KIMHUYECKUX

peKOMeHIIaHI/IfI IO JUAarHoCTHUKEC, JICHCHHUIO U BCACHUIO ITaAallMCHTOB C METa00INUYECKUMH OOJIE3HIMHU.

HapymeHH;I OKHCJICHUSA KHUPHBIX KHCJIOT OTHOCATCA K PCAKHM HACICACTBCHHBLIM 38.60H€B8HI/I${M, qT0
HCKIIO4YacT BO3MOXHOCTbB MMPOBCACHUA OOJIBIIINX KOI'OPTHEBIX n pPaHAOMHU3UPOBAHHLBIX
KOHTPOJIHNPOBAHHBIX I/ICCJIG,HOBaHI/Iﬁ U Ji1 CO3JaHusA TIPOTOKOJIOB JHWATHOCTHKH W TCpallnu
HCIIOJIB3YIOTCS JIMIOb TCMATHUUYCCKHC HCCICOOBAHUA IOKCIICPTOB, OHY6J'II/IKOBaHHBI€ B IIOCJICAHHC Ba

JACCATUIICTHA.

OI_[CHKa Kadye€CTBa AOKa3aTC€JIbCTB W CHJIbI pCKOMeHI[aI_[I/Iﬁ MNMPUMCHCHUA MCOAUIMHCKUX TEXHOJIOT UM

MIPOBOAMIIACH B COOTBETCTBUU C YHU(DHUIIMPOBAHHOI 1IKAJIOHN, MPUBEIEHHOM B Tabmumax 1-3.
IlesneBasi aytuTOPUsi JAHHBIX KJIMHUYECKHUX PEKOMEHIAIUii:

1. Bpauu obmieii mpakTuku (CeMelHbIe Bpadn);

2. Bpauu- neguarpsl;

3. Bpauu-tepanesThi;

4. Bpauu-reHeTuKu;

5. Bpauun-nabopaTopHbIe TCHETHKH,

6. Bpauu-kapauosoru;

7. Bpaun-neTckue KapIuOJIoTH;

8. Bpauu- HeBpoJory;

9. Bpaun (pyHKIIMOHATBHOU TUATHOCTHKHY;

10. MeaumuHCKHE TICUXO0JIOTH;



11. Ctynentsl MenuuuHCcKuX BY30B;
12. O6yuaroniuiecsi B OpJUHATYpe U UHTEPHATYPE.

Taomuma 1. Illkana omenku ypoBHeH npocroBepHocTH JokazarenbcTB (YJ) s meronos

JMAarHOCTUKH (JIMarHOCTUYECKUX BMEIIATEIHCTB)

yaa PacwudcdpoBka

1 CucrtemaTnyeckme 0630pbl  UCCNeAOBaHWI C  KOHTponeM pedepeHCHbIM MeTOAOM WM  CUCTeEMaTUYeckuii  0630p
paHAOMU3UPOBAHHbBIX KJIMHUYECKUX UCCNef0BaHNN C NPUMEHEHMEM MeTa-aHanum3a

2 OTaenbHblEe MUCCNefoBaHUS C KOHTPOsieM perepeHCHblM METOA0OM WNN OTAEJNIbHbIE PAaHAOMU3NPOBAHHbLIE KJIMHUYECKNE
nccnenoBaHnda M cucrteMmatTunyeckue 0630pr nccnepoBaHnii noboro AN3anHa, 3a WUCKNKYEHMEM pPaHAOMU3NPOBAHHBbIX
KIMNMHNUYECKNUX nccnegosaHmm, C npyuMeHEHNEM METa-aHann3a

3 NccneposaHusa 6e3 nocnenosaTesibHOroO KOHTPOJSIA peCDEPEHCHbIM METOAOM MU nccneaoBaHuda C DECDEDEHCHI:IM METOA0M,
He ABNALWNUMCA HE3aBUCUMbIM OT Uccnegyemoro Metoga unianM HepaHAOMU3UPOBaAHHbIE CpaBHUTENIbHbIE NCCIea0BaHNA, B
TOM 4YUC/lE KOTOPTHbIE nccnegoBaHnA

4 HecpaBHUTENbHbIE NCCNEAOBaHUA, ONMCAaHUE KIMHUYECKOro Ciy4vas

5 MNmeeTcsa nuwb 060CHOBaHWE MexaHu3Ma AeNCTBUSA WU MHEHMe SKCnepToB

Tab6muma 2. Illkana omeHku ypoBHEH noctoBepHOCTH jokazarenbetB (YI) st meTonoB
NpoQHUIaKTUKY, Je4eHUus MU peaduiaurtanuu (IpoQUIakTUYECKUX, Je4eOHBbIX, PeadMIMTAIIMOHHBIX

BMEIIATEIHCTB)

yan Pacwuundposka

1 CucrtemaTtuyeckuii o63op PKW ¢ npumMeHeHnem MeTa-aHanmsa

2 OTpenbHble PKU 1 cuctematmdeckme 0630pbl nccnepnoBaHuii noboro aAmsanHa, 3a uckitodeHmeMm PKU, ¢ npuMeHeHnem
MeTa-aHanmnsa

3 HepaHaoMU3MpOBaHHbIE CPABHUTESbHBLIE MCCNEA0BAHMS, B T.4. KOrOPTHbIE UCC/E0BaHNSA

4 HecpaBHWTENbHbIE WCCNEA0BAHUSA, OMUCAHME KIMHUYECKOro Cryyasl WAW CepuM ClyyaeB, WCC/IeN0BaHUS «Crydait-
KOHTPOJIb»

5 MmeeTca nuiib 06OCHOBAHME MeXaHW3Ma [AENCTBUS BMeLaTeNbCTBa (AOK/IMHUYECKME WCCNEeNOBaHUSA) WU MHEHUe
3KCMepToB

Ta6aumuna 3. Illkana oneHku ypoBHeHW yoOemuTenbHOCTH pekoMeHmanuid (YYP) mis meronos
npo(UIAKTUKY, [UAarHOCTHKH, JIeYeHUs U peabunurtauuu (MpouiIakTUYECKHX, AMArHOCTUYECKHUX,

ne4eOHBIX, peaOUIUTAIMOHHBIX BMEIIATEIbCTB)

YYP Pacwundposka

A CunbHas pekoMeHzaumsa (BCe paccMaTtpuBaeMble Kputepun 3PEHEeKTUBHOCTM (MCXOAbl) SBASIOTCA BaXKHbIMU, BCe
nccneaoBaHUa MMEKT BbICOKOE WU yAOBSIETBOPUTENIbHOE METOAOSI0MMYECKOe KayecCTBO, MX BbIBOAbl MO MHTEPECYOLWMM
ncxonaMm SIBASIOTCS COrslacoOBaHHbIMMY)

B YcnoBHas pekoMeHaauus (He BCe paccMaTpuBaemble KpuTepumn 3D@PeKTUBHOCTM (MCXOAbl) SABNAKTCS BaXKHbIMM, He BCe
UCcCrnenoBaHWs MMEKT  BbICOKOE WM YAOBNETBOPUTENIbHOE METOAO0JIOrMYeckoe KayecTBO W/uian UuxX BbIBOAbI MO
UHTEPECYLWNM NCXO0AaM He ABNAKTCA COFﬂaCOBaHHbIMVI)

(e Cnabasi pekomeHpauus (OTCYTCTBME [0Kas3aTeNbCTB HaAfieXallero kayectBa (BCe paccMaTpuBaeMble KpUTeEpUM
3(pDEKTUBHOCTM (MCXOAbI) ABNAOTCS HEBAaXHbIMM, BCE UCCNEAOBaHUS MUMEKT HM3KOE METOAOS0rMYEecKoe KayecTBO U UX
BbIBOAbI MO UHTEPECYIOLMM UCXOAAM HE SIBMISKOTCS COr/TacoBaHHbIMM)

HOpﬂIlOK O00OHOBJIEHUSI KIMHUYECKHUX peKOMeHI[aHHﬁ.

MexaHu3M OOHOBJICHHUS KIMHUYECKHX peKOMCHI[aI_[I/Iﬁ npeaycMarpuBactT HUX CHUCTEMATHYCCKYIO

AKTyaJIn3aluo — HC PCXKE 4YCM OAWH pa3 B TPHU I'OJd, a TAKKC IIPU ITOSABIICHHMHW HOBBIX IJAaHHBIX C



IMO3NIINHN HOK&B&TGJ’IBHOﬁ MCIWIIMHBI II0 BOIpOCaM JHWArHOCTHKH, JICUCHM, HpO(i)I/IJ'IaKTI/IKI/I u
pea6I/IJ'II/ITaI_II/II/I KOHKPCTHBIX 3360J’ICB3HHﬁ, HaJIUYUU 000CHOBAHHBIX HOHOHHGHHﬁ/BaMeanHﬁ K paHecC

yTBepxkAEHHBIM KP, HO He yamie 1 pa3za B 6 mecsues.



IIpunoxkenune A3. CnpaBo4yHbIe MaTEPHAJIbI,
BKJIIOYasl COOTBETCTBHE NOKA3AHUI K IPUMEHEHUIO H
MPOTUBOIOKA3AHUI, CIOCO00B MPUMEHEHHUA U 103
JIEKAPCTBEHHBIX MPENaparoB, MHCTPYKIIMH 110
MPUMEHECHHIO JIEKAPCTBEHHOIO Npenapara

1. [Ipuka3 MunsnpaBa Poccun ot 21 ampenst 2022 roga Ne 274n «O6 ytBepxknenuu Ilopsinka
OKa3aHHsd MEIUIIMHCKOW MOMOIIM TMAalMeHTaM C BPOXJACHHBIMA W (WJIM) HACIEICTBEHHBIMU

3200JIEBAHUSAMM))

2. ®epnepanbHblil 3akoH "OO0 ocHOBax OXpaHbl 310poBbs TpaxaaH B Poccuiickoin ®@enepauun" (N
323-®3 ot 21.11.2011).

3. [TocranoBnenue IIpaBurenscrBa PO ot 30 mroma 1994 r. N 890 "O rocymapcTBeHHON MOAAEPKKE
pPa3BUTHS MEIUIMHCKOM TPOMBINIJICHHOCTH W  YIYYIIEHUH OOCECIEUCHHs] HACEJICHUs W
YUPEKICHUN 31paBOOXPAHEHUs JIEKAPCTBEHHBIMU CPEJICTBAMM U HU3JEIUAMH MEIULUHCKOTO

HazHayeHUs" (C UBMEHEHUSIMU U JIOTIOJTHEHHUSIMH )

4. puka3z Munuctepctpa 3apaBooxpanenus Poccuiickort @enepannn ot 15 nexadpst 2014 . N 834n
"O6 yTBepX)ACHUH YHUDPHUIMPOBAHHBIX (HOPM MEIUIIMHCKON MOKYMEHTAIlMH, HCTIOIb3yeMbIX B
MEIUIMHCKUX OPTraHU3aLMIX, OKa3bIBAIOIINX MEIUIUHCKYIO IIOMOIIb B aMOYJIaTOPHBIX YCIOBHSIX,

Y MOPSAJIKOB IO UX 3aMOJHEHUIO".

5. Ilpuka3z Munznpasa Poccuu ot 12 HosiOpsa 2021 . Ne 10511 «OO0 yTBEepKJIeHUM TOPSAKA Ja4u
MH()OPMHUPOBAHHOTO JIOOPOBOJIBHOTO COMNIACHUS HAa MEIUIMHCKOE BMEIIATEeNIbCTBO M OTKa3za OT
MEIUIIMHCKOTO BMEIIATENbCTBA, (POPMBI HH(POPMUPOBAHHOTO TOOPOBOJIBLHOTO COTVIACHsl Ha

MCEIUIIMHCKOC BMCIIATCIBCTBO U (bOpMI)I OTKa3a OT MCANIIMHCKOI'O BMCIIATCIILCTBA»

6. [Ipuka3z MunsnpaBa Poccun ot 24 nos6ps 2021 . Ne 1094n "OO yTBepKIeHUU MOpSAKA
HA3HAYCHHUS JICKAPCTBEHHBIX TMpernaparoB, ¢GopM perenTypHbIX OJaHKOB Ha JIEKapCTBEHHBIC
npernaparbl, nopsaka opopmieHUs] YKa3aHHBIX OJIaHKOB, UX ydeTa W XpaHeHus, (GopM OJaHKOB
pPELEeNnTOoB, COAEpKAIIMX Ha3HAYEHUE HAPKOTUYECKUX CPEJICTB WJIM TCHUXOTPOIHBIX BEIECTB,
MOPSAJIKA WX M3TOTOBJICHUS, paCIpeleNieHus], perucTpaliy, yueTa U XpaHEHUs, a TaKKe MPaBUIl

odopmiieHHs OJIaHKOB PEIENTOB, B TOM YKCIe B (POPME AMEKTPOHHBIX TOKYMEHTOB"

7. Ilpukaz Munucrepctsa 31paBooxpanenus Poccuiickoit @eneparuu ot 16 mast 2019 . N 3021 "O6
yTBepkaeHnn [lopsigka mpoxoxkaeHusT HECOBEPIICHHOJIETHUMH AUCIAHCEPHOTO HAOMIONEHUs, B

TOM YHCJIC B IICPHUOL O6y‘-IeHI/IH N BOCIIMTAHUA B 06pa3OBaTeJ'II>HI>IX OpraHu3anmiax "

8. Pacnopspxenue [IpaBurensctBa PO ot 31 nexadps 2018 . Ne 3053-p "O06 yTBepkaeHUH NTepeUHe
MEIUITMHCKUX W3JEINI, UMIUIAHTUPYEMBIX B OPTraHWU3M YeJOBEKa MPH OKa3aHWU METUITMHCKOM
MOMOIIIA B paMKax MPOTrpaMMbl FOCYAAPCTBEHHBIX T'apaHTHl OECIJIAaTHOTO OKa3aHHs TpaxkJaHam
MEIUIIMHCKOW TIOMOIIM M OTIYCKAa€MbIX [0 pelentaM Ha MEIUIUHCKUE W3JIeIus NpU

MpeIoCTaBIeHUU Habopa COUaIbHbIX yCIyr"

Nudopmanms o iekapcTBeHHBIX cpeacTBax: https://grls.rosminzdrav.ru/



OcHOBHBIE HOPMATHUBHO-IIPaBOBbLIC AKThI, pery/Jaupyroumue OKa3aHue NaJJIMATUBHOM

MeIUIIMHCKOM NMOMOIIHU

10.

. ®enepanbubiii 3akoH "O BHeceHuu uamMeHeHuid B DenmepanbHblii 3ak0H "OO OCHOBax OXpaHBI

3M0pOBbsl TpakaaH B Poccuiickolt @exepanuu” 1Mo BONpOcaM OKa3aHUs MaNIMATUBHOM

meaumHckor momorn' ot 06.03.2019 Ne 18-D3.

. I[Ipukaz MunzapaBa Poccun Ne 345H, Muntpyna Poccum ot 31.05.2019 Ne 372 «O06

YTBEP)KJIECHUU TOJIOKEHUsI 00 OpraHM3aluy OKa3aHWs MNaUIMaTUBHOW MEIMLMHCKON IMOMOIIH,
BKJIIOYasl IOPSAAOK B3aMMOACHUCTBUS MEIULMHCKUX OpraHU3alyi, OPraHu3aluid COLMAJIbHOIO
oOCIy)KMBaHUA ¥ OOIIECTBEHHBIX OOBEAMHEHWM, WHBIX HEKOMMEPYECKUX OpraHu3aIluii,

OCYHICCTBILAIOIIUX CBOIO ACATCIBHOCTD B cq)epe OXPaHBbI 3J0POBLS).

. [Ipuka3z MunzapaBa Poccun Ne 348 or 31 mas 2019 roma «OO yTBep)KIEHUU TMEpPEUHS

MEAULUMHCKAX W3ACIWN, MPEAHA3HAYECHHBIX Ui TMOJIJIEPKaHWS OPraHOB M CHCTEM OpraHu3ma

YCJIOBCKA, IPCAOCTABIIACMBIX JJIsSI UCIIOJIB30BAHUS HA TOMY».

. [Ipukaz Mwunzapasa Poccum Ne 505H ot 10 wmrons 2019 roma «O06 ytBepxkaeHuu Ilopsiaka

neperayd  OT MEIULMHCKOM OpraHu3aldyd MalMeHTy (€ro 3aKOHHOMY MPEACTaBUTENIO)
MEIUIUHCKUX W3JEINM, NpeJHa3HaYeHHbIX i NoaaepkaHus (yHKUUA OpPraHoB U CHCTEM
OpraHu3Ma 4eJjaoBeKa, JUI MCIIOJIb30BaHUs HA JIOMY IPU OKA3aHUU MAJUIMATUBHOU MEIUIIMHCKOU

IIOMOIIN».

. [Ipukaz M3 P®D No 831 ot 3 oxts6pss 2019 roga «O0 yTBep:KI€HUH BEJOMCTBEHHOW LEJIEBOM

nporpamMmabl «Pa3BuTHne cucTeMbl OKa3aHUs MalJIMaTUBHOM MGI[PIHPIHCKOﬁ IIOMOIIIN» .

IIpoune wuHpOpMaUOHHBIE pecypchl U HOPMATHBHO-NIPABOBbIE [JOKYMEHTBI, C Y4YeTOM

KOTOPBIX pazpaﬁoTaHm KIMHUYIECCKHUE PEKOMECHOAAlINH

. MexxnyHnapoaHas kinaccudukais 6oe3Heid, TpaBM M COCTOSHHM, BIHsFONTNX Ha 310poBbe (MKbD

- 10);

.Ipukaz M3 P® or 2 mas 2023 . Ne 2050 «OO0 yTBep:KI€HUU HOMEHKIJIATYPhl JOJKHOCTEH

MCANIITMHCKUX pa6OTHI/IKOB nu (i)apMaI_[eBTI/I'-IeCKI/IX pa6OTHI/IKOB)>

.Ipukaz M3 P® ot 23 wutong 2010 . Ne 541n. Enusbiii kBanu(UKalMOHHBIM CIPABOYHUK

JIOJDKHOCTEH pYKOBO,HI/ITeJIeﬁ, CIICOUAJIMCTOB M ClIy’KalluX, pasacia KBaJ’II/I(I)I/IKaHI/IOHHBIC

XapaKTePUCTUKU JTOJKHOCTEN pabOTHUKOB B c(pepe 31paBOOXpaHEHUS.

. @®enepanbublil 3akoH oT 25.12.2018 No 489 489-®3 «O BHeceHuMM u3MeHEHUU B crarbio 40

OenepanbHoro 3akoHa "OO 00s3aTeIbHOM  MEAMIIMHCKOM CTpaxoBaHuuM B Poccuiickoit
Oenepanun" u denepanbubiii 3akoH "OO OCHOBaX OXpaHbl 340pPOBBS Tpaxkaan B Poccuiickoi

@enepanuu’” Mo BOMPOCAM KIMHUYECKUX PEKOMEH AU .

[Ipuka3 Munszapasa Poccun Ne 103w ot 28.02.2019 r. «O0 yTBepkA€HUM TOPSAIKA U CPOKOB

pa3paboTKH KIMHUYECKUX PEKOMEHJAIMN, UX MepPecMOTpa, TUMOBOM (OPMBI KIMHUYECKUX



11.

12.

13.

14.

15.

peKoMeHJauuid U TpeOOBaHMNH K HUX CTPYKType, COCTaBy M HayyHOW OOOCHOBAHHOCTH,

BKJII0YaeMOM B KJIMHHUYECKHE PEKOMCH AN I/IH(bOpMaIlI/II/I».

[Ipukaz MunzapaBa Poccun ot 13.10.2017 N 804 "OO yTBepKIEHHH HOMEHKIATYPHI

MEIUIUHCKUX yCIyT".

[Ipukaz MunucrepcTBa Tpyaa M couranbHOM 3ammTel PO ot 27 asrycra 2019 r. n 5851 "O
KIaccu(UKaUsIX W KPUTEPUSIX, HCIOJIb3YEeMbIX TMPU OCYIIECTBICHUU MEIUKO-COIUATBLHOM
AKCHEPTU3bl TpakaaH (eaepatbHBIMU TOCYIaPCTBEHHBIMHU YUPESKICHUSIMH MEIUKO-COLUaIbHON

DKCIIEPTU3BI";

[Ipuka3z MuHuCcTEpCTBa 3ApaBOOXpAHEHUs U colMalibHOro pa3Butus Poccuiickoit denepanun «O

MOPSIZIKE TIPUMEHEHHS JICKAPCTBEHHBIX CPEACTB y OOJBHBIX MO >KU3HEHHBIM IMOKa3aHUSIM» OT 9
aBrycrta 2005 1. No 494

HNudopmanmonnoe nucbMo MunzapaBa Poccun 1Mo BO3MOXHOCTH 3aKYNKH JIEKAPCTBEHHOTO
npenapara no ToproBomy HamMmeHoBaHuio (https://www.rosminzdrav.ru/news/2019/12/18/13043-

minzdrav-podgotovil-informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-

preparata-po-torgovomu-naimenovaniyu);

Pacnopspkenne [lpaBurensctBa PO or 11.12.2023 N 3551-p «OO0 yTBepkKIACHUU MEPEUHS

CIICHUATIU3HUPOBAHHBIX IIPOJYKTOB J1€4eOHOr0 IMUTAHUS JUIsL ﬂGTGﬁ—HHB&HHHOB)}

Hpunoxenue A4. Kinaccupuxkanus HaACJIeICTBEHHbIX HAPYLICHU OKUCJICHUSA

KHPHBIX KHCJIOT

3a6oneBaHue YacroTta Fen JNlokyc OMIM

HapyweHusa TpaHCcnopTa XUPHbIX KUCJIOT

MepBuyHbIA aednunT kapHntuHa (OCTN2) 1:22880- SLC22A5 5g31.1 212140
1:77

KapHuTuH nanbMutonnTpaHcdepassl 1 gedpuunt (CPT1) peako CPT1A 11g13.1 600528

KapHUTUH-auunKapHUTUH TpaHciokasbl aeduumt (CACT) peako SLC25A20 3p21.31 212138

KapHuTuH nanbMutonnTpaHcdepassl 2 geduunt (CPT2) penko CPT2 1p32 600650

HapyweHue B-OKUCNEeHUS YKUPHBIX KACNOT

KopoTtkouenoydeyHon aunn-KoA aermaporeHassl gedbununt (SCAD) 1%3888(—) ACADS 12qg22-qter 201470
1:

CpeaHeuenoyeyHor aunn-KoA germgporeHasnol gebumumt (MCAD) 1:15000 ACADM 1p31 201450

OuyeHb AnMHHOUeno4vyeyHoW aumn-KoA permgporeHasbl aeduuunt 1:85000 ACADVL 17p13 201475

(VLCAD)

KopoTkoueno4yeyHolt  3-ruapokcuaumn- KoA  pgermaporeHasbl peako SCHAD 4q22-26 601609

aedpuumt (SCHAD)



https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-torgovomu-naimenovaniyu

3a6oneBaHue YacroTta FeH JNokyc OMIM

OnvHHouenoyeyHo  3-rmgpokcmaumn-  KoA  permaporeHasbl 1:250000- 2p23 609016

aedpuunt (LCHAD) 1:750000 HADHA

MuToxoHApManbHOro TpudyHKUMoHanbHoro 6enka aeduunt (TFP) 1:250000- HADHA, 2p23 609015
1:750000 HADHB

MHOXecTBeHHbI  aeduumt aumn-KoA paermgporeHas pebuunt// peako ETF-B 19g13.3, 231690,

rnyTapoBas aumaypus tmn 2 (FA2) ETF-A 15923-qg25, 231675

ETF-DH 4q32-qter

Hpunoxenue AS. KiimHu4YecKue NPOsABJICHUSA HAPYUICHUHA OKMCJICHUS sKUPHBIX

KHUCJI0T

KnuHuuyeckmne npusHakm HapyweHus

SHuedanonaTtusa (Cyaoporu, netaprusa, kKoma) Bce ¢dopMbl, KpoMe MbILEYHOro TuMa
HEeA0CTaTOYHOCTM KapHUTUHA

MopaxeHune nevyeHu Bce dopmbl

MblweyHas cnabocTb, TMMNOTOHUSA Bce dopmbl

Munanrusa, pabagommonus, uamMeHeHne LBeTa Modun (KpacHoBaTo-bypas) CPT 2, CACT, VLCAD, TFP, LCHAD, TA2

KapavomuonaTtusa KapHutnHa HepoctatoyHocts, CPT 1
(pepko), CPT 2, CACT, VLCAD, TFP,
LCHAD, TA2

HapylweHusa putMa cepaua CPT 2, CACT, VLCAD, TFP, LCHAD,
MCAD, TA2

CWHAPOM BHE3amnHoM AEeTCKOW cMepTun KapHuTuMHa HepocTtaToyHocTb, CPT 2,
CACT, VLCAD, TFP, LCHAD, MCAD, A2

Nnuesble anamMopdun CPT 2, TA2

TybynspHble HapyLleHus CPT 1, CPT 2, LCHAD, TA2

[MoyeyHas HefOCTAaTOYHOCTb CPT 1, CPT 2, CACT, VLCAD, TFP,
LCHAD, FA2

Hanuumne Knct B noykax CPT 2, TA2

YBenuuyeHue rnovek CPT 1, CPT 2, TA2

Bbonn B xunBOoTE, AMapes KapHuTuHa HepocTtaTo4yHocTb, CPT 1,
TFP, LCHAD

Mepundepunyeckasa HenponaTms TFP, LCHAD

MUrMeHTHbIN PEeTUHUT, MOMYTHEHME XpycTanuka (peako) TFP, LCHAD

HeobbI4HbIN 3anax Mo4Yn (TUMa «MOTHbIX HOM») rA2

OcnoxHeHnss 6epeMeHHOCTU y MaTepel (HeyKpoTuMas pBoOTa, YBEIMYEHWE MeyveHwu, CPT 1, TFP, LCHAD

NoBbIlLIEHNE aKTUBHOCTM TpaHCaMWHa3, runepbunupybuHemMnsi, xuposas AUCTpodus

neyeHn)

Hpunoxenue ASa.O0mue KiInHuYeckue nposisiaeHuss FAOD



KnuHunyeckme cMMnToMbl CPT1 OCTN2 CACT CPT2 VLCAD TFP LCHAD
NeTanbHocTb Bbicokas + 37-43% 76% 38%
f'mnornnkemun/ + + + + 30-43% 57% 30%
BAnocTb, COHNMBOCTb

KapanomuonaTtum/ abixaTesbHble pacCTPONCTBa - + + + 52-36% 73% 49%
HapylweHue cepaeyHoro putma - - + 18% 10% 18%
Muonatus/kpamnu/pabgommonns - + 96% 20-4% 83%

MblleyHas rMNoToHUSA - + - - - 100-80% 61%
[enaTtomMeranus/renatonaTtus + + + + 61-96% 60% 78%
MonuHeBponatms - - - - - 70% 3%
PeTnHonaTtus - - - - - 11% 29%

IIpuioxkenue A6. JlaboparopHbie U3MeHEeHHs] IPU HAPYLIEHUSAX OKUCICHUSA

KHPHBIX KHCJIOT

3aboneBaHue

JlabopaTopHble U3MEHEHMUSA

MepBMYHbIN AePUUNT KapHUTUHA

KpoBb: runoketotuyeckas runorankemms Ha ¢oHe ronoga, 1 KOK, 1ACT,
TANT

Moua: [Inkap6oHOBble KUCAOTbl B HOPME UM HECKOJSIbKO MOBbILEHDI
AunnkapHuTUHbI: |: |[C0<10, cyMMapHble auniKapHUTUHbI <5

KapHUTUH nanbMuTOMNTpaHchepasbl 1A
aedpuunt (CPT1)

KpoBb: runoketotuyeckas runorankemMmss Ha ¢oHe ronoga, 1 KOK, 1ACT,
TANT 11NH3;

Koarynonatus;

Moua: OoTCyTCTBME MOBbILWEHUS ANKAaPOOHOBbLIX KMCNOT

AunnkapHuTtuHbi: 1C0, C0/(C16+C18)

1C16, C18, C18:1

KapHUTUH-aUUIKapHUTUH TpaHcnokasel aepuunt
(CACT)

KpoBb: runoketotuyeckas runorankemMmss Ha ¢oHe ronoga, 1 KOK, 1ACT,
TANT, thakTaT, 1 NH3

Koarynonatus

Moua: MOXeT 0OTMeyaTbCs NOoBblLEeHE ANKapHOHOBbLIX KMCNOT
AunnkapHuTtuHbi: 1 C16, C16:1, C18, C18:1

1CO

KapHUTUH nanbMmuTOMNTpaHcdepasbl 2
aedpuunt (CPT2)

KpoBb: runoketotnyeckas runornmkeMmss Ha doHe ronoga 1t K®K, 1ACT,
TANT

Moua: M1MornobmHypums MOryT NoBbIWATLCS AMKapbOHOBbIE KUCNOTbI
AunnkapHutuHbl: 1 C16, C16:1, C18, C18:1

1CO

KopoTkouenoyeyHor aumn-KoA paermgporeHasbl
aedpuunt (SCAD)

KpoBb: MmeTabonmyeckmin aungos, runornmkemMmns
Mowua: 3TuniManoHoBas K1CioTa
AunnKapHUTUHbI: T C4

CpegHeuenoyeyHo auun-KoA pervaporeHasbl
aedunumnt (MCAD)

KpoBb: rmnoketoTMyeckas runornmkeMms Ha ¢oHe ronoga, 1ACT, tANTANT
Moua: C6-C10 agnkapboHOBbIE KUCNOTbl, Cy6epunranumH, rekCaHoUNranUmH
AunnkapHuTuHbi: 1C8, C10, C10:1

1CO (unn Hopma)

OyeHb OJIMHHOLUENnoYeyHom aumn-KoA

aerngporeHasbl gedpuumt (VLCAD)

KpoBb: runoketotuyeckas runorankemMmss Ha ¢oHe ronoga, 1 KOK, 1ACT,
TANT, 1 NH3

Moua: C6-C14 ankap60oHOBbIE KUCNOThI

AunnkapHuTuHbl: 1C12:1, C14, C14:1, C16, C16:1

KopoTkoueno4ye4yHom 3-rmgpokcuaymn- KoA

aerngporeHasbl gepunumt (SCHAD)

KpoBb: rmnokeToTMyeckas runorimkeMums Ha ¢oHe ronoga, fMHCynunH, tNH3
Moua: 3-rmgpokcurnytapoBas KMcioTa
AunnkapHuTuHbl: 1 C40H




3ab6oneBaHue

JlabopaTtopHblie U3SMEeHeHUs

OnnHHOueno4veyHom 3-rmapokcmaymn- KoA KpoBb: runoketoTnyeckas runornvkeMmss Ha ¢goHe ronoga, 1 KOK, tACT,
aernaporeHasbl geduunt (LCHAD) TANT, 1 NH3

Moua: C6-C14 ankapb0oHOBbIE KUCNOThI;

AunnkapHuTUHbI:1:1C16:1-0OH, C16-OH, C18:1-OH, C180H
MuTOXOHAPWANbHOIro TPUPYHKLNOHANBbHOIO KpoBb: rnnoketotuyeckas runorankemms Ha ¢oHe ronoga, 1 KOK, 1ACT,
6enka pedunumnt (TFP) TANT, 1 NH3

Moua: C6-C14 amkapboHOBbIE KUCNOTbI;

AuMNKapHUTUHLI:1:1C16:1-0OH, C16-0OH, C18:1-OH, C180H
MHOXeCTBEHHbI1 aeduunt aunn-KoA CbiBOpOTKa: rmnokeToTnyeckas rMNoranKeMms Ha doHe

aervgporeHas gedbuumt
7N II (TA2FA2FA2IA2)

rnyTapoBas auuaypus

ronoja,rmnokeToTnyeckas runornvkeMns Ha dgoHe ronoga, 1 KOK, 1ACT,

TANT, 1 NH3, meTabonunyecknii aunnos
Moua: 1C5-C10 paukap6boHoBble
3TUIMOSIOHOBAS KNUCOThI.
AuunnkapHuTtuHbl: 1C4-C18

KWUCNOThI, MO/104YHad,

rnyTapoBas,

Hpunoxenue A7. 3a00p OnomarepuaJia 1Jisi AMATHOCTUKHU B IIATHAX KPOBH

Kpoes cobEpasTca Ha CTAHIAPTHVIO
KapTouky-humsTp (Ne903), koTopas
OpHMEHASTCA 719 CKPHHHHTA
HOEOpOEIeHHEX B Poccuickoil
PenepanH HIH aHATOTHIHYIO 1A
MOTYIeHHA CYXOro MITHA KpoBH. Kpoes
MOEET OBITE, KakK KallHUiapHad (H3
MATBLA, MATKH), TAK H BEHO3HAA
Benoznas kpoEs cobHpasTca B IPOOHPEY,
AKKYpaTHO EPEeMEIIHBAETCA H 3aTEM
DBICTPO € TIOMOIIEO MHIETKH HAHOCHICA
Ha ¢uasTp mo 25-50 MET KpoEH Ha
KaiIVIO BELISIEHHYIO 00IacTh.
Heobxomsmo xopolmo mponHTaTh
BEIIETSHHVIO 00IacTs Ha bHIsRTpe (pHC.
1). IlpegnouTHTETEHO CODHPATE OOPA3IIED
mocae eael gepes 40 mEEyT - 1 3ac.
BoamomxHo Tarxe 0CVINECTBHTE 3abop
KPOBH H HATOIIAK.

Ha raproure-dunstpe obazatensio
JOCEHEL OBEITE 92TEO VEazaHel PHO, kem
H OTKYJa HalpagIeH AallHEeHT, JaTta
pPOEICHHA H TeaedOoH Iedamero epada
(pHcvHOK 2).

Obpazen cyxoro naTHa KPOEH
BKIaJBIEACTCA B THCTEIH KOHBEPT, THOO B
aucThI afin. Kaprouka-bunstp me
OOICKHA COMPHKACATHCA ¢ IPAZHOH
MOBEPXHOCTREO H C 00pasaMH JpVIHK
manHeHToR. Heodxoammo MpHIOEHTE K
obpasmas HHGOPMHEPOEAHHEIE COTTACHT
MALTHEHTA HIIH €70 3aK0HHEIX
npeIcTABHTENeH Ha IPOBEIcHHE
TabopaTopHEIX HCCIEQOBAHHEH

$0co e

i e, e TR L M ST T, e P
*  Eanne 4onsHe NOAHOCTEH NPONETATE KPYEKY ¢ 0BpaTHo#H CTopoHE
+  Heeacaitecs obnacTi, nponuTanHel KpoBsio

Pucynuor 1. Obpazen mpaEHIEHOTO HAHECEHHT KPOBH
HAa KapTOIKY-HIBTD
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D CemeAFbEA CRpMHNAHT, Wy TaLAm:

Pucyaox 2. Obpasen kapTousH-GHIBTpa




AJITOPUTM JefiCTBHI MeIMIMHCKOIO NEPCOHAJIA NIPU B3ATHH 00pa310B KPOBH

BBIMBITh PYKH (TUTUEHUYECKUN YPOBEHD), HA/IETh NEPYATKH;
e BBIMBITH PYKH MalMeHTa (MATKY peOeHKa, B CiIydae, €CIM KPOBb OepeTcst U3 MATKH);

e TIPOTEPETHh OONACTh TPOKAJIBIBAHUS CTEPUIBbHOW candeTkoi, cmoueHHor 70% couprom,
MPOMOKHYTh CyXOM CTEpUIBHOW caldeTKo; - TPOKOJOTh CTEPUIBLHBIM  OJHOPA30BHIM

CKapu(pUKaTOpOM;

e CHATDH ICPBYIO KAIIIIO KPOBU CTCPUIBHBIM CYXHUM TAMIIOHOM M3 HCTKAHHOI'O Marcpuajia U Mapliiu,

WK caipeTKoN MapieBON MEIUIIMHCKON CTEPHIILHOM;
e MATKO HAJaBUTh JJIS MMOJTYUYEHHs BTOPOM KaIljli KPOBH;
e TIPWJIOXKUTH NEPIEHAUKYISIPHO TECT-OJaHK K KaIrljie KpOBU U MPONUTATh €r0 KPOBbIO HACKBO3b;

e AHAJIOTMYHBIM OOpa3oM HAHECTH Ha TeCT-ONaHK 6-8 Kameiab, BHJ MATEH KPOBH JOJKEH OBITh

OJJMHAKOBBIM C 00enx CTOPOH.

¢ BLICYIIWNTH TeCT-OJIaHK B TOPU30HTAJIbHOM ITOJIOXKCHHU Ha YUCTOM O6€3)I(Hp€HHOI>i IMOBCPXHOCTHU HE

MeHee 4 4 63 TPUMEHEHHS TeTIOBO 00paOOTKHM U TIOTaIaHus MIPSMBIX COJIHEUHBIX JIyUeH;

e YMAaKOBaTh TECT-OJJAHKM B UHUCTbI KOHBEPT TakWM oOOpa3oM, 4TOObI TMSITHA KPOBU HE

COIPHUKACAIINCH.
Oco0enHocTH Npy HHPY3HOHHOM Tepanuu

Hekotopsle manueHTsl MOTYT MOJIy4aTh WH(Y3UOHHYIO TEpaIvio, MepeTuBaHue KOMIIOHEHTOB KPOBH,
YTO MOXET OKa3aTb BIMSHHUE HaA Pe3yJbTaThl TeCTOB. Hampumep, nmpu nepeinvBaHuM IUIa3Mbl KPOBU
MOTYT OBITh TOJYYEHBI JIO)KHOOTpPHULATENbHbIE pe3yibraThl. PexkomMeHayeTcs OCylecTBUTH 3a00p
KpPOBH JJISl IMAarHOCTUKH HE paHee yeM uepe3 6-7 THeH mocie nepearuBaHus I1a3Mbl KPOBH U yepes3 7-

10 gHeit nocie nepenrBaHysi KOMIOHEHTOB KPOBU

He nomyckaercs 3a00p kpoBu

e cpasy IocJje poBeIeHNs NalUeHTy HHPY3MOHHOH Tepamnuy;
e Ccpasy I0CJ€ 3aMEHHOI'0 NIepPEIUBAHUS KPOBU.

XpaHeHue U TPAHCIIOPTHPOBKA OMOMaTepHaJia

OG6pas3Iibl BBICYIICHHBIX IITEH KPOBH MOKHO XPAHHUTh B 0OBIYHOI KaMepe XonoauibHuka mpu +4°C 1o
orrpaBki. CpoK XpaHEHHUs 10 MOMEHTA OTIpPAaBKM HE JIOJDKEH IpeBblIaTh /7 aHe. Eciaum XpaHuTh

JIOJIBIIIE U MPHU O0JIee BBICOKOM TeMIlepaType, TO 3TO MPUBEET K JOKHOMOIOKHUTEIbHBIM PE3YIbTATaAM.



Ipunoxenue A8. MakcuMasibHasl POAOJKUTEIbHOCTD I0JI0AaHuA (TIPU
CTA0OMJIBHBIX META00JIHYECKUX COCTOSTHUSAX)

MaxkucMajbHble HHTEPBAJBbI MEKAY KOPMJICHUAMH VIS MALUECHTOB ¢ HAPDYIICHUAMUA OKUCJICHUA

JJIMHHOLETIOYEYHBIX JKUPHBIX KUCJIOT [66].

BO3pacT MHTEepBasbl MeXAy KOPpMJIEHUAMU
HoBopoxaeHHbIe 3 yaca AHEM U HOYbIO

< 6 MecsiLeB 4 yaca AHEM N HOYbIO

> 6 MecsiueB-12 mecsiLeB 4 yaca gHeM, 1 6-8 4yacoB HOYbIO

> 12 MecsueB 4 yaca aHeM, 10 4yacoB HOYbIO

Buumanue! Ecim y gereit HeT mpoOieM cO BKCapMIIMBaHHEM, HOYHOE TOJIOJaHUE MOXKET OBITh
NpoJIeHO 70 6 4YacoB, HaUMHasi C 3-MECAYHOTO BO3pacTa W JO0 8§ 4YacoB, HaYMHAs C 6-MECSYHOIO
Bo3pacTa. C OCTOPOXKHOCTBIO pa3zpemiaTh rosnoganue Oosnee 10 WacoB maxe Tociie MEpBOTO Tona
nedyeHus. PUCK HOYHOHM TUIOITIMKEMUU CHUXKAETCS MO MEpPE B3pOCIEHUs pedeHKa, U OOJIbIIMHCTBO
neTeit mocine 4 Jet, MOTyT IEPEHOCUTD nepuoibl 0e3 mpuema nuiy 10-12 gyacoB ecinu 4yBCTBYIOT ceOs
XOpOIIIO

DT PEKOMEHJIAIMU TPUMEHHMBI TOJBKO €CJIM COCTOSHHE JeTeld cTabwipbHO. B mepuon
MeTabO0TMIEeCKON JACKOMITICHCAIINH, WH(EKIIMOHHBIX 3a00J€BaHUM, CTPECCOBBIX CHUTYAIlUHd TEPHUOIBI

ToJIoJaHuA JOJIPKHBI OBITH KOpO4c.

Hetrsam ¢ TsoxenpiMu hopMamMu 00JIe3HEH W TOBTOPSIOIIMMHUCS META00IMIYECKUMH KprU3aMu TPeOyrOTCS

OoJiee CTporue peKOMEHIAITNH.

MakucMajibHbIe HHTEPBAJBI  MEXKAY KOPMJICHMSIMH Uil MANUEHTOB ¢ Jepuuurom
pauHHouenodeyHoii  3-OH  anmaKoA nmeruaporeHasbl JKUPHBIX KHCJIOT LCHAD
(https://www.ncbi.nlm.nih.gov/books/NBK583531/)

BO3pacT peKkoMeHaauummn

HoBopoXxaeHHble — 3 yacTtoe KopMfeHue (Kaxable 2-3 yaca), Tak XKe HOYblo
Mec

4-12 mec Kaxable 34aca 1 MOXHO yBeNnuMunTb A0 4 4acoB, eCNu NepeHOCUMOCTb COXPaHSAETCs B TeveHue 6 mec.

> 6 mMecsues-12 AHEBHOe KopMyieHWe Kaxzable 4 yaca; HouyHoe ronogaHue MOXeT 6biTb MOCTENEHHO yBenn4yeHo A0 6-8
MecsLeB yacos K 12 mec.

1-3 ropa MHTEpBas AHEBHOI0 KOPMJIeHUS 4 Yaca; MOXHO I'IOI'IpO6OBaTb HO4YHoe ronogaHue ao 10 vacos.

Crapuwe 3 net MOXHO I'IOI'IpO6OBaTb HOYHOEe rofogaHmne NpoAoSIKUTENBHOCTLIO A0 12 Yacos.

MakucMajbHble HHTEPBAJBI  MEXKAY KOPMJIGHHUSIMH Il TAINHEHTOB ¢ Jdeduuurom
cpeaHeneno4Ye4yHon JAeruAporeHasbl JKHPHBIX
kucaot (https://www.ncbi.nlm.nih.gov/books/NBK560837/)

Bospact Be3onacHbI¥ nepuoa ronogaHusa




Bospact Be3onacHbiii Nnepuoa ronoaaHusa

Mpy NONOXUTENbHbIX pe3yfibTaTax CKpUHMHra B Bo3pacte oT 0 4 vyaca
0o 4 mecsaues*

OT 5 Mecaues o 12 MocTteneHHo Bo3pacTtaeT OT 5 Ao 12 vyacoB (KaxAabln Mecsy

pobasnsercs 1 yac)

OT 12 MecsueB u ctapue 12 yacos

Buumanue! PekoMeHAyIOT IPOBEPATH YPOBEHb INIIOKO3bl B KPOBU NEPE]l KOPMIIEHUEM YTPOM, YTOOBI
OIPEEIIUTh MEPEHOCUMOCTh HOUHOT'O TOJIOAAHMS U TPU HEOOXOUMOCTH COCTABUTh UHIUBUAYaIbHbIE

PEKOMEH 1Al H.

B nerckom BO3pacCTC CICAYCT NPUACPKHUBATHCA COOTBCTCTBYIOIICTO BO3PACTY I’pa(bI/IKa ImprueMa I

U TIEPEKYCOB.

I[Ipu MCADD cneayer uzberarb Nporycka HOPUEMOB MUIIM WU JUET IJs TOXYHACHHS, KOTOpbIE
PEKOMEHIYIOT rojofaHue. JInTenpHble W/WIM UHTEHCHUBHbBIE YIIPAXKHEHUS JOJIKHBI OBITh «ITOKPBITHI

JIOCTATOYHBIM TTOTPEOICHNEM YITIEBOIOB M THIpaTaIlieH.

Ipuioxkenue A9. Cpeanecyrounbie HOPMbI (PU3MOTOTHYECKUX MOTPEOHOCTEH

B DHEpPruu
CpeaHecyTo4YHblie HOPMbI (hU3noNorMyeckux NoTpebHocTe B SHEPrumn Ana AeTen
cornacHo FAO/WHO/UNU 2001 (WHO Technical Report Series 17-240kt 2001)
BospacTt (mec.) DHeprua (KKan/Kr) Myx. DHeprua (Kkan/Kr) >xeH
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
Bo3spacrt (r.)
1-2 82,4 80,1
2-3 83,6 80,6
3-4 79,7 76,5




CpeaHecyTouYHble HOPMbl (PU3NONOrMYecKkMx NoTpebHocTe B SaHEpPrumn Ans AeTen
cornacHo FAO/WHO/UNU 2001 (WHO Technical Report Series 17-240kt 2001)

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

CpeaHecyTOUHble HOPMbl (PU3MONIOrMYECKUX MOTPe6HOCTEeN B 3HepruM AN nroaer pasHbIX BO3pPacToB COMacHO
FAO/WHO/UNU 2007 (WHO Technical Report Series 2007)

Bospact (r.) DHeprus (KKan/Kr) Myx. DHeprus (KKan/Kr) xeH
B3pocnble, Begywme obpas XU3HU cpeaHe akTUBHOCTH, BeC 70Kr

18-29 43,7 38,0

30-59 41,8 35,3

B3pocnble, Beaywime obpas KuU3HW cpeaHeln akTUBHOCTU, BeC 50kr

18-29 50,6 43,0

30-59 50,6 43,7

Ipunoxenue A10. CooTHOIEHHE KMPOB U YIJIEBOIOB B JIHeTE NMPHU Pa3HbIX

¢popmax FAOD

3aboneBaHue (COKpaleHHO)

Oveta (ponsa oT o6weil 3HpPereTMYeckKoi LEHHOCTU CYTOYHOro pauuoHa
KaJIOPUMNHOCTH)

OCTN2, MCAD

ETF-B2+

Msarkas, no3aHss, MbllleyHas,
acuMnToTnyeckas popmbi: CPT2,

VLCAD, SCAD, ETF/ETF-DH
HMGSC2, OXCT

HopmanbHas: »xupbl: 30%;
yrnesoabl: 50-55%;
6enkun: 10-15%

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

BbicokoyrnesoaHasl, HU3KOXMpoOBas:

»upbl: 20-25% (Bkntovas He3aMeHUMble XUPHbIE KUCNO0TbI);
yrnesoabl: 65-75%;

6enkun: 8-10%.




Overa (nons oOT o6uweli 3HpereTMYecKoi LEeHHOCTU CYTOYHOro pauuoHa

3ab6oneBaHue (COKpalleHHO) kanopuitHocTy)

CPT1, CACT, CPT2, VLCAD, LCHAD, BbicokoyrneBoaHas, HU3KOXMpOBas:

FATP1 Xupbl: 25-30% OT cyTouyHOro Kannopaxa (Bkato4dasi: 10% OT CyTOYHOro Kasnsaopaxa
OUT, B ToM uncne 3-4% He3aMeHMMble XUPHble KUCNOTbl U 15-20% OT CcyTo4HOro
kannopaxa - MCT,);

yrnesoabl: 65-75%;

6enkn: 8-10%.

Hpunoxenue All. /lo0aBkr He3aMEHUMBIX KMPHBIX KHCJIOT MPHU AUETE C
HU3KUM coaep:kanuem ;kupos (D-A-CH)

Bo3spacr % 3Heprumn

n-6 AnHoneBan KUcNoTa n-3 d-IMHOJIEHOBAaA KUC/IoTa CyMmmapHo

ot 0 oo <4 mecsueB 4,0 0,5 4,5

oT 4 no <12 Mecsaues 3,5 0,5 4,0

oT 1 no <4 net 3,0 0,5 3,5

>4 net 2,5 0,5 3,0
Ipusoxkenue Al2. IIpumeHeHue yriieBoa0B NPH MOA03PEHUN HA
MeTad0IMYeCKUil KPU3 U MPU HHTEPKYPPEHTHBIX 3a001eBaHUAX

[81]

CooTBeTCTBUE MEXKIY BO3PACTOM PEOCHKA U 030U ACKCTPO3BI™* NIl SHTEpaIbHOTO MPUMEHEHUS TIPU

IMOJO3pPCHHH HA METa00INYeCKHUM Kpus.

BO3pacT P-p nekcrtpo3sbi** (%) Ao3a mn/kr/u ﬂg:;?(r/cyT SHeprusa kr/cyTt
0-6mec. 15 7,7 183 110

6-12mec. 15 7,0 168 100

1-3r. 20 4,5 110 90

3-61. 25 3,3 80 80

6-12n. 25 2,6 65 65

mnu 6-12n. 30 2,25 54 65

12-15net 30 1,8 42 50

>15net 30 1,6 38 45

[130]

Ao6aBka rnokosbl (Mr/Kr B MUHYTY) B/B

Yrnesopbl per os (25% pacTsop)

AHeBHasa Ao3MpoOBKa

8 (no 2 net)

ManbToAeKCTpUH

0,8 r/kr/24 = 12*3,2 MN/Kr B AeHb




[lo6aBka rnioko3bl (Mr/kr B MuHyTY) B/B | YT/1€BOABI per os (25% pacTeop) [HeBHas 003MpoOBKa

6 (no 2-8 ner) KyKypy3HbIn Kpaxman (cbipoit) (c 2 ner) 1,5 r/kr/44 = 6*6 MN/Kr B A€Hb

5,5 (ctapwe 8 neT) 2 r/kr/64 = 4*8 mn/kr B aeHb

Hpunoxenue Al13. Cogepxkanne MCT B cnenMajim3upoOBaHHbBIX MPOAYKTAX
JAOIOJTHUTEIBbHOI0 MUTAHUS, NpUMeHsaeMbIX Y nmauueHToB ¢ HOKK

[105]

XUMHYECKHUH COCTAB CNIENWIU3MPOBAHHBIX )KUPOBBIX NPOAYKTOB (MojayJeit) (r/ 100 M.]I)1

Xuvmaecknii coctae, 1/ 100 v OHepreTHYeCKad
Hazpanue cMecn EHHOCTE,
bemxu | Kupm MCT VYrneeone: KEaT

MoaynbHEBIE OPOIYETEL

CrnensanHsHpoBaHHEL 20

H OHIMeROH MPOIVET (100%)
OHETHIECKOTO
Ie9e0HOTO MHTAHHA
Kanso macoo - 21 - 819
pactuTrensuoe 100%
CHOT

(KANSO MCT oal
100%%)
CrnensanssHpoEaHHEL 70

H OHIMEEOH MPOIVET (77%)
OHETHIECKOTO
Ie9e0HOTO MHTAHHA
Kanso macoo - 21 - 819
pacTHTenRHOE | /%
CLOT

(KANSO MCT oal
77%%)
CrnensanssHpoEaHHEL
i1 MpoOyKT JeTCKOTO
OHETHYECKOTO
IedeDHOTO MHTAHHA -
JureHmseEt"
*aEx("Liquigen+")

LA
[}
=
£

I Taxxe MCT COZIEpIKATCS B PSIIE CMECEM 11 HEJIOHOUIEHHBIX JIETEN, TOJIY3JIEMEHTHBIX CMECEN Ha

OCHOBC FJ'IY6OKOFO ruapomsa Ocika KOPOBBLCTO MOJIOKA, 9JICMCHTHBIX CMECEeH Ha OCHOBE aMHUHOKHCJIOT

2. CHGHI/IaHI/IBI/IPOBaHHHﬁ IMMPOAYKT Ha OCHOBC MacCJjia CPCAHCUCIIOYCYHBIX TPUITIMICPUI0B

Hpunoxenue Al4. Iuera npu Hegocrarounoctu TFP/ LCHAD (koHceHcyc
IKCIEPTOB)




HepocraTto4yHOCTb

TFP Bospact Xwupbl Yrnesopbl Kanopumn
BeccumnToMHas 0-4 VcknioyeHne rpyaHOro Mosfoka WM AeTCKUX Be3 crneuuranbHbIX be3s
nnm MecsiLeB cmecelt, 100% cneumanbHOW CMECU C HU3KUM nobaBok (Tonbko cneunanbHbIX
cumnToMaTunyeckas coaepXXaHneM Xnpos npwm KIIMHUYECKUX nobasok
= Monogen, SHS noKasaHusx) (pekoMeHaaumn
Konnyectso Ha 100 mn: LCT 0,211, MCT 1,89 r D-A-CH)
+ He3aMeHMMbIe XUPHble KUCNoTbl (3,5 r/aeHb)
nm

nocne 4 CHuxeHne copepxaHus xupos Ao 25-30% ot
MecsiueB obwen kanopuiHoctn?; 20-25% XWpoB 3a
(BBEAEHME cyeT MCTP; 3-4% »MPOB 3a CYET He3aMeHUMbIX
B paunoH KUPHbBIX KUCAOT

TBEpAOW (pekomeHpaunn D-A-CH).

nmwmn) MoTtpebnerne LCT (MOMMMO OCHOBHbIX XXWUPHbIX
KWUCNOT) AO/KHO 6bITb MakCMManbHO HU3KUM!

a Pexomennyemas nons LCT B pammone 3m0poBBIX MiazieHIeB coctaBmsieT 40-45% ot obmieit
KaJIOPUIHOCTH, B pallMOHE JeTel MKOJIbHOro Bo3pacTta - 30-35% (pekomennanuu D-A-CH)

b Ha mnpaxtuke mnorpednenue LCT mnpeBblIaeT peKOMEHJOBaHHbIE 3HAYEHHUS IO MPUYMHE
OTPAaHWYCHHOTO BHIOOpA TPOAYKTOB MHUTAHUS, KaK MpaBuiao, Juiib 15% OT oO0meld KaJopHiHOCTH

obecnieunBaetcss MCT, a apyrue 15% - LCT (Bxitouast 3—4% He3aMEHUMBIX )KUPHBIX KUCIIOT).

Hpunoxenue A1S. Iuera npu Hegocrarounoctu VLCAD (koHceHcyC

JIKCIIEPTOB)
\BIEEIV-{?)PS- Bo3spacT Xupbl Yrnesopabl Kanopws
BeccnmnToMHas 0-4 MonoBuMHa rpyaHoe MoJSlOKO/AeTckass CMeCb, MNOM0BMHA  — Bes Bes
(n CK, AST n ALT mecsues crieymasnibHas CMecb C HU3KUM COAEPXaHUEM XUPOB crieymarnbHbIX crieumant
B npegenax = Monogen, SHS konun4yectso Ha 100 mn: LCT 0,21, nobasok nobaBok
HOPMblI) MCT 1,89 r (Tonbko npwu (pekometr
uwnun KIMHNYECKNX D-A-CH)
nokasaHusax)
nocne 4 CHmxeHne copepxaHus >xupos pao 30-40% or obuwen
Mecsaues KanopuiHocTn?
(BBEAEHME (pekomeHpauns D-A-CH);
B paunoH 10-15% »xwupoB 3a cuet MCT
TBEpAOW
nawmn)
CuMnToMaTnyHas 0-4 WcknoveHne rpyaHOro Monoka Uam AeTCKMX cmecen, Bes Bes
mecsues 100% cneuunanbHas CMeCb C HU3KUM COAEpPXKaHUEM XXUPOB) cneunanbHbIX cneunarnt
= Monogen, SHS nobasok AobaBok
Konnyectso Ha 100 mn: LCT: 0,21, (Tonbko npwu (pekometr
MCT: 1,89 r + He3aMeHuMble XUPHble KNCNoThbl (3,5 r/aeHb) KJIMHUYECKNX D-A-CH)
uwnm nokasaHusax)
nocne 4 CHMXeHune copepxaHus X1poB o 25-30(-40) %
MecsLeB 0T06u.|,e17|0TOT06u.|.e17|0TOTo6Lue17|0TOTo6u.leMOTOT06u.§MOTOTo6meV10T
(BBEAEHME obLwer kanopuitHoctn?; 20% xupoB 3a cyeT MCT®; 3-4% >XnpoB
B pauunoH 3a CYeT He3aMEeHUMbIX XUPHbIX KUCNOT (pekoMeHgauum D-A-CH)
TBEpAOW
nawm)

MCT - cpeaneuenoueunbie Tpurnuiepubl; LCT — nnuHHONEnodeunsle Tpurunepuasl; D-A-CH —

pexoMeHjanuu o0beIMHEHHsI Hy TpuiMoHucToB [ epmannn/Asctpun/IIBelinapun.

a pexoMmeHaoBaHoe mnorpednerne LCT mmsa 3mopoBeix MianeHieB coctaBisieT 40—45% ot oOmiei

KaJIOpUHUHOCTH, JIs1 A€TeN KoJIbHOTO Bo3pacTta - 30-35%, cornmacHo pexkomenaanusm D-A-CH,



b Ha mpaktuke mnotrpednenne LCT mnpeBbimaeT peKOMEHIOBAHHBIE 3HAUEHHsS 110 TPUYMHE
OrpaHMYEHHOIO BBHIOOpPA MPOAYKTOB NMHUTAHMS; KAaK MpaBuiio, Jullb 15% oT o0meil KaaopuiHOCTH

obecneunBaetcsa MCT, a apyrue 15% - u3 LCT (Bxirouast 3—4% He3aMEHUMBIX KUPHBIX KUCTIOT).

Hpunoxenue A16. HarypajibHble HCTOYHUKH HE3AMEHUMBIX KMPHbIX KHCJIOT

[105]
Konwsecrso | Aunnoucnoesnsie | Janonesan | Munonewosan | Swepretiueckan
JlbHAAHOE Macno 1 mn 0,9 114 480 8
PancoBoe mMacno 1mn 0,9 183 84 8
Macno rpeukoro 1mn 0,9 476 94 8
opexa
CacdnopoBoe 1mn 0,9 672 0 8
(wadpaHoBoe) Macno
Kykypy3Hoe macno 1mn 0,9 482 10 8
CoeBoe Macro 1 mn 0,9 459 61 8

Hpunoxenue A17. CocraB cMecel A1 THETHYECKOT0 MUTAHMSA C
MOHUKEHHBIM COlePKAHUEM KMPA U JINHHOUENOYEYHBIX KUPbIX KHCJIOT

IIpennaraercs cienywomas Tadauna:



CroennaTH3HPOBaHHBIE HH3KOKHPOELIE MPOAYKTHI NHTAHHS
JedebHOro mATaHEA (cocTak B r/Ha 100 r cyxore mpoaykra)

OcuoeHLbIe
xXapaKTepHCTHEH CyXad CMeCh CyXad CMech CyXad CMech

«Nutrigen Low Fat» | «Monogen» («Kanso Lipano»)
(«HyTpuren («Monmorem») Kauco JTunaao
HH3IKOEKHPOBOH» )

JmepreTHIeckas 1858/ 444 1859/441 1957/466

HeHHOCTE K/ #/ KKan

Bemox, 1 129 1281 12.5

Awprr T 12,9 1291 17.5(2.6)

Hacemrernere AR, 1 113 1153 143

iv'lDHGHEHElCB]]]IEHI—IBIE:, 0.4 0341 0.7

[loauuenacumenuse, ¢ | 1.2 13r 24

JlmHoeaeeas kucaoTa, ¢ | 0.8 087r 1.7

o-JlHEoIeHORAT 0.11 017 03

KHCIOTA, T

IoKozarekcacHORAg

xaczora (DHA), 1 0,06 0061 0.06

Apaxunonoeas

xrcoTa (AA). T 36T 0061 0.07

Cpegaeuenoaeqnsie 10.8r (84%) r/100 10,1 r 84 4 % (r/100 13

purmuneprasl (MCT) | r sx#pHRX KHcToT) I KHPHEIX KHCIOT)

I THHHOIETIOTeTHEIS 20r156% (/100

tpurmauepugsl (LCT) SEHPHBDN KHCIOT)

Otromenwne (n-6): (n-3) 3871

EHPHBIX KHCIOT

Vraepodel T 69 68,61 629

B 1.4 caxapa - 11.8r 8.1

B t.u. makToza 27 (39% oommx 37
VIIEBOIO0E) ) :

OcMOIANEHOCTE

f

mOen/xr H20 npn 240 mOcw/xr H20

CTaHIaApTHOM

pasEeIsHEH

IHpunoxenue A18. [Ipumep pacuera queThbl y NANUEHTOB C HAPYILIEHUSIMU

HpnMep Ne 1 I[narnos: HEJ0CTATOYHOCTDH JJIMHHOLENOYeYHOM FI/II[pOKCI/IJ'I-KOA ACTHAPOTCHA3bI

(LCHAD)

OKHCJICHUS KUPHBIX KHCJIOT

Bospacr 12 gHeit (mepuox NOCTAaHOBKH IMATHO32)

Macca — 3,2Kkr.

Ha3znavenne cnenuaan3upoBanHoro npoaykra « Hyrpuren Huskoxuponoii»/ «MoHOreHn»

1.0T™meHa I'pyAHOTO BCKapMJIMBAHUSI

2.1lepexol MOMHOCTHIO HAa CHEHHAIU3UPOBAHHYIO HU3KOXKHPOBYIO CMECH, YUUTHIBAs, YTO B JAHHOU

CMECH H3HA4YaJIbHO IMPaBHUJIBHOC COOTHOMICHHUC JXHPOB, KOJIMYCCTBO CMCCHU PACCUHUTBIBACTCA TOJBKO




HCXOoaA U3 HOTpe6HOCTI/I B OHCPIruu.

Pacuert n1uernI:

A) TTorpeGHOCTH pebeHka B 3HEpruu B Bo3pacte B 12 aHell coctaBnseT B cpeaHeM 113 kkan/kr/cyT.

PekoMeHtyemasi KaTOpUHHOCTh MUTAaHUA B CyTKH — 3,2 X 113 =361,6 kkan

B 100 mn cnertmanusupoBanHoro npoaykra « Hyrpuren HuskosxkupoBoii»/ «MoOHOTeH» COIEPKUTCS

74,5kkan,

74,5 xxkan — 100mi1

361 kkaim—Xx

X = 361 x

HuskoxupoBoii»/ «MOHOTreH» B CyTKH

100/74,5 = 484,6 (495) wmn cHenuaIu3upPOBAHHOTO TMPOAYKTA

«HyTpuren

b) KonnuecTBo xopmitennii 8 pa3 B CyTku (MHTEpBaI 3 4aca), pacCUUThIBAEM 00bEM Pa30BOM MOPITUU:

485mn/8 = 61 Mt

BpeMs CMmecb «MoHoreH» M. g&"sbl MCT MHXK KKan
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 (r) 10,56 8,64 1,04 358
Bcero % 26,5 21,7 2,61

IMpumep Ne2 /luarno3: HeAOCTATOYHOCTH OY€Hb JJIMHHOLENO4Ye4HON anmia-KoA neruaporeHassl

(VLCAD) ¢ panneit manugecranuei

Bospact 12mec.

Macca — 12kr.

Pacuer queTsl nCcxXoasa u3 l'IOTpC6HOCTI/I B DHCPIuH, a TaKKC COOTHOILICHUS JKUPOB:

A) PaccuntbiBaeM MoTpeOHOCTh B YHEPTHUU:



B Bozpacte B 12mec. [lorpeOHOCTB B 3Hepruu coctapiusieT 80 KKan/Kr/cyT
PekomeHyemast KaJIOpUHHOCTh MUTaHUA B CyTKH — 12 X 80 = 960kkan

b) PaccuutbiBaem >kHpHI:

25%-30% »sHeprunm MAOKHBI obOecmeunBaTh Kupbl, u3 HUX 20-25%% MCT, paccuutbsiBaem

HEOOX0AMMOE KOJIMYECTBO B IPaMMax.
KommuaecTBo obero »xkupa:

25% ot 960 kkan — 240 kkan/cyT

9 xkan — 1r. )xupa

240 —x

X =240/9 = 27r. o6m1. xxupa
KomuectBo MCT:

20% ot 960 kkan — 192 kkan

8,3 kkan — I. MCT

192 —x

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

B) MaxkcumalibHbIe HUHTCPBAJIbBI MCXKIY KOPMJICHUAMU 4 gaca JHEM, 6 4acoB HOYBIO (HOI{ KOHTpOJIEM

YPOBHS INIMKEMHUHU ), UYTO COOTBETCTBYET 6 MprUeMaM UK.

KanopuitHOCTh pa3oBOTr0 KOpMIIEHUS IPUMEPHO cocTaBmsieT 960kkan/6 = 160kkan
KonnuecTBo o6miero xupa B pa30BoM KOpMJIEHHE MPUMEPHO cocTaisier 27r/6 =4,5t
KonmnuectBo MCT B pazoBoM KopMIIeHHE TPUMEPHO cocTaBisieT 23r/6 =3,8r

[IpumepHoe mMeHro nist pedenka 12 mec.

Mpuem o6uw.
nhm npoAyKT obbem 6enkn Wupbi MCT MHXXK yrnesopbl KKan
5:30 CneumanusnpoBaHHas 33,6 (r.) 4,3 4,3 3,6 0,45 23,2 148
CMeCb «HyTpurexH 6M./1.
Husko)xmnpoBoi»/ « MOHOreH »
Boaa 180mMn 0 0 0 0 0 0
Liquigen***x* 3 mn 0 1,5 1,5 0 0 12,5
iz
KaHco MCT macno 100% 1,5 mn
9:30 Kawa kykypy3Has (cyxas) 25r. 1,8 0,3 0 0 21 93,2




Mpuem o6uw,.
nnm npoaykKT obbem 6enkn Mupbi MCT MHXK yrnesopabl KKan
Monoko 0,5% 30mn +170 wMn 200mMn 0,8 0,15 0 0 1,5 10,5
BOAbI
Liquigen**** 8mn 0 4 4 0 0 33,2
KaHco MCT macno 100% 4 mn
Mope n3 rpywmn 50r 0,2 0 0 0 5,5 22,8
Macno rpeukoro opexa imn 0 1 0 0,7 0 9
13:30 CneunanusnpoBaHHas 33,-35(r.) 4,3 4,3 3,6 0,45 23,2 148
CMecCb «HyTpuren
Husko)xmnpoBoi»/ «MOHOreH»
Boaa 180Mn 0 0 0 0 0 0
Liquigen***x* 3mMn 0 1,5 1,5 0 0 12,5
nin
KaHco MCT macno 100% 1,5Mn
16:30 KkapTtodenb 100r. 2,0 0 0 0 16 72,9
MOpPKOBb 30r. 0,3 0 0 0 1,7 8
Kabauku 30r. 1 0 0 0 0,7 6,8
LiBeTHasa kanycTa 30r. 0,4 0 0 0 1,3 7,7
dune nHAeNKn 30r. 5,8 0,5 0 0 0 27,7
Liquigen 8mn 0 4 4 0 0 33,2
Macno rpeukoro opexa imn 0 1 0 0,7 0 9
20:00 TBopor o6e3xunpeHHbili 0,2% 100r. 16 0,1 0 0 1,8 72,1
A6no4yHoe ntope 100r 0,2 0 11,3 46
Liquigen**** 8 mn 0 4 4 0 0 33,2
KaHco MCT macno 100% 4 mn
Macno rpeukoro opexa imMn 0 1 0 0,7 0 9
24:00 CneunanusmpoBaHHas 33-35(r.) 4,3 4,3 3,6 0,45 23,2 148
CMecCb «HyTpuren
Husko)xmnpoBoi»/ «MOHOreH»
Boaa 180Mn 0 0 0 0 0 0
Liquigen***x* 3mMn 0 1,5 1,5 0 0 12,5
nin
KaHco MCT macno 100% 1,5 mn
uTor BCero 41,4 33,45 27,3 3,45 130,5 975,8
Ha kr maccebl 3,45 2,78 2,27 0,28 10,8 81,3
Tena
% 16,9 30,8 25,1 3,2 53,4

Ipumep 3 /{uarHo3: HeAOCTATOYHOCTH JJIMHHOLENOYEYHO! TruaApokcmiI-KoA neruaporeHasbl

(LCHAD)

Bospacr 4 rona

Macca — 16kr.



PacueT nuets ncxoas U3 MOTPEOHOCTH B DHEPTHH, a TAK)KE COOTHOIICHHUSI )KUPOB:
A) PaccuntbiBaeM MOTpeOHOCTH B YHEPTHUU:

B Bo3pacte 4-neT noTpeGHOCTh B SHEPTUH COCTaBIsIET 79,7 KKal/Kr/cyT
PekoMeHtyemast KaTOpUHHOCTh MUTAHUA B CyTKU — 16 X 79,7 = 1275kkan

b) PaccunTthiBaem KupbI:

25%-30% »sHeprum MAOKHBI obOecmeunBath KUpbl, u3 HUX 20%-25% MCT, paccuutbsiBaem

HEOOXOAMMOE KOJIMYECTBO B IPAMMax.
KommaecTBo obmiero xupa:

30% ot 1275 xkan — 382,5 kkan/cyt
9 xkan — 1r. )xupa

382,5-x

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

25% ot 1275 xkam — 318,7 xkan

8,3 kkaim — 1. MCT

318,7—x

X =318,7/8,3 =38rMCT

B) MaxkcumaibHbIe HHTCPBAJIBI MCKAY KOPMJICHUAMU 4 4yaca JHEM, A0 8 yacos HOYBbIO, 4YTO

COOTBETCTBYET 5 NPUEMaM IHUIIH.
KanmopuifHOCTh pa30BOT0 KOPMIICHHUS IPUMEPHO cOCTaBisieT 1275 kkan/5 = 255kkan
KonnuecTBo 0011ero xupa B pa30BOM KOPMIICHUH MPUMEPHO cocTasinseT 351r/5 =7r

KomnuectBo MCT B pazoBoM KOpMIIEHUH TTpUMEPHO cocTarisieT 30r/5 =6t

Mpuem o6uw.
nuwm npoaykKT obbem 6enkn Xupbi MCT MHXK yrnesofbl KKan
7:00 Kawa Kykypy3Has 35r 2,5 0,3 0 0 29,4 130
Monoko 0,5% 50mn +200 mn 250mn 1,4 0,25 0 0 2,5 17,9
BOAbI
Liquigen**** 12mn 0 6 6 0 0 50
nJn
KaHco MCT 100% 6 Mn




Mpuem o6uw.
nnim npoAykKT obbem 6enkun Xupbi MCT MHXK yrnesoabl KKan
OpyKThl (rpyLa) 100r. 0,4 0 0 0 11 47,4
men 10r 0 0 0 0 8,2 32,8
Macno rpeukoro opexa 1Mn 0 1 0 0,7 0 9
11:00 kapTtodenb 150r 3 0 0 0 24 109
6pokkonun 30r 1 0 0 0 0,8 7,2
LiBeTHasa kanycTa 30r 0,8 0 0 0 0,7 6
MOPKOBb 30r 0,3 0 0 0 1,7 8
MHpelika (BapeHas) rpyaka 50r. 9,6 0,6 0 0 0,2 44,6
Macno rpeukoro opexa 1imn 0 1 0 0,7 0 9
Liquigen**** 14mn 0 8 8 0 0 66,4
nJn
Kanco MCT 100% 7 Mn
15:00 TBopor obe3xunpeHHbit 0,2% 180r 28 0,4 0 0 3,2 127,6
6aHaH 50r 0,6 0 0 0 10 43,3
rpywa 50r 0,2 0 0 0 5,5 23,7
Liqguigen***x* 14mn 0 8 8 0 0 66,4
nJn
Kanco MCT 100% 7 Mn
Macno rpeukoro opexa imn 0 1 0 0,7 0 9
19:00 kapTtodenb 200 4 0 0 0 32 145,8
Tomat 50 0,5 0 0 0 1,3 7,2
orypeu, 50 0,3 0 0 0 0,9 4,8
dune nHaenkn 30r. 5,8 0,4 0 0 0,1 27,2
Liquigen***x* 14mn 0 8 8 0 0 66,4
nJn
Kanco MCT 100% 7 Mn
Macno rpeukoro opexa 1mn 0 0 0 0,7 0 9
23:00 Kawa pucosas 35r. 2,8 0,4 0 0 28 126,8
Monoko 0,5% 50mn +200 mn 250Mn 1,4 0,25 0 0 2,5 17,9
BOAbI
TblKBa 50r. 0,5 0 0 0 2,3 12,1
mea 10r 0 0 0 0 8,2 32,8
Liquigen**** 14mn 0 8 8 0 0 66,4
nJn
Kanco MCT 100% 7 Mn
nTor BCero 63,1 43,6 38 2,8 172,2 1324
Ha «kr Mmacchbl 3,9 2,7 2,37 0,17 10,7 79,1
Tena
% 19 29,6 24 1,9 52




Ipuao:xkenue A19. Hacrora npoBeneHns 00cj1e10BAHUS Y MAIMEHTOB C
HAPYILIEHUSAMHU OKMCJICHUS KUPHBIX KHCJIOT

Mpwn -
UccnepoBaHusna nocraHoBKe gah:'é“cb'e gan:'éﬂble rK:;lKnb'" Mo nokaszaHusm
AvarHosa

JNNa6opaTtopHbie nccnepgoBaHus

UccnepoBaHune YPOBHSA cso6boaHoro X Kaxable 1- KaXkable Kaxxable 6 B nepuog v npwun

KapHUTUHa U aUuUJIKApPHUTUHOB B KPOBM 2 Mecsua - 6 -12 noao3peHunn Ha

nauueHTam MecsiLeB MecsLeB MeTabonunueckuni
0o roga y Aeten naumeHTam Kpu3

mnagwe 6 ctapwe 6

net net

KoMnnekcHoe onpepaeneHve coaepxaHus X

OpraHM4YecKuX KUCNoT B Mo4e

MonekynsipHo-reHeTu4yeckoe X

nccnepoBaHue

O6wnii (KNMHMYECKMii) aHanu3 kpoBu | X X X

pa3BepHyTbIA

AHanus KpoBMU 6uoxmMuueckuim X X B nepvoa wn npwu

o6ueTrepaneBTUHECKUI noAo3peHnmn Ha
mMeTabonnyecknn
Kpun3

UccnepoBaHune KMUCJ/IOTHO-OCHOBHOIO B nepvoa v npu

COCTOSIHUSA n rasos KpOBM noAo3peHnmn Ha

(UccnepoBaHue YPOBHSA 6ydepHbIX MeTabonnyecknin

BeulecTs B kpoBu, UccneposaHne ypoBHA Kpu3

BOAOPOAHbIX MOHOB (pH) KpoBM), ypoBHSA

rNIOKO3bl B KpOBM, 3/1IEKTPO/SINTOB

(mccnepoBaHne ypoOBHSI Kanusi, YpPOBHS

HaTpwus, YPOBHSA MOHU3UPOBAHHOIO

KaJIMLuu1A, YPOBHS XJiopa B KPOBM)

Oo6wmnii  (KNMHUYeCKUi) aHanus Moum, | X X X X

obHapy>xeHue KeTOHOBbIX TeJ/1 B Mo4e

UccnepoBaHna ypoBHa N-TepMuHanbHOro X

cdparmeHTa HaTpUAYypeTUYECKOro

nponentuaa mosrosoro (NT-proBNP) B

KpOBM

MUHCTpyMeHTasbHblE UCC/Iefo0BaHuUsA

Perncrpauua anekrpokapamorpamMmmbi X X

Sxokapauorpadcpuna X X

Y31 opraHoB 6prOLWHONA NONOCTU; 06beM X X X(npn Hanunuumm

cesieseHku, neyeHu; Y3 nouek narosiormm
yauwe)

OcMoOTp rnasHoro gHa (odpranbMocKonus) X X X (npy Hanuuum
naTtoJsiorum
yauwe)

Anektpo3aHuedanorpadusa (33r) X X (npm Hanunuum
aNUAEenTUYECKNX
npucrtynos4atie)

KoHcynbTaumm cneumanncros

KoHcynbTauusa Bpavya-reHeTuka X X

KoHcynbTauus Bpada- neguartpa/ Bpaua- X X

TepanesBTa

KoHcynbTauus Bpavya- HeBpoJsiora X X

KoHcynbTauusa spavya-gueronora X




Mpwu -
UccnepoBaHuna NnocTtaHoOBKe gaw’l'é"cb'e gaw’l'éﬂb'e :_(:;K"b'" Mo nokasaHuam
AnarHosa
KoHcynbTaumsa Bpavya-ractposHTeposiora X
KoHcynbTauus Bpava-odranbmonora X X
KoHcynbTauus Bpauva- Kapawvosnora, X X
Bpa4ya-AeTcKoro kapauonora
KoHcynbTauus spava-Hedponora X
KoHcynbTaumsa Bpava-3HAOKPUHOIOra X
KoHcynbTaums /KOHCynbTaumm X X
MeAMLMHCKOro ncuxosora
KoHcynbTauus Bpauva-dusmorepaneBTa U X
Bpaya no sieuebHon puskynbType

Hpunoxenue A20. IlpuMep «3IKCTPEHHON MAMATKH

3KCTpeHHaH nmamMsTKa

Buumanue! IlanuenT yrposkaem 1mo pasBUTHIO OCTPOro MeTa00IM4YE€CKOr0 KpHu3a, CBI3aHHOIO ¢

HaCJIeACTBEHHBIM 3a00/1eBaHHEM.

1. IToka3zaHus K rOCIIUTAJIU3AIMH:

- MHOTOKpaTHas pBOTA, AUapes;

- THIIOTJIMKEMUSI,;

- THTEPKYPPEHTHBIC NMH(PEKIINHU C BEICOKOU JTUXOPAIKOM;

- 00€3BOKHBAHHE;

- BRIp@KCHHAS CIa00CTh WIIM Ype3MEPHAs COHIIMBOCTB;

- MBbIIIIeYHBIE 00111, CJIa00CTh WIIM KPACHOBATO-KOPUYHEBBIHN [IBET MOUH
2. Ilnau neiicTBUsA:

2.1.Cytounas xanopuitHocTs nutanus 110-120% ot 06s14HOTO paruoHa.

2.21lpu HaxoXJeHMM peOeHKa J0Ma, YBEIWYUTb MOTPEOJECHUE YIIIEBOIOB U BOCIOIHEHUS
KaJIOPUMHOCTHU 32 CYET PacTBOpa JAEKCTPO3bl WM MAJBTOACKCTPUHA (MPU UX OTCYTCTBHM — CJIAJIKHI

Yai, COK, KOMIIOT)

CooTBeTcTBUE MEXKIY BO3pacTOM peOeHKa M J030M JIEKCTPO3bl JUIsl SHTEPAIBHOIO MPUMEHEHUs MpU

MOJIO3PEHUH Ha METAOOIMUYECKUI KPU3.



BO3pacT P-p AekcTposbl (%) ho3a Mn/kr/u ﬂ:s;?(r eyt SHeprus Kkan/kr/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

6-12n. 25 2,6 65 65

nnu 6-12n. 30 2,25 54 65

12-15net 30 1,8 42 50

>15net 30 1,6 38 45

2.3 Tlpu rocuTanu3ayy B CTallMOHAp, HAYaTh HEMPEPHIBHYIO HHPY3HIO p-poM 10% nexcTpo3sr™* u3
pacdera: HOBOPOXKICHHBIE U AeTH 110 3-X JeT 10-12mr/kr/mMuH, ot 3 10 10 met 8-10 mr/kr/mMuH, crapiie

10 net 5-8 Mr/kr/MuH
2.4 KoHTpO/Ib aHAIH30B:
- KIIIC, 351eKTpoiInThl, aMMOHHMI

- Anamm3 kpoBu Omoxummudeckuii obmerepanestuueckuii (KOK, AJIT, ACT, mioko3a, OunnpyOun

o011, mpsiMmoit, moueBuHa, kpeatunu, ['T'T, LII®D, o6muit 6emnok, anb0yMuH)

CIICKTp alMJIKAPHUTHHOB - CIICKTP aAMHWHOKHCIOT M alUJIKAPpHUTHHOB METOJIO0M TaHHeMHOﬁ Macc-

CIICKTPOMETPUU
3. Beaenue namueHTa nocjae HeoTJI0KHOM CUTyalum:

- Ilpy HEBO3MOXHOCTH OCYLIECTBIIATh, NOIAEPKUBATh IEPOPAIBHOE KOPMJIEHHE, YCTAaHOBHUTH
Ha30TracTPaJIbHBIN 30H/I.

- Ilpomomxuth MHQY3UIO PAaCTBOPAMHU JEKCTPO3bl 10 CTAOMIU3AlMU COCTOSHHS, TOA KOHTPOJIEM
r1roko3bl kKposu U KIIC

4. IIpoTHBONOKA3aHO:
- BHyTpuBEHHOE BBEJECHUE KUPOBBIX PACTBOPOB
- BuyTpuBenHoe BBeneHue kapHuTHHA 3a uckitodeHueM OCTN2kapHUTHHA

- Tononanue mpu oTMeHe B/B UHPY3Hid

IIpuioxkenue A21. IlepeyeHb OCHOBHBIX JIA00PATOPHBIX UCCJICI0BAHMM,
KOTOpbIe MOT'YT IIOMOYb B OKA3aHUM MEJULIMHCKON MOMOIIM MPHU COCTOSIHUHU
OCTPOH MeTA00IMYeCKON TeKOMIIEHCATUU



o o ~

":'"/ Jla6opaTopHbI TecT KommeHTapui

1 NccnegoBaHne KUCNOTHO- OCHOBHOMO COCTOSIHUA U OueHka cTeneHun aumaosa
rasoB B KPOBM

2 M3MepeHne ypoBHS rOKO3bl B KPOBU OueHKa cTeneHn rmnoramkemMmm

3 MN3mepeHne kpeaTUH@POCHOKNHA3bI B KPOBMU OueHka cTeneHn pabaommnonunsa

4 WccnepoBaHne ypoBHSI anbbyMuHa B KpOBW. 3aboneBaHns MNevyeHW MOXHO YBUAETb Y MAUMEHTOB C TAXeson
WccnepoBaHue ypoBHSA obwero 6unupybuHa B MeTabonnyeckon JekoMneHcaunen
KpOBM

5 M3mMepeHne ypoBHSA MOSIOYHOM KUCOTbl B KPOBM MoxeT 6bITb NOBbLILWEH MPW FMMMNOBONEMUU

6 NccnepoBaHne ypoBHA CBOBOAHOIO KapHWUTUHA WU MoxeT  Mcnonb3oBaTbCsAd AN OUEHKM  CTENEeHU  TAXeCTU
AUUIKAPHUTUHOB B KPOBU 3aboneBaHus

7 Perncrpaumsa snekTpokapanorpaMmbl N3mepsatoT npu HapyweHun Mmetabonuama LCFA n kapHUTUHa npu

3Ha4YnTEeNbHO nosblilweHHOM KOK 1 npu3Hakax KapamMoMuMonaTun
8 Dxokapaunorpadus

* IIpu oTmpaBke 71a0OPaTOPHBIX aHATH30B HEOOXOAUMO PYKOBOJICTBOBATHCS KIMHMYECKOW KapTHHOM
HanueHTa. JTO HE UCUEPIBIBAIOLINI CIIUCOK, U HEKOTOPHIE U3 MEPEUUCIICHHBIX 31€Ch TECTOB MOTYT HE

YKa3bIBAETCH.

Hpunoxenue A22. PacuundpoBka npumMedyaHui

%

... ~— Ipenapar BXOJUT B IE€pPEYECHb >KU3HEHHO HEOOXOAUMBIX MU BAXKHEMIINX JIEKapCTBEHHBIX
npenapatos (Pacniopsokenue [IpaBurenscta PO ot 12.10.2019 Ne 2406-p «O0 yTBep>KAeHUYU TIEPEUHS
KU3HEHHO HEOOXOAMMBIX U BaXKHEHIINX JIEKapCTBEHHBIX MpemnapaTtoB Ha 2020 roa, a Takke mepeyHeit
JIEKapCTBEHHBIX MPENapaToB JUIsi MEIUUHUHCKOTO MNPUMEHEHHUS W MUHHMaJIbHOTO aCCOPTHUMEHTA
JIEKapCTBEHHBIX IPENapaToB, HEOOXOAUMBIX U1l OKa3aHUs MEIULMHCKOW nomoin», Pacnopsixenue
[TpaButenncTBa PO o1 23 HOs106pst 2020 1. Ne 3073-p

# - mpumenenue off-label — BHe 3aperucTpupoBaHHBIX B HMHCTPYKIHMU JIEKApPCTBEHHOTO CPEICTBa
NOKa3aHUW OCYUIECTBISETCS IO PEUICHUI0 BpayeOHOW KOMHUCCUHU, C paspeuieHus JlokanbHOTo
ATUYECKOTO0 KOMHUTETa MEIWIMHCKON opraHu3anuu (Ipv HAJIUYUH), C YCIOBHEM MOAMHCAHHOTO
MH(GOPMUPOBAHHOTO COTIACHs poauTeiel (3aKOHHOTO MPeICTaBUTENISA) U MallMEeHTa B BO3pacTe cTaplie

15 ner;

LRERRE S crlenManM3upOBaHHBIA  MPOAYKT JIEYEOHOTO TMHUTAHWSA, BKJIIOYEHHOMY B TI€PEYCHD
CHELMATU3UPOBAHHBIX MPOAYKTOB JiedeOHOro mHTaHus Uil jAered-uHBanunoB (Pacmopsbkenue
[IpaButensctBa PO ot 7 nexadpst 2020 r. Ne 3242-p OO0 yTBep:KI€HUHU MEPEUHs CHEeLMAIN3UPOBAHHbIX

MPOAYKTOB JIeueOHOT0 MUTAHMS 1715l AeTe-uHBanu0B Ha 2021 1)



Ipuaoxkenue b. AJropurMbl JeiicTBUA Bpaya

A.JIFOpI/ITM HEOHATAJIbHOI'0 CKPUHMHIA CHCTEMHOM HeJO0CTATOYHOCTH KapHUTHHA

CB060AHbIN KAPHUTUH
B BbICYLLUEHHbIX NATHAX KPOBU*

v

C0 <8 mxkM/n

Y

Ha3Ha4yeHue
Tepanuu

Y

AUMNKapHUTUHBI B Nnasme,
auUNKapHUTUHLI B MOYe™™

v
C0 >8 mkM/n

Y

CuctemHasn
HEAO0CTaATOYHCTh
KapHUTUHA UCKNIOYeHa

A

Y

Y

A

4

CO0 nnaama — CHWXeH
CO0 mo4ya — noBbILWEH

CO nnaama — CHWXeH
C0 mo4ya — HopMa

CO0 nnasam

CO0 Mo4ya — noBbIWEH

a — Hopma

CuctemHan

HeAoCTaTO4HOCTL KApHUTUHA ¥
ConocraeneHue
KNUHUYECKUX
1 nabopaTopHbIX

noareepXxaeHa

CO0 nnaama — Hopma

CO0 mo4a — Hopma

(mnouck myTauum
B reHe SLC22A5)

[eHeTU4eckas naHenb

OaHHbIX,
paccMoTpeHue
Bonpoca 06 oTMeHe
Tepanuu,
MCKNI0YEeHne OLLNBOK
npeaHannMTU4ecKoro
aTtana

* — HeMHOpMAaTUBHO NpU NpUemMe nNpenapaTos, CoAepXKallmMxX KapHUTUH
** — B3ATME MaTepuana Ao HasHa4eHus Tepanun

AJITOPUTM HEOHATAJIBHOI0 CKPUHMHIA KAPHUTHHIIAJIBMHUTOMITPAHCpepassl [A



ALMNKAPHUTUHBI
B BbICYLUEHHbIX NATHAX KPOBU
I

v v
C0/(C16+C18) >100, CO0/(C16+C18) <100,
CO0 >90 mkM/n C0 <90 mkM/n
Y Y
HasHa4eHue HepocTtaTto4HOCTb
auertorepanum KapHUTUHNaNbMUTO-
untpaHcgepasbl TMNa 1
v NCKNK4eHa
AUUNKapHUTUHbI 1
B nnasame”*
l
Y A
CO — noBbILeH, CO — HopMa,

C16, C18 — CHWXEeHbI

aunnkapHUTUHbI — HOpMa
N Hopma

Y

HepocTtaTto4yHoCTb ConocTaBneHue
KapHUTUHNANbMUTO- KITMHUYECKUX
untpaHcdepasb! Tvna 1 W NabopaTopHbIX AaHHbIX,
nogTeepXxaeHa paccMOoTpeHue Bornpoca
06 OTMeHe Tepanuw,
WUCKIOMEHMe OLLMGOK
npeaHasMTUHecKoro
MeHeTn4yeckas naHenb aTana

(nouck myTaumin
B reHe CPT1A)

* — HeuHbopMaTMBHO NpU NpUemMe npenaparos, CoepXallunx KapHUTUH
** — B3AATME MaTepuana ao HasHa4YeHua Tepanuu

AJITOPUTM HEOHATAJIBHOI0 CKPUHMHIA KAPHUTHHNAJIbMHUTOMIATPAHChepa3bl 11



AUUNKapHUTUHBI
B BbICYLLUEHHbIX NATHAX KpOBK™®

g [ |

(C16+C18:1)/C2 0,7 (C16+C18:1)/C2 <0,7

Y

HepoctaTo4MHOCTb KAPHUTUH-

nansmutounTpaHcepassbl
TUNa 2, HefoCTaTO4YHOCTb
KapHUTUH-aLUNKapHUTUH-
TPaHCNoKasbl UCKNOYeHa

\

Y

AUMNKaPHUTUHBI
B nyiasme

I
v ‘
CO — noBbILEH,
C16, C18:1 — CHWXeHb!
Wnu Hopma

CO — HopmMma,
auUNKapHUTUHbI — HOpMa

HepocTtato4HOCTb
KapHUTUHNaNnbMUTOWUIN-

TpaHcoepasbl TMNA 2
noaTeepXxaeHa

HasHayeHue
auertoTtepanuu

Y
MeHeTU4eckan naHenb
(nouck myTauum
B reHe CPT2)

* — HeMH(OpPMaTUBHO NpY NpUeme npenapaTos, CoaepXallnx KapHUTUH

AJITOPUTM  JIeliCTBUII TPH TOJXO3PEHUM HAa HEAOCTATOYHOCTH [JIMHHOLENOYEe4YHOoll  3-
ruipokcuanuiI-KoA-gernaporenaspl ;KUPHbIX KHCJIOT / HEOCTATOYHOCTH MHUTOXOHAPHUAIBHOIO

TPUPYHKIHOHAJIBHOIO 0eJIKa



ALIMHKB.DHMTMHI::I
B BbICYLLIEHHbIX NMATHaX KPOBU

; ' )

C180H >0,14 mckM/n
+/— C160H, C16:10H, C18:10H

C180H <0,14 mxM/n

Y Y

Mocnutanusaums, HepocTtaTto4HOCTb
HasHa4yeHue Tepanuu ANTMHHOLIENoYe4HO M
3-rugpokcu-aumnn-KoA-
nervaporexHasbl
X UCKNIoYeHa
PetecT* Ha 4yacTble

myTauum B reHe HADHA

|
Y ¢ i’

ALI,HnKapHMTHHbI ALI,HI'IKapHMTMHbI AU.MJ'IKapHMTMHbI
NOBbILLUEHBI, NOBbLILLEHI, B HOpMe,
YacTtaa Mmytauusa +/+ yacrtas mytauusa +/— YyacTtana mytauusa —/—
nnn —/—

HepocTtaTto4yHoCTb I ConocrasneHve
ONTMHHOLIENOYe4YHOM - KITMHUYECKNX

Mownck myTaumii 1 NabopaTOPHbIX AaHHbIX
3-ruapokcu-auun-KoA- 8 rene HANDHA parop na .
aervgporeHasbl paccMOoTpeHue Bonpoca

nogTeepXaeHa 06 OTMeHe Tepanuu,

UCKJTHOYEeHWe oLLUMBOoK

npeaHasIMTU4eCKoro

. artana
— B3AITUE MaTepuana 4o HasHa4YeHus Tepanuu

AJITOPUTM [1eHCTBUIl NPH MONO3PEHUHM HA HEJAOCTATOYHOCTHh /JIMHHOUENMOYEYHOM alMJI-

KoAneruaporenassl s)kHPHbIX KHCJIOT



ALI,HHKapHHTHHbI

B BbICYLUEHHbIX NATHax KPOBW

v

C14:1 >0,32 mkM/n

Y

Y

C14:1 <0,32 mxM/n

Petect —

6MOXUMUYECKUIA aHaNU3 KpoBKU™

Y

HepocTtaTo4HOCTL
OYeHb ANIMHHOLENOYe4YHON
auun-KoA-gernaporeHasbi

WUCKno4yeHa

Y

Y

Y

Y

C14:1 >0,32 mkM/n, || C14:1 >0,32 mcM/n, ||C14:1 <0,32 mkM/n,| | C14:1 <0,32 mcM/n,
TUNWUYHbIE HeT TUMWUYHbIX TUNUYHBIE HeT TUNMNYHbIX
6uoxMMnyecKme 6MOXUMUNYECKUX 6uoxummyeckmne BMOXMMUYECKUX
npu3Haku NPU3HAKOB NPU3HaKn NPU3HaKOB
HepocraTo4HOCTb ¥
O4eHb ConocraeneHue
ANUHHOLEeno4Ye4YHOoN KITMHUYECKUX

auun-KoA-gerngporeHasbl
BbICOKOBEpPOSATHA

1 NabopaTopHbIX AAHHbIX,
paccMoTpeHKne Bonpoca
06 OTMEHe Tepanuu,

UCKJTKOYEeHne oLWnBoK
Ha3Ha4eHue npeaHanuMTU4ecKoro
aueTtoTepanuu arana

\

Y
MeHeTu4Yeckas naHenb
(nouck myTaunin
B reHe ACADVL)

OpHa myTauus,
HeT MyTauun

) Hegoctaro4HocTb
Mse O4eHb )
MyTaLIMY ANUHHOLENOYEeYHON
auun-KoA-gerngporeHassi

BbICOKOBEPOATHA

* — 6uoxummyeckue nokasarenu: KOK, AJ1T, ACT, KLUC, rniokosa

AJITOPUTM JeiicCTBMHA NPH TMOMAO3PEHUM HA HEJ0CTATOYHOCTH CpeIHeleNno4YedyHol anuJi-

KOA)]CI‘I/I}IPOI‘eHaZ%bI KHPHBIX KHCJIO0T



AUUNKAPHUTUHBI
B BbICYLLUEHHbIX NATHAX KPOBK

v v
C8 >0,4 mkM/n
' C8 <0,4 mkM/n
+/-C6, C10, C10:1
Y Y
KoHcynbTayua Bpava-reHeTuka/ HepocraTo4HOCTb
Bpa4a-negnarpa, oLeHka cpeaHeueno4e4Hon
COCTOAHUNSA pebeHka, aumn-KoA-
WHpopMMpoBaHue pernaporeHassl
ceMbK 06 OCOBEHHOCTAX TeYEHUA UCKNIoYeHa
3aboneBaHus
Y
AUWNKapHUTUHBI B Nnasme,
yacTtas MmyTtauus
B reHe ACADM
Y Y Y
AUMNKapHUTUHbBI AUMNKAPHUTUHG! AUUNKapPHUTUHBI
NoBbILLEHbI, YacTas
NOBbILLEHbI, YacTas B HOpMeE, YacTas
MyTauua +/+ MyTaLnA +/- MyTauua —/—
unu —/—
Y
HepgocTaTo4HOCTb Mouck myTauum
cpeaHeLienoyYeY4Ho B rede ACADM
aunn-KoA-pgermaporeHasbi
noareepxpeHa
Ose OpHa myTauus,
MyTauumn HeT MyTauuin
Y
KoHcynsTayums
Bpava-guertonora, /
Bpava-reHeTuKa, ConocTaenexue
Bpava-neguartpa KNUHUYECKUX
1 nabopaTopHbIX
OaHHbIX,
WUCKNo4eHne owmnbokK
npeaHanuTU4ecKoro
arana




Ipuwioxenue B. Unpopmanus 1 manmeHTa
METABOJIN3M N HAPYHIEHUSA OBMEHA BEHIECTB

Tepmun  “merabonu3m” moApasyMeBaeT IMoOA CcO0OM BCE TMPOILECChl  HEOOXOAMMBIC IS
(YHKIIMOHUPOBAHWSI M PA3BUTHSI OPTaHHM3Ma, B XOJIE KOTOPBIX O0pa3yeTcsl M PacXOAyeTCsl dHEPTHS.
benku, >kUpBI U YIIIEBOBI - OCHOBHBIE MUIIIEBBIE BEIIECTBA, KOTOPBIE UCTIOIB3YIOTCS B KAYECTBE CHIPbSI

AJIs1 CUHTC3a HOBBIX KIJICTOK HJIM OKHUCIIAKOTCA, JOCTABJIAS OPTraHU3MYy DHEPIUIO.

Hpoueccm MeTadonm3Ma MNPOUCXOIAT B YCIIOBCUCCKOM OPTraHU3ME CIKCCCKYHIHO. I[an(e B YCJIOBHIX
ITOJIHOI'O ITOKOA YCJIOBCK HCIIOJIB3YCT HCKOTOPOC KOJIMYCCTBO SHCPIUU. Omna HCIIPCPBIBHO TPATUTCA HaA

(H3HOTIOTHYECKHE TPOIIECChI, KOTOPhIC HE OCTAHABIMBAIOTCS HU HA MUHYTY.

Yactb sHEpruu HeoOXonruMa JJisd MOCTPOCHUSI HOBBIX TKAHEBBIX KOMIIOHEHTOB, Jpyras pacXoiyercs B
npoiecce (YHKIMOHUPOBAHUS KIIETOK: MPHU COKPAILIEHWH MBI, MepeAadye HEPBHBIX HMITYIbCOB.
OcranpHast SHEprUs 0CBOOOXKIAaeTcs B BHJAE Temua. J[as MpoW3BOACTBAa DHEPTHH MBI UCIOIB3YEM
IIPOJAYKTHI IUTAHUSA, & B UX OTCYTCTBHE PE3E€PBHBIC 3aI1aChl [TUTATEIbHBIX BEIECTB, IPUCYTCTBYIOLINE
B HallleM OpraHu3Me. 3a Kakblil 3Tamn (OMOXUMHYECKYIO PEaKlriO) B IPOU3BOACTBE SHEPTHH OTBEYAET
KOHKPETHBIA Oesiok, (hepMEeHT. Y KaXKIOro M3 HUX €CTh CBOA (PyHKIMsS. DTO UeNbld KOHBEHep
XUMUYEeCKUX peaknuii. Ecnmu oguH depmeHT He paboTaer, TO BCS IIEMOYKA OCTaHABIMBACTCS, U
OpraHu3M HE MOJY4YaeT KOHEYHBIN MPOAYKT, YTO NMPUBOAUT K HAPYLIEHUIO META00JIM3Ma, pPa3BUTHUIO

3a00JieBaHMI U3 TPYIIIBI HACJIECTBEHHBIX HapyeHuit ooMena Beuiects (HBO).
METABOJIN3M )KUPOB

Kupsl (TpUrIULEpUABI) 3TO COCAUHEHUS KapOOHOBBIX KHUCIOT M TPEXATOMHOTO CIUPTA IIUIEPHUHA.
CymiecTByIOT pa3jau4HbIE THUIIBI KAPOB. B 3aBUCMMOCTM OT THNA >KUPHBIX KHCIOT, KOTOPHIE
IPEUMYILIECTBEHHO O0pa3yloT XUpPbl, U OT CTENEHU HEHACHIMIEHHOCTH (KOJIMYECTBA JBOMHBIX WIIU
TPOMHBIX CBSI3€M) )KUPHBIX KHUCIIOT, PA3IUYAIOT: HACBHIIIEHHBIE KUPBI (TBEP/BIC) - KUPBI KUBOTHBIX U
MITUI, 1 HEHACBIIIIEHHBIE KUPBI (KUIKUE) - OHU BCTPEUAIOTCS B OOJIBIIIOM KOJIMYECTBE B PACTUTEIHHBIX

Macliax, opexax HJi MOPCKOH phIoe.

Hacpiimennbie )KUpbl CTAHOBSITCS KIFOYEBBIM MCTOUHUKOM DHEPTUM JJIsi OpraHU3Ma B TE€X CHUTYyalUsX,
KOTJIa OH TIOJBEPraeTcsi CWIbHBIM (DU3MYECKUM Harpy3kaMm. HeHachlllieHHbIE KUPHBIE KHUCIOTHI
YUacTBYIOT B pereHepamuy KJIETOK U B UMMYHHOH 3amure. OqHONW M3 BaKHEHIIMX (QYHKUUN KHUpa

SBISIETCS dHEepreTudeckas. JKup odecrneunBaeT BIBoe OOIbIINE KaJOPU (SHEPTUHN) YEM YTIICBOIBI.



HHUPHBIE KUCNOTHbI B SABUCMMOCTH OT KONTMYECTBA ATOMOB YITIEPOOA
PASAENAKOTCA HATPU TPYNIbI:

KUP (EOA) KUP (OPTAHU3M)

. ¥

ANWHHOLEMOYEYHBIE XKUPHBIE KUC/IOTHl 14-24C TS TIIIIIEFIFTIFIIIIIIIIIY,

CPEAHELIENOYEYHDIE }WUPHBIE KUCNOTbI  8-12C cL-c-cc-ccccccc

KOPOTKOLIENOYEYHDIE HWUPHBIE KUCNOTbI 4-6 C C-C-C-C-CC

Puc.1. Kinaccupukauus :KMpHBIX KHCIOT
B-OKUCJIEHMUE )KUPHBIX KUCJIOT

MuTOXOHIpHUATEHOE OKHUCJICHHE JKUPHBIX KHUCIOT - OJWH U3 TIJAaBHBIX HCTOYHUKOB DSHEPIHH,
oOecrnieunBaroluii B nepuon rononanus 10 80% ot oduieit nmorpedHocTH. Korna ypoBeHb MIIIOKO3bI
CHIIKAETCsI, a 3aMacoB IMIMKOT€HA CTAHOBUTCS HEAOCTATOYHO, YTOOBI MOKPHITH BCE DHEPTETUUECKUE
MOTpeOHOCTH (TIPW TOJNOAAHWHW W JUTUTCIbHOW (PU3MYECKOW HArpy3Ke) aKTHUBUPYETCS JIMIIOJHU3.
[Ipoucxonutr o0pa3zoBaHUE IIUHHOLEMOUYEUHBIX >KUPHBIX Kuciaor (C16-C20) u miuiepuHa wu3
3aMaceHHbIX B KUPOBOW TKaHW TPUALMIIIUAIEPUHOB. Perynmupyer jJumosin3 ropMOHYYBCTBHUTEIIbHAS
JWIa3a, KOTOpas aKTUBHPYETCS TOPMOHAMH, CEKPETHPYEMBIMH TpH TOJIOMAaHWU U CTpecce:

IJIFTOKAaroHoM 1 KOPTHU30JI0OM.

B MNCUYCHU, B MUTOXOHAPHAX, UACT IIPOLCCC 06pa3013aH1/I>1 KCTOHOBBIX TCJI — MHUTOXOHIAPHAJIBHOC B-
OKHUCJICHUC XHPHBIX KHCJIOT. KeToHOBBIE Tens SABISIOTCS BaKHEWIIIMM HMCTOYHHUKOM OHCPIrun Aajisi

T'OJIOBHOI'O MO3ra.

JIist  B-OKUCJIEHHUS >KUPHBIE KHUCIOTHI HEOOXOAMMO JIOCTaBUTh B MHUTOXOHApPUU. BHYTpeHHss
MUTOXOHJpUAIbHAas MeMOpaHa HEMpOHUIaeMa MJisl JJIMHHOIEMOYEYHBIX JKUPHBIX KHUCJIOT, U OHHU
IPOHUKAIOT BHYTPb C TOMOIIbI0 KAPHUTUHOBOM UETHOYHOM cucTteMmbl. KapHUTHH-3aBHCHMBIE
(depMeHTBl — KapHUTHUHTpPAHCIIOKAa3a, KapHUTHHNAibMutountpancdepassl I u Il - obecneumBaror
MEePEHOC IJIMHHOIIETIOYEYHBIX J>KHPHBIX KHCIOT B BHJE CJIOXKHBIX 3(PUPOB (AIMIKAPHUTHUHOB) U3
[UTOIUIa3Mbl 4Yepe3 HapYKHYI0 U BHYTPEHHIOIO MUTOXOHJPHAIBHYI0 MEMOpaHy B MaTpPHKC
MUTOXOHJpUM. B mpoiiecce OKUCIEHUs KUPHBIX KUCIOT, C KaXK/IbIM 11arOM MX LENU YKOPAYMBaIOTCA,

3a KaXKJIbIil 3TaIl Ha TOM IIyTH HECET OTBETCTBEHHOCTh OMPECICHHBIN (DEPMEHT.



OJTAHHOLNOYEeYHbIE KUCNOThI KapHHWTHH

| CPT1
= prounsneme woror: (g R

ANTMHHOLNOYEUHBIE KHCAOThI KapHUTHH

capr capr

[ moposeamne cror R,

TFP
LCHAD
' cpegHeuenoveynbie kucnotel | [ e (=

MHWTOXOHAPHA

Puc.2. CxeMa B-OKUCIIEHUS KUPHBIX KUCIIOT.

B yumonjiasme 0ﬂuHHOu€n0'~l€'~lel€ HCUPHDBLE KUCIOMbL CEA3bl6AIOMCA C KAPHUNMUHOM qbepMeHl’l’IOM

kapHumut naremumounmpancghepasou 1 (CPTI), oopazya ayurkaprumunoi.

Ayunkaprumun  mpancnopmupyemcs — (hepmMenmom-mpaHcnopmepom — KapHUMuH-mpaHcioKasou
(CACT) 6 mumoxonopuu.

Ayunkapuumun cnosa pacwenisemcs hepmenmom Kapuumun naromumounmpancghepasoui Il (CPTII),
8b1C80002ICOASL KAPHUMUH, KOMOPbBIU MONCEN BEePHYMbCSA 8 KIemKY U NOSMOPHO UCHOIb308AMb.
KupHvie kucnomer ¢ OMUHHOU Yenvio YKOpaAuusaemcsi 00 CPeOHeYEeNnO4euUHbIX MHCUPHLIX KUCTOM

Gpepmenmamu VLCAD, LCHAD u TFTPFP. YxopoueHue J#cuphbix KUciom Ha3vleaemcs B-okucienuem
HAPYHIEHUS 3-OKUCIEHUS KUPHBIX KUCJIOT

[Ipu HemocTatouHoCTH (EPMEHTOB, KOTOPHIE TIMOMOTAIOT JKHPHBIM KHUCJIOTaM TPOHUKHYTH B
MUTOXOHJPHUHU (TO MECTO TJIe UJET CUHTE3 HY>KHBIX HaIlleMy OpraHU3My KETOHOBBIX Tel), U JehUIIUTE
(epMEeHTOB, KOTOpbIE pPACIICIUISAIOT >KUPHBIE KHUCJIOTHI MPOUCXOAUT OJOKMpOBaHHE (MM pE3KOoe
CHW)KCHHE) MUTOXOHJPHAIBHOTO B-OKHCICHUS, YTO 3aCTaB/IsSI€T HAll OpPraHU3M HCKATh
aJbTEpPHATUBHBIC MYyTH YTUIM3AIHMH JKUPHBIX KUCIOT, U 3TO MPHUBOAUT K HAKOIUICHHIO TOKCUYECKUX
BELIECTB, KOTOPBHIE OKa3bIBAlOT HEOJAronmpHUsITHOE BO3JEHCTBHME Ha TKAHM TOJIOBHOIO MO3Ta, CEpila,

TIEYCHU U JIP.

B HopMme akTHBanMsg MUTOXOHIPHAIBHOTO B-OKHCIICHHE >KUPHBIX KHCIOT, 3TO (U3NOIOTHYECKAs
peakiysi opraHu3Ma Ha TOJIOJIAHHE WU M30BITOYHOE MOCTYIUICHHE KUPHOW MUIIM, UH(PEKINOHHBIH

MPOIIECC M TOBBIMICHHYIO (PU3UUECKYIO (C BBHICOKON MBIIIEYHONW aKTUBHOCTHIO) WIIM SMOIMOHAIBHYIO



Harpy3ky. Ho npu maronoruu (HapylieHUH MPOIECCa OKUCICHUS KUPHBIX KUCIOT). ITO BEIET K
METa0OJIUYECKOMY  alUJ03y, TUIEPAMMOHUEMHH, YCYTYOJEHUIO THUIOIIMKEMUHU, MOPAXKEHUIO
BHYTPEHHUX OPraHOB.

meTabonmyecKkui
auunaos,
HGPYI.I.IEHHE OKMCIeHMnAa
FUNOrauKemus,
HHPHHD( KHUCHOoT
rMNepammoHuemms,

OKUCNEHE KMPHBIX KNCNOT

>¢:> nopaxeHue

BHYTPEHHUX OpraHoB

3HAOTeHHbIE KIpPbI
(X1psI opraHn3ma)

Puc.3. CxeMa B-OKUCJIEHUS KUPHBIX KUCIOT B HOPME U MIPU NATOJIOTUH

KJACCUDPUKAIIUA HAPYIIEHUN 3B-OKHCJEHUSA KHPHBIX KHCJIOT W
TPAHCITIOPTA KAPHUTHUHA

N3BectHo Oonee 15 pa3nuuHbIX (QOopM HapyLIEHUH MHMTOXOHJPUAIBHOTO B-OKHCIIEHHE >KHPHBIX
KUCIIOT. Bce OHM CBs3aHbl C HapylleHHEeM O€NKOB WU (EPMEHTOB, KOTOpbIE YYacTBYIOT B
MeTa0oNmu3Me KUPHBIX KUCHOT. Ilockonbky Ha3BaHuA (EPMEHTOB OYEHb JIMHHBICE M CIOXKHBIC,

NPUHATO UCTOIB30BATH COKPAIIEHHYIO a00peBUaTypy, aHINIMHCKYIO UM PYCCKYIO (B PYCCKHX CTaThsX
Y KHUTaX).

1. HapymieHue TpaHCOpTA KUPHBIX KUCJIOT
o IlepBuuHblii nepuuut kKapHuTHHA (TeH SLC22A5)

o Kinununueckue IMPOABJICHUA: KApAUOMUOIIATHA, ApUTMUA, CCPACHHAS HCIOCTATOYHOCTDb, MbIIICUYHAA

c1a00CTh, IOPAXKEHUE MEYEHHU.
o Kapuutun naasmutonarpancdepasnl 1 nepuunt (ren CPTI)
o KiuHuueckue mposBICHUS: TSKEIO0E MOPAKEHUE TICUCHHU, HapylIeHHe ee (PyHKIIMH, X0JIeCcTa3s.
o Kapuutun tpanciaokassl gepuuut (red SLC25A420)

o Kiamunmueckwne MPOABIICHUSA: TAXKEIAA KapAUMUOIIATHUA, ApUTMHUHU, ITOPAKCHUC ITCUCHU.



o Kapuutun nansmuromiarpancdepasnl 2 nepuunt (rew CPTII)

Knunnueckue mposiBieHus: Npu paHHed maHudecTtanuu (HeoHaTadbHas (opma) KapAUOMHUOIATHSA,

MMOPAKCHUC IICUCHMU.

[loznusss Mmanudecranus, y B3pOCibIX, Oojiee Msrkas gopma, HNposBISETCS SMU30AAMH MBIIIEYHON

c1a00CTH, TPYIHOCTSIMU TPU BBITIOJIHEHUU (PU3UUECKOM HArPy3KH.
2. HapyuieHue B-OKHCJIEHUS sKUPHBIX KHCJIOT

o Koporkounenoueunoii anuia-KoA neruaporerasnl aepuuur (SCAD) (rew ACADS): o0b4HO

poTeKaeT OECCUMIITOMHO.
e Cpennenenouyedynoii anmia-KoA nerumaporenasol nepuuut MCAD (ren ACADM)

o KiuHuyeckue mposiBICHUS: MOXKET MaHU(ECTUPOBATH B JIFOOOM BO3pacTe, MPOsBISETCA OBICTPO
MPOrPECCUPYIOLIUM METAOOIMUECKUM KPHU30M IOCHE JJIUTEIBHOTO TOJIONAHUS WM (DU3UUECKOU
Harpy3ku. TomHOTa, pBOTA, 4acTO NMPU HOPMAJIbHOM YPOBHE IIIFOKO3bI B KpoBH. Ilpn orcyrcrBun

TEpaIriuu MOXET IPUBCCTU K CyAOpOraM, KOME 1 OCTaHOBKE CCP/Lia.

e MHoxecTBeHHbIH aAepuuut anuia-KoA neruaporenas — muyraposas amuaypusi tum Il (ren
ETFA)

o KiuHuyeckue nposiBieHUs] 0O4€Hb Pa3HOOOpa3HbI: MOPOKH PAa3BUTHUS TOJOBHOTO MO3Ta, KUCTO3HAs

00JIE3HD MMOYCK, TNIIOITIMKCMUA, allJ103, SITUIICIICUS, KapAUMHUOIIATHA.

e MMTOXOHAPHAJIBLHOIO TPUPYHKIHOHAJIBbHOIO Oeaka nepuuut (MTP) nanmHHOUENOYEeUHOU
ruapokcmi-KoA neruaporenassl gepunut (LCHAD) (ren HADHA)

o Knununueckue MPOSIBJICHUSL:  PAHHAA MaHI/I(l)eCTaHI/I}I, MOKCT BKJIKHOYATh KapAWMOMHUIIATHUIRO,

HapylLIeHUe pabOoThl IEUEHHU, MBIILICYHYIO CIa00CTh, HEUPONATUIO, PETUHOMATHUIO.
e Ouenb nuHHOUEeNno4YedHoil anuiI-KoA nerugporenassi nepuuur VLCAD (ren ACADVL)

o Kiunuyeckue nposiBJIeHUS: JTaHHOE 3a00JIeBaHUE BapbUPYET OT YMEPEHHBIX, C1a00 BBIPAKEHHBIX
CUMIITOMOB y OJIHHX, JO OoJjiee Cephe3HbIX MpolieMm y npyrux. llepBble CHMITOMBI MOTYT

IMMPOABUTBHCA KaK C POXKACHUSA, TaAK U YKC BO B3pOCHOﬁ KHU3HH.

Munanenueckass ¢opma - Oonee Tskenas, nporekaer kak LCHAD, manudectupyer Mexay
poxaeHueM u 4 wMecsAlaMu, MOXKET BKJIIOYATh KapAHMOMUIIATHIO, HapylleHHe paboThl TeYeHH,

MBIIICYHYTO CHa6OCTB, HeﬁpOHaTHIO, PETUHOIIATHIO

Jerckass dopma - cUMIOTOMBI OOBIYHO TIOSBISIOTCS B pPAaHHEM JETCKOM BO3pacTe, OOBIYHO
MIPOBOIUPYIOTCST OOJIE3HBIO WM TIEPUOAOM [UTUTEIILHOTO TrojiofaHus. [IposBistoTCs cUMITOMaMu
TUIOMIMKEMUH U METa0OIMYeCKUM KpHu30oM. Tak ke MOXKET BKIIOYaTh CJEAYIOIIUE IMpPU3HAKU:
rernaroMerajuio, MBIIIEYHYI0 CJ1ab0CTh, OCOOCHHO IOCJIE BBIPAKEHHOW (PU3MUECKON Harpy3KH.

[TaTonmoruu co CTOPOHBI cep/lia MPY JAHHOM THUIIE OOBIYHO HE HAOMIOMaeTcs. Y HEKOTOPBIX JAETeH



CHUMIITOMBI JaHHOI'O 3a00JICBaHUs BBIPaXCHbBI HACTOJIBKO cna60, 4YTO pacCIoO3HArOTCA TOJBKO ITOCJIC

ITIOCTAaHOBKH JHUAr"Ho3a 6paTy HJIN CCCTPC.

Ilo3nusas (B3pociasi) dopmMa - KIMHUYECKHE TMPOSIBICHUS: padmomuonu3. llepBrie CHMITOMBI
HAYMHAIOT MPOSBISATHCS B IMOAPOCTKOBOM MIIM YKe BO B3pocioM Bo3pacte. [losBisercs oOrias
MBbIlIEYHast C1a00CTh, KOTOpasi CTAHOBUTCS MPOJOJKUTENILHOM, 0OoJjiee BbIpaKEHHAs IOcCIe
¢usnyeckux Harpy3ok. MplmeyHas ci1aboCTh COINPOBOXKIAETCS OOJIE3HEHHOCTBIO, CYIOPOTraMHU.

Mo:KeT oSIBUTHCS KpaCHOBaTO—KOquHeBBIﬁ OBET MOYMH.

[Ipu nanHoM Ture, 6€3 JIEUeHHUs] MOXKET Pa3BUTHCS MMOYEYHAsT HEJOCTATOYHOCTh. OAHAKO POOIEMBI C
ceplleM U METa0OMMYECKU KpHU3 HE XapaKTEPHbI JJI1 JaHHOW (OPMBI U YPOBEHb TIIIOKO3BI B KPOBU

OCTaeTCs OTHOCUTENIHO CTa0MIIbHBIM.
e HMG- KoA cunTassl gepuuur (ren HMGCS?2)

Knunuueckue IMPOABJICHUA: OCTpPasd THIIOKCTOTUYCCKAA THUIIOINIMKCMUA, OTHOCHUTCIBHO HHU3Kas

MEPEHOCUMOCTD TOJIOIAHUS.
o« HMG- KoA nma3sbl nepunut (res HMGCL)

Kimmanueckue MNPOABIICHUA: OCTpasA THIIOKCTOTHYCCKAA T'HIIOITIMKCMMA, MeTaboINUeCKUM alunaos,

[OpaXKEHUE TICYEHU.
I'EHETUYECKUE IPUYUHbI HAPYIHIEHUA OKUCJIEHUSA )KUPHBIX KUCJIOT

I'ensr mpencraBisioT coboit mocnenoBarenbHOCTh JIHK W B HuX 3ammcaHbl MHCTPYKIMH TIO
«npurotosiieHnto» 6enkoB U PHK. I'enbl HaxonaTcst B xpomocoMax. Y udenoBeka 23 mapbl XpOMOCOM,
OJTHY U3 XPOMOCOM C COOTBETCTBYIOIIMM HaOOpOM I'€HOB OH HACIEAyeT OT MaTepu, BTOPYIO OT OTIA.
Eme ecte nBe mMoOMOBBIE XPOMOCOMBI, KOTOPBIE OMpPENESIOT poll pedeHKa — y JIeBOYeK JBe X-

XPpOMOCOMEI, a4 Y MAJIBYUKOB OJJHA X ¥ ogHa y-XpOMOCOMBI.

Bce 3aboneBanust U3 JaHHOM TPYIIBI HACIEIYIOTCS IO ayTOCOMHO-PEIIECCUBHOMY THUITY. DTO 3HAYMT,
910 00a POAMTENS SBISIOTCS HOCUTEISIMU MYTallMd, HO HE OOJICIOT, T.K. y HUX €CTh BTOpas KOIMHUS
3I0pOBOTO TeHa. Puck poxieHus OoibHOro peOeHKa B JaHHOM ciyyae coctaBisieT 25%. bonbHoM
pebeHOK HacjieayeT OHY KOMUI0 “O0JIbHOTO” TeHa OT OTIa M OJHy— OT Marepu. 3aboieBaHue
MPOSIBISIETCA TOJBKO B CIIy4dae HAJIMYMs JBYX KOMHM IMOBPEXKIECHHOIO reHa. MallbuMKd U JE€BOYKHU

OO0JIEIOT C OMHAKOBOI 4aCTOTOM.
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Puc.4. CxeMa ayTOCOMHO-PEIECCUBHOTO TUIIA HACIEAOBAHUS
JIMATHOCTHUKA HAPYIIEHUHN OKUCJEHUS ) KUPHBIX KUCJIOT

OCHOBHBIMH METOAAMH JUArHOCTUKU 3TOU rpyIIIbI Ooyie3HEH SBIAIOTCS OMOXMMHYECKHE TECTEHI.

[IpoBozAT onpeneneHne auuaIKapHUTUHOB B KPOBA METOAOM TaHJIEMHOM MacC-CIIEKTPOMETPHHU.
[Ipu pazubix hopmax 3a0onaeBaHN HAOMIOAACTCS MOBBIIIICHUE ONPEACICHHBIX allUIKAPHUTHHOB.

AUunkapHUTHHBI 0003HaYal0T OyKBaMH ¢ HU(POH, KOTOpasi yKa3bIBae€T Ha YMCIO aTOMOB yITIEpo/ia B
JTAHHOM COEIMHEHHH, JPyTrHe 0003HAYEHUsI OTHOCATCS K HAJIMYUIO JBOMHBIX CBSI3EU, THAPOKUCIHHOM
rpynnsl U T.0. Takke pa3paboTaHbl METOABI OMpPENeICHUsI aKTUBHOCTH (PEPMEHTOB, HO UX TPOBOMST
O4YEHb HEOOJBIIOE YHUCIO JTA0OpaTopuil BO BCEM MHUPE M HUX CIEAYEeT PEKOMEHJI0BaThb, €CIH B

pesynprare JJHK-nuarnoctuku He ynanoch 0OHapY UTh MyTallK B TE€HE.

Himenenne I'pynna apHIKapHATHHOE 3aboneranne
ANHIKAPHHETHHOR
CloTCl10:17T Ce T C8 Cpennenenogedysee HepoctaTognocTs cpeaHenenodedHOH
T AAIKAPHATHHEL amuI-KoA germgporeHasel
Cl4 7 C14:17 C14:27 JITHHHOITETION ST HELS HemocTaToMHOCTE OYEHE
Clé:17 AHIKAPHHTHHEL H ITHHHOLENO9eIHOH amHI-FoA
HEHACHIMEHHEIE OETHIPOTSHAZE
ITHHHOLIETIOYETHEIE
AHIKAPHATHHEL
C160HT.C180H T JITHHHOITETION ST HELS HemocTarounocTs AIHHHOIENIOYETHOLH
CI18:10HT.C16:10H T | aumnkapHHTHHEL COOep:Eamne | 3-THIpokcHAUHT-KoA mernaporeHassl
THAPOKCHIBHYIO TPV (TAT
co ¢ CeoboaHEIT KapHETHH IlepEHTHAT HEOOCTATOTHOCTE
KapHHTHHA

Tabnuma 1. CoorBercTBHEe Mex 1y HEKOTOpbIMU FAOD 1 n3MeHeHusiMu ypoBHEH allMIIKAPHUTUHOB
JHK-IUAT'HOCTHUKA

BoisBuTh MyTanuio (MOJOMKY) B T€HE MOXHO MOJEKYISIPHO-TEHETHYECKUM METOAOM, ISl 3TOTO

npoBogutcs JIHK-nuarnoctuka. OnHako, ObIBalOT ciyyau, KOrja MyTalWi0 HAUTU ¢ MpUMEHEHUEM



CTaHAAPTHBIX MCTOJOB HC YHAacTCA. Torz[a Bpadyu IHpU IMOCTAHOBKEC AWAIrHO3a OPUCHTUPYIOTCA Ha

KJIMHUYECKHE CUMITOMBI 1 OMOXMMHYECKHE U3MEHECHUS.

Ecin MyTaluu HaﬁHeHBI 9TO Ha€T BO3MOXKHOCTL OIIPCACIUTD HOCHUTEJIEM B CE€MbE H IIPOBCCTHU

NpeHaTAIbHYIO /WK TPEUMILIAHTALIMOHHYIO TUArHOCTHKY.
MOT'YT JI1 APYI'ME YJIEHBI CEMbHU 3ABOJIETD NJIN BBITb HOCUTEJISIMU?

Bbpatess u cectpbl 00nbHOrO pedeHKa, MOTYT ObITh OOJBHBIMM, JAXE €CIM Yy HHUX Ha MOMEHT
JUArHOCTUKU YJIEHOB CE€MbU HE ObLIO CHUMNOTOMOB. B gaHHOM ciydae HE0OXOIMMO MPOBECTH
JIUArHOCTUKY, YTOObI KaK MOXXKHO paHbIlIe HAa4YaTh TEPANUI0 U M30eXaTh OCIOKHEeHMH. Takke OHM
MOTYT OBITb HOCUTENIIMM, KaK UX poauTenu. UTo KacaeTcs IpYrux WICHOB CEMbH, TO UM BAXKHO
COOOIINTD, YTO OHU MOTYT ObITh HOCUTENISIMU. JTO 3HAUUT, YTO U Y HUX €CTh PUCK POXKJICHUS peOeHKa

C JaHHBIM 3a00JIEBAHUEM.

Ecau B cembe YK€ CCTb OAWH pe6eHOK C HApyHICHHUCM OKHUCJIICHUA JKUPHBIX KHUCIIOT, KOTIda Yy HCIO
pPoXaACTCA 6paT HIIN CCCTpa, HYKHO IIPOBCCTHU HCMCIJICHHYIO JUAI'HOCTHUKY, HAa HAJIUYINUEC AAHHOI'O

3a0o0sieBaHMsl, YTOOBI HAYATh CBOEBPEMEHHYIO TEPAIHIO.
OCOBEHHOCTHU TEYEHU S 3ABOJIEBAHUN

3a0osieBaHMs U3 3TOM TPYIIIBI MOTYT HAaYMHATHCSA B JIFOOOM BO3pACTE - C TIEPBBIX JHEW U JaKe YacOB
KU3HU, B TEPBBIC MECSIbl WIM MPOSBUTCS TOJIBKO B JIETCKOM BO3pacTe WM y TMOIPOCTKOB. Bce
3aBUCUT OT (OpMbI OOJIE3HM, TSHKECTH MYTAllMM M BHEIIHUX (PAKTOpPOB (KaK 4acTO peOeHKa KOPMSIT,

KaK 9acTo OH OOJIeeT U T.n).

]_-[J'ISI HCKOTOPBIX (1)0pM Oonee XapaKTCPHO IMOPAKCHHUC MBIIIEUYHOMN CUCTCMBbI, IJIS1 JPYTUX - CGpI[G‘IHOfI
MBbIIIIBI. HGKOTOpBIe 3a00JICBaHUS NPpOTCKAOT IMMPCUMYIICCTBCHHO C IIOPAXXCHHUCM IICUCHH M C

Pa3BUTHUEM MeTa00INIECKUX KpHU30B C TUIIOTTIUKEMUEH.

MeTtabonuueckue Kpu3bl - OY€Hb OMACHBI. MIMEHHO B ATOT MEpUOI MOTYT Pa3BUThCS HEOOpaTUMble
MOBPEXKJICHUS TOJOBHOTO MO3ra, KOTOPBIM KpailHe HyXJaeTcsi B MOCTYIJICHUH METa0O0IM4eCKOn
SHEPIrMM B BUJE IVIIOKO3bl WM KETOHOBBIX Tel. ECIM Ipu MHOTHX JPYyTHMX HaCIEACTBEHHBIX
HapylIeHUsIX OOMEHa BEILECTB, COMPOBOXKIAIOUIUXCA TUIOIIMKEMUEH (HampuMep, HapyLIEHUsX
oOMeHa ITTMKoreHa) HaOMI01aeTCs BHICOKUN YPOBEHb KETOHOBBIX TEJI U MO3T MOKET TOJy4aTh IHEPTHUIO
3a CueT MX MeTabonu3Ma, MPU HAPYUICHUSX OKUCICHHS KUPHBIX KHUCIOT YPOBEHb KETOHOBBIX Tell

HU3KHUM, TO3TOMY MOBPEKIECHUE FOJTOBHOTO MO3ra Pa3BUBAETCSI OYEHBb OBICTPO.
OBPA3 ’KU3HU, EXXEJHEBHASA TEPAIIUSA U TIUETA

JlonrocpouHasi Tepanusi B JaHHOW IpyIine 3a00JI€BaHUM - 3TO AUETOTEpaIIus.
Lenu:

o HopmanbpHoe ¢uzndeckoe u HHTEIUICKTyaIbHOE Pa3BUTHE.

 [IpubaBka B Bece U poCTe, B COOTBETCTBUE C BO3PACTOM.



o [IpemynpexaeHue XxapakTepHbIX CAUMITOMOB, HAIIPUMEP, MBIIIEYHON OOJTH, MBIIIICUHOH CIIa00CTH.
o [IpenorBpaieHue ONacHbIX NPOSBICHUN, TAKUX KaK [OBPEKIACHUE CEPACYHON MBIIILBI.

e [lpeaynpexaeHue KaraOOJIMUYECKHX CHUTyalldil, KOTOPbIE MOTYT MPHUBECTH K METaOO0IMYECKUM

KpHU3aM C TUIIOTJIMKEMHEN U pa3pyLIEHUIO MBIIIEYHBIX KJIETOK.
JIJist TOCTHKEHHS STUX TIEJIeH TUeToTepanus J0/DKHA OTBEUaTh CICTYIOIINM TPeOOBaAaHUSIM:
e OOecneunBarh afieKBaTHOE MOTpedIeHne OeIKa B COOTBETCTBHE C BO3PACTOM U MOTPEOHOCTHIO.
e (OOecreunBaTh HE3aMEHUMBIMU )KUPHBIMU KUCJIOTAaMHU, BATAMUHAMU U MUHEpATaMH.
e TIOKPBIBATh YHEPrO3aTPaTHI.
e M30erarh JIUTENBHBIX IEPUOJOB TOJOJAHUS
e OrpannuyuBaTh NOTPEOIECHUE )KUPHBIX KUCIOT C IJTMHHOM LIETIBIO.
e CoOTBETCTBOBATH BKYCY, BO3PACTy U MOTPEOHOCTAM peOCHKA.
o [loaxomuTh I MOBCEIHEBHOMW KU3HH.
3a0osieBaHus1, IPH KOTOPBIX AMETA HEe UCIIOJIb3YeTCs:
o [lepBuuHbIl AEUINUT KAPHUTHUHA
» Kopotkonenoueunoit ammn-KoA neruaporenasst nedpunut (SCAD)
o Cpennenenoveunoit anmia-KoA neruaporenasst aepunutr MCAD
3a0o0s1eBaHus, IPU KOTOPBIX HUCIOJIb3YeTCH THETOTEPATINS:
o Kapuutun nansmuromntpancdepassl 1 gedunur (CPTI)
o Kapnuutun nansmutonntpancdepasst 2 gedpurut (CPTII)

e MutoxoHapuansHOoro TpUpyHKIMOHANIbHOTO Oenka neduuur (MTP) anuHHOUENmOUEUHON

ruapokcui-KoA neruaporenassr aedpunut (LCHAD)
e Ouenb quHHONENOUeuHOM anuia-KoA nerunporenassl nepuuut (VLCAD)
e MmuoxecTBeHHbIN neguiuT anmi-KoA nermaporenas
o« HMG- KoA cunra3zbl geuiur
o« HMG- KoA nua3sr gedurur

1. YMepeHHoOe OrpaHHYeHHUE )KUPA B PallHOHE:



o Kapautun nanemutonntpancdepassl 1 nepuut

2. YMepeHHOe WM 3HAYNTeJIbHOE CHUKEHUE JKMPa B palluoHe:

« Kapuutun nansMutountpanchepassl 2 nepuuur

e Ouensp nnuHHOLeNoYeyHOM anmin-KoA neruaporenasst gepunut VLCAD (Geccumnromuas popma)
o MHoxecTBeHHBIN neuuT anuia-KoA nerunporenas

3. 3HauMTe/IbHOE CHHMJKeHHE JKupa ¢ ucnojab3oBanuem MCT (cpeaHemenoyeuHbIX

TPUIJIMLIEPHIOB) +HOYHbIE KOPMJICHUS:

e MutoxonapuansHoro TpudyHKIMOHANIbHOTO Oenka neduuur (MTP) mnuHHOUENOYEUHON

ruapokcmin-KoA neruaporenassr nedunmr (LCHAD)
e Ouensb nnuHHONEnoueyHOM anmin-KoA neruaporenasst ge¢puuut VLCAD

Tadauna 2. MakcuMaJibHbII EPHO/ I0JI01a B 3aBUCMMOCTH OT BO3pacTa:

BO3pacT MHTEepBaJsibl MeXAYy KOPMJIEHUAMU
HoBopoXAeHHble 3 yaca AHEM U HOYbHO

<6 Mecaues 4 yaca AHEM M HOYbIO

> 6 MecsiueB-12 mecsiueB 4 yaca gHeM, 1 6-8 4yacoB HOYbIO

> 12 mecsueB 4 yaca gHeMm, 10 yacoB HOYbIO

Buumanme! Eciu y nereil Her mpoOneM co BKCapMIIMBaHUEM, HOYHOE TOJIOIAHUE MOXKET ObITh
NPOIIEHO 10 6 4acoB, HaYMHAsA C 3-MECAYHOIO BO3pacTa M A0 8 4acoB, HaUMHAs C 6-MECSYHOIO
Bo3pacta. C OCTOPOXKHOCTBIO paspelarb rojoganue Oonee 10 yacoB apaxke mociae MEPBOrO roia
neyeHusl. PUCK HOYHOHN THMIIOINIMKEMHUHU CHHMKAETCS MO Mepe B3pOCieHUs peOeHKa, U OOJBbIIMHCTBO
aetei mocie 4 neT, MOryT epeHOCUTh Nepuobl 6e3 npuema numy 10-12 yacoB eciii 4yBCTBYIOT ceOst

XOpOIIO

OTH pEeKOMEHJAllMd TMPUMEHUMBI TOJBKO €CJIM COCTOSIHHME JeTe crabunbHo. B mepuon
MeTaboJIMYeCcKor NEeKOMIEH AN, B MEepuol MH(EKIIMOHHBIX 3a00JIeBaHUM, CTPECCOBBIX CUTyaIUil

TIEPUO/IbI TOJIOAAHUS TOJKHBI OBITH KOPOYE.

Jletsam ¢ TspkenbIMU (hopMamMu O0Jie3HEH, MOBTOPSAIOIIMMUCS METaO0IMYeCKUMU KpU3aMu TpeOyIoTcs

Oonee CTpOruc¢ pCKOMCHIAIINH.

Tadauua 3. CpennecyTouHble HOPMbI (PU3MOJTOTHYECKUX OTPEOHOCTEN B SIHEPTUU

CpeaHecyTouYHble HOPMbl (PU3NONOrMYeckux NoTpebHocTel B 3HEeprumn ans aeTen
cornacHo FAO/WHO/UNU 2001 (WHO Technical Report Series 17-240kt 2001)

Bo3spacT (Mec.) SHeprua (Kkan/Kr) Myx SHeprua (kkan/kr)
»KeH

0-1 113 107




CpeaHecyToUYHble HOPMbI (PU3NONOrMYecKkux NoTpe6bHOCTEeN B SHEPrumn Ana AeTen

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

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
Bospact (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

CpegHecyTo4yHble HOpPMbl (hU3MOJIOrMYECKUX NoTpebHOCTeid B SHepruv Ana noaen pasHbiX BO3PacTOB COrJjlacHO
FAO/WHO/UNU 2007 (WHO Technical Report Series 2007)

Bo3zpact (r.)

DHeprusa (KKan/Kr) Myx.

DHeprus (KKan/Kr) xeH

B3pocsble, Beaylme 06pas XuW3HU cpeaHelt akTuBHOCTM, BeCc 70Kr

18-29

43,7

38,0




CpeaHecyTOUYHble HOPMbl (PU3MONIOrMYECKUX MOTPe6HOCTEeN B 3Heprum Assa nroaen pasHbIX BO3pPacToB COM1acHO
FAO/WHO/UNU 2007 (WHO Technical Report Series 2007)

30-59 41,8 35,3

B3pocnble, Begywme o6pa3s XU3HU cpeaHen akTUBHOCTH, BeC 50kr

18-29 50,6 43,0

30-59 50,6 43,7

JAuneTtorepanus npu 0ecCHMNITOMHOI (popMe HETOCTATOUYHOCTH OY€Hb JIMHHOLENOYEYHOW almJI-
KoA nerugporenasst (VLCAD):

e 0-4mec. — 50% rpynnoro momnoka + 50% cnenuanuzupoannoe nuranue ¢ MCT

e >4mMec. — yMepeHHOe cokpalieHue xupa 10 30% sHepruu ot ob1ero kaitopaxka, u3z Hux 10-15% 3a

cuer MCT, 3-4% 3a cueT He3aMEHUMBIX JKUPHBIX KUCIIOT.

JAuerorepanus NpU HEAOCTATOYHOCTH OYeHb NJIMHHOLENMoOYe4yHOM anuia-KoA nermaporeHasnl
(VLCAD) ¢ panHeii manudecranmeii ¥  HeIOCTATOYHOCTM  MHUTOXOHAPHAJIBLHOIO
TpUuPyHKIHOHANBHOIO Oeaka (MTP) HexocTaroyHOCTH VIMHHOULENMOYEYHOM TUAPOKCHI-KoA
aeruaporenassl (LCHAD):

e (0-4mec — 100% cneunanusupoBanHoe nutanue ¢ MCT

e >4Mmec. — cokpamienue xupa 10 25-30% sHeprun oT obmiero kamopaxa, 20-25% u3 HUX 3a c4eT
MCT, 3-4% 3a cueT He3aMEHUMBIX KUPHBIX KUCJIOT. CHU3UTh NMOTPEOICHUE IJTMHHOLETIOYSUHbBIX

YKUPHBIX KACIOT MAKCUMaJIbHO Ha CKOJIBKO BO3MOKHO.
Jlois Bcex TMIOB: M30erarb KaTadoJn4eckux curyanumii!!!

HNPUMEP PACUETA JIUETBI

Pacuer amersl s pebeHka C OUArHO30M: HEAOCTATOYHOCTH JJIMHHOIENOYeYHOU Tuapokcmi-KoA
nerunporenassl (LCHAD):

Bospacr 1,5rona, Bec 10kr.
JHeprus:

B 1,5 roga cyrouHas KaJOpUHHOCTH palMoOHa cocTaBisieT 90KKan/Kr/CyT, cienoBaTeilbHO, Ball

pebenok momkeH monyduth 10 x 90 = 900 kkan B CyTKH.
AKupsbr:

25% sHepruu 10JKHBI 00eCIIeUnBaTh KUPHI.

It xupa — 310 9 kanopuii (Kxan)

Ucxons u3 31010, peOSHOK JTOIKEH MOTYUYUTh:



Kupswr (t/cyt) =25% x 900/9/100% = 251. xupa B CyTKH.

20% sHepruu 10JKHBI 00eCIeUnBaTh KUPHBIE KUCIOTHI CO CPEAHEH LIETIbIO, CIIEA0BATEIBHO:
MCT(r/cyTt) = 20% x 900/9/100% = 20r. MCT B cyTKH.

[Tonyuaercs,, 4TO Ha A0 XKUPOB C JUIMHHOW LIETBIO MPUXOAUTCS TOJIBKO: 25T — 20r = 5T. B CYTKH.
3-4% sHepruu Mbl 10JIKHBI 00ECIIEUUTD 3a cUeT He3aMeHUMBbIX KUpHBIX kucioT (ITHXKK).
Cunraem:

IMHXK (r/cyT) = 3% x 900/9/100% = 31 B cyTKH

beaxu:

Ir. 6enka — 3to 4 kanopuit (Kka)

[Ipu HemocTaTOYHOCTH O4YeHb JIMHHONENnoueuyHo anmi-KoA nerumaporenassl (VLCAD) ¢ pannei
MaHUu(ecTame 1 HeJJOCTaTOYHOCTH JUIMHHOLIeoueuHoU Tuapokcuii-KoA neruaporenassl (LCHAD)

Ooree nenecoodpazHa queTa ¢ MOBBIIIEHHBIM coiepkaHueM oenka 1,5-2,51/kr/cyT.

B npuBegenHom BeIle npumepe pedeHky BecoM 10kr cyTouHas moTpeOHOCTh B Oeske cocTaBisieT: 15-
25t

benok 2 r/kr/cyT — 310 201, B MIpOIIEHTaX OT 00IIEro Kajopaxa 3To:
benku (%) =4 x 20/900 x 100% = 9%

YrueBonwbl:

It. yreBogoB — 910 4 kanopuii (Kkamn)

U Tak MBI MOCUMTAIIH, YTO CYTOYHAS KAJTOPUMHOCTH palnoHa y Haiero pedenka 900kkain, u3 Hux 25%
SHEPrur O00EeCHeYnBaIOT KUPBL, 9% O€eNKH, OCTABIIYIOCS SHEPTUI0 MBI JIOJDKHBI MOKPBHITH 3a CUET

YIJIEBOJIOB:

100% -25% -8%= 66%

[IepeBonuM B rpaMMmBbl:

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

MNOJMHEHACBIIINEHHBIE HE3AMEHUMBIE )KUPHBIE KUCJIOTHBI (ITHXXK)
Cymectsyer 2 Buna [THXKK: omera-3, omera-6.

I[MTHXXK 3aHuMaroT OONBIIYyI0 YacTh COCTaBa 3al[UTHOW MeMOpaHbl (000JOYKH) JIFOOOW KIIETKH.

Opranusm cnocoOeH npeodpa3oBbIBATh KUPHBIE KUCIOTHI OAHOIO KJlacca B JPYroi, HO HE CIocoOeH



CUHTE3MpOBaTh 00a Kijacca W3 0oJiee MPOCTHIX BEHICCTB, MOITOMY OHHU OO0S3aTENBHO JIOJDKHBI

IMPUCYTCTBOBATH B ITUIIIC, HO,HO6HO MHUKPOIJICMCHTAM.

B namewm opranusme [THXKK nmeror cBoiicTBa B 3THX k€ 000JI09Kax OOHOBIATHCS MO MEpE TOTO, KaK

KJICTKA IIPOXOAUT CBOM €CTECTBEHHBIM KM3HCHHBIM ITUKII.

Opranu3M Bcerja HUCIOJBb3YET TE€ JKUPHBIE KUCIOTHI, KOTOpbIE €CTh B HaaW4Yuu. VIMEHHO MO3TOMY
nenecoobpasno, Bkmrounth B panuoH I[IHXXK kmacca omera-3 m omera -6 B TpaBHIBHOM

COOTHOILIICHUC.

Omera -3: AJIK (Anpda-nmuHomenoBas kuciota), JI'K (moko3arekcaeHoBas KHCIOTa) U
OIIK (sitko3aneHTacHOBasE KUCIIOTA).

Owmera — 6: TUHOJNIEBAsI KUCJIOTA, apaxuJOHOBAsI KUCIIOTA.

Taomuua 4. IHKK npu HU3K0:KUPOBOI 1HeTE, ONTUMAJIbHOE COOTHOIICHHE:

Omera-6
Omera-3 (%oT O6was cymma (% ot Omera-6: Omera-6 Omera-3

Bospact | (% OT | 3Heprum) 3Heprumn) Omera-3 (r/cyr) (r/cyT)

3eprum)
0- 4,0 0,5 4,5 8:1 2,0 0,25
<4mec.
4- 3,5 0,5 4,0 7:1 2,7 0,4
12mec.
1-<4n. 3,0 0,5 3,5 6,5:1 3,5 0,6
>4n. 2,5 0,5 3,0 5:1 5,5 1,1

Taoauua S. Conepxanne IIHKK B pacTuTebHBIX Macaax:

macha ?ouaggeggsaﬂ KUcnorta ?gagaraa-_glsmoneuosaﬂ KUcnoTa Omera-6:omera-3
CadnopoBoe Macno 75 0,47 150:1
TbIKBEHHOE Macno 49 0,5 98:1
JlbHsAHOE Macno 14 53 0,26:1
KyKkypy3Hoe macno 55,5 1,0 55:1
OnuBKOBOE Maco 8,2 0,86 10:1
Pancosoe macno 15 8,6 1,7:1
KyH>XyTHOe macno 42,5 0,8 53:1
Macno coeBbix 6060B 53 7,7 7:1
Macno noaconHe4Hoe 50,1 0,2 62:1
Macno rpeukoro opexa 52,4 12,2 4:1
Macno 3apogbllen nweHuLbl 55,7 7,8 7:1

HOKOB&FEKcaeHOBaﬂ KHucJjaora



VYuuteiBas, uro sumb Manas dacth JII'K Kucmotel cuHTe3upyercs u3 anb(}a-THHOJICHOBOM, OTHHMX
PaCTUTENbHBIX HCTOYHUKOB JJII BOCIOJHEHUS HeoOXoaumoro ypoBHs Owmera-3 HeIOCTaTOYHO.
NMeHHO mo3TOMY B pallMiOH PEKOMEHAYETCS BKJIIOUUTH JO0ABKH, COAEpIKaIlUe JOKO30I€KCAaeHOBYIO
kucnoty (JI'K) B Heobxonumom konmuectse. [Jo3a [THXKK onpenensercs Bpauom.

KAPHUTHUH

[Tpu nepBuyHOM NeUIIUTE KAPHUTHHA, MPENapaThl JICBOKAPHUTHHA HA3HAYAIOT B BBICOKHX J103aX 50-
400 mr/KT/CYT.

B ocTtanpHBIX clydasx KapHUTHH Ha3HAYAlOT B HEOOJBIINX JO3UPOBKAX C OCTOPOKHOCTBIO PEr.OS.

(1mo3a onpenensieTcs BpauoMm)

IMPOTUBOIIOKA3AHO BHYTpMBEHHOE BBEJICHHUE pACTBOpAa KapHUTHMHA TMpPU HAPYIIEHUH b-

OKHUCIICHHUS )KUPHBIX KACIOT!!!

KAKUM OBPA3OM IIMTAHUE PEBEHKA MOXET BbITb AJAIITUPOBAHO K
INUTAHUIO CEMbHA

K koHIly mepBoro rojga >kKM3HM PeOCHOK HAYMHAET MEPEXOJUTh Ha OOIIMI CTOJ, €ro MUTaHUE BCE
0osbllle HAaYMHAET MOXOAWUTH Ha B3pociyio nuiny. Ena mmeer Oosiee TBEpayl0 KOHCHUCTEHIIMIO, U

ACCOPTUMCHT OTACIbHLIX IMMPOAYKTOB U 6J'IIO)] pacmrpsAaCTCA.

OBE3HHPEHHBIE
CNANOCTH

’l’- PACTHUTENEHBIE
MACNA M CUT

OBEIHHWPEHHOE

MONOKO, HEKWPHOE
5 . MACO, PblBA
1 \
e
- -
: \ INAKM, KAPTO®END
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o DR\ Q@
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Puc.1. IlumeBas mnupamMuaa, WUTIOCTPUPYIONIAsS COCTAB E€XEIHEBHOTO pallMoHA pedeHKa ¢

paCCTPOﬁCTBOM MeTadoIM3Ma JJIMHHOLCTIOYCYHBIX JKUPHBIX KHUCJIOT.

Bonpimast 4acth MpOAyKTOB COOTBETCTBYET PEKOMEHIAIUSAM JIJISl 3I0POBOTO, PA3HOOOPA3HOTO TUTAHUS
AeTel co 310poBbIM MeTaboian3MoM. OueHb BaKHbl HAMTKH O€3 caxapa, Takue Kak MHUHepajbHas
BOJIa, (DPYKTOBBIM 4Yall M HEOOJBIIOE KOJIMYECTBO (PPYKTOBOTO COKA, CMEIIAHHOIO C ra3WpOBAHHOU
BozoM. B nmpuopurere PppyxThl 1 oBOIIM. B MX cocTaBe MpakTUYECKU HE COACPIKUTCS KUPOB, IIOITOMY
OHHM MOTYT YHOTPEOIAThCS B OONBIIOM KOJHMYECTBE. PeKoMeHIyeTcsl, Kak U BCeM, CheAaTh 5 MOopIuid

(pyKTOB U OBOLLEH B JCHb.

Crnenyromuii ypoBeHb MUIIEBON MUPAMHUIBI COAEPKUT 3€pPHOBBIE TIPOAYKTHI, 371aku U KapTodens. [Ipu

HX IIPUTOTOBJICHUHA JOJIKHO MCIIOJIB30BATHCA MUHHUMAJIBHOC KOJIMYCCTBO KHPA.

O06e3KUpEeHHOE MOJIOKO W MOJIOYHBIE TPOAYKTHI O0OTAMIAIOT €XKEIHEBHBIN PAIIMOH M JIOTIOHSIIOTCS

MCHBIINM KOJUMYCCTBOM HCXKHPHBIX COPTOB MACA U pLI6BI

Macna u TBEPABIC ) XUPbI OOJI>KHBI ObITh 3aMeHeHBI MCT u He3aMEHHUMBIMH JKUPHBIMU KHCJIOTaMH B

npaBUJIbHOM COOTHOIIICHWH.
Ha BCPIIHUHC IMUPAMUIbI HAXOOATCA HU3KOKUPOBLIC CJIAIOCTH.

METABOJIMYECKHNM KPU3

MeraGonuvecknii KpU3 - KPUTUYECKOE, YIPOXKAIOIIEE >KU3HU COCTOSHUE, CIPOBOLIMPOBAHHOE
HEOMaronpusTHEIME (aKkTopaMu, OOYCIaBIMBAIOIIMMHU yCHIICHHBIN pacmaja >KUpPOB ¢ 00pa3oBaHHUEM
KUPHBIX KHUCJIOT, HapylIeHHEeM UX OKHCJICHUS | TPHUBOIANIEE K OOpa3oBaHUIO TOKCUYHBIX

METa0O0JIUTOB.

YTo MOXkKeET CIPOBOLMPOBATH MeTA00JIHYECKUI KPHU3:

e JUIMTEIBHOE T'OJIOAHUE

o UHQEKIHI

e TsDKenas (pu3MYecKas u IMOLIMOHAJIbHAS HArpy3Ka

IIpu3Haky runorJinKeMun (CHUKEHUE YPOBHS caxapa B KPOBH):

CmabocTth

Hpoxb

l'onoBokpyxenue

JIMnKui XONOOHBIN IIOT.

IlepBble CUMIITOMBI META00JIHYECKOTO KPH3a:



UpesBbryaliHasi COHIMBOCTh, U3MEHEHUE MOBEAEHHUS, PA3APAKUTEIBHOCTD, CHUKEHHE anmeTuTa. dYacto
KpU3 MPOBOLMPYET HH(MEKIHUs, MOITOMY IEpPBbIE NPOSBICHUS MOTYT HAYMHATBHCS JIMXOPAIKOH,
TOILIHOTOM, Auapeei, pBOTOM. 3aTeM CIENyeT CHUKEHHE caxapa B KpPOBU. ECIIM CBOEBPEMEHHO HE

Ha4aThb JICYCHUC Y pe6eHKa MOXKCT IMOABUTHCA OJAbIIIKA, CYJOPOIr M KOMaA.

B KAKHUX CJIYYASX HYKHO HEMEJJIEHHO OBPATUTLCS 3A MEJIUIIMHCKOM
MOMOIIBIO

Ecnu BBl 3aMeTHiu JIF000M M3 TUX CHMIITOMOB Y Balllero peOeHKa:

o [Dlmoxou anmerut

e BripaxkeHHas c1ab0CTh UM Ype3MEpPHas COHIMBOCTD

e PBorta

o Jlnapes

o Jluxopanka

e [locTosiHHBIE MBIIIEUHBIE O0IH, CTA00CTh UM KPACHOBATO-KOPUYHEBBIN LIBET MOUHU.
YTO AEJATH ECJIN Bbl 3BAMETWJIN Y PEBEHKA OTU CUMIITOMbI?

VYxymiienue cocTostHUsT 0OBIYHO HAOIIOAETCsl B TOT MOMEHT, KOT/Ia OpTaHU3My HE XBaTaeT sHepruu. U
OH HA4YMHAET €€ MCKaTh BCEMHU BO3MOXXHBIMH CIIOCOOAMH, OJIMH U3 MyTEeH — 3TO pacmaj COOCTBEHHBIX
TKaHel (karabonu3m). Jlomyckarb 3TOrOo HU B KOEM ciyyae Hemb3s. VM mepBoe, 4To Mbl JOIKHBI
cenaTh, 3TO MOMPOOOBaTh BOCIOIHUTH 3HEPIHIO 3a CUET INIIOKO3bl. [laliTe peGeHKy yIIeBOIbI, 3TO

MOJKET OBITh (DPYKTOBBIN COK, CIAJKUNA Yall, UJIK PACTBOP TITFOKO3BI.

YuuThiBass BBICOKMH PHUCK PA3BUTHS METAOOIMYECKOTO Kpu3a IPHU TOSBICHUU BBIMICONUCAHHBIX
CHMIITOMOB HY)KHO HEMEIJICHHO OOpaTUTHCS 3a MEAMITMHCKON moMoIbio. HeoOxomnmo B34Th aHAH3
kpoBH Ha 31eKkTpoiuThl (K+, NA+, Cat), nmoko3y, KILIC, AnAT, AcAT, KOK, JIAI, XC, JIIIBII,

JIITHIIL, tpurmuuepuast, NH3 . W HauaTh BHYyTPMBEHHOE BBEJAECHUE IIIFOKO3bI, COMIACHO MPOTOKOY:

le/l HEBO3MOXKHOCTH opraHnu3anuu NUTAaHUA qepes poT H606XO}1HMO YCTAHOBUTD

Ha30racTpaJbHbINA 30H/

TEPAIIUSA

IIpuHIUNBI TEpanun:

e U30Gerarp ronoganus

o CokpallleHHE B pallMOHE KUPHBIX KUCJIOT C JUIMHHOM LIENBIO

° O6OFaH_IeHI/Ie nUIy CpCaAHCUCITIOYCYHBIMHU ) XUPHBIMU KUCJIOTaMU



o [lpenoTBpaTuTh rUMOITMKEMUIO

o JlonmonHurtenbHas MeTaboIudecKas Moaaep:KKa Mpy pa3BUTUU UH(PEKIIMOHHBIX 3a00J1€BaHUN
e Jlo6aBKM KapHUTHHA (CM. pa3/iesl KAPHUTHH)

OUBNYECKAS HAT'PY3KA

duznyeckas Harpys3ka — 9TO BCCTa AOIIOIHHUTCIIbHAA DHCPTUA, TC KaJIOPUHU, KOTOPBIC MbI HOJI’KHbBI

3aIUIaTUTh HAIIEMY OPTaHU3MY 3a YCUJICHHYIO paloTy.

HOBTOMy €CJIM BBI 3HACTC, UTO 006HpaeTe(:I> IOTPAaTUTh OoublIIe SHEPTHUU YEM O6I>I‘{HO, BbI JOJI?KHBI

OBITH K OTOMY I'OTOBBI.

3a 30 MuHYT 10 Pu3NUECKOil Harpy3ku pekoMmeHaoBaHo mpuHaTh 0,2-0,5 . MCT Ha Kr macchl Tena.

Jliist 6onbiieit 23QpPeKTUBHOCTH MOYKHO CMEIIATh C YITIEBOAAMHU, HAPUMED, TOJTOUYHBIM COKOM.

[Tocne ¢usnueckoil Harpy3Kd HYKHO BOCIIOJIHUTH TMOTPAYEHHYIO HSHEPTUI0 OETKOBO-YTIEBOAHON

3aKyCKOM, OTHOIIIEHUE YIIIeBOJOB K Oenkam — 3:1
CrnenuajJn3npoBaHHOe MUTAHHE

I[J'IH MagUCHTOB C HAPYHICHUSMHU OKHUCIICHUS KHUPHBIX KHUCIIOT pa3pa60TaHI>1 HCECKOJIbKO BAapUAHTOB
CIICHUAIMU3UPOBAHHOI'O ITUTAHUA U OTACIIBHBIC neucOHBIC IMPOAYKTHI. OHHU OTINYAIOTCS MCIKOY COOOH.

[Ipu nepexone ¢ oHOM PopMyIIbI HA APYTYIO U C OJHOTO MPOIYKTA HA APYTOUM 3TO HYKHO YUUTHIBATH!

Ta6n1/1ua 7. CocraB CIICHUAIIM3UPOBAHHBIX HHU3KOKHUPOBBIX cMmecei JIIA IMUTAaHUA MMAIUCHTOB IIPpH

FAOD, naunnas c poxxaenus (coaepxkanue narpeauenton Ha 100 r cyxoro npoaykra) *

CneumanusnpoBaHHble HU3KOXXMPOBble MNpoOAYyKTbl MNUTaHUA Je4yebHoro
OCHOBHbl€ XapaKTepUCTUKH nutaHua (coctas B r/Ha 100 r cyxoro npoaykra)
cyxaa cMmecb <«Nutrigen Low Fat» cyxas cMecb «Monogen» cyxasa cMmecb («Kanso Lipano»)
(«HyTpureH HM3KOXMPOBOMN>») («MoHoreH») KaHco JlnnaHo
JHepreTuyeckas LeHHOCTb K[K/KKan 1858/ 444 1859/441 1957/466
benok, r 12,9 12,81 12,5
XKwupel, r 12,9 129r 17,5

(2,6)

HacbiweHHble XK, T 11,3 11,3r 14,3
MOHOHEeHacCbIWEeHHbIe, T 0,4 0,34 r 0,7
[MonnHeHacbIWeHHbIE, T 1,2 1,3r 2,4
JlnHoBneBas KucnoTa, r 0,8 0,87r 1,7
a-JInHoneHoBas KUcnoTa, r 0,11 0,17 r 0,3
[Joko3zarekcaeHoBas kucnota (DHA), r 0,06 0,06r 0,06
ApaxugoHoBas kucnota (AA), r 3,6r 0,06r 0,07




CneunanusmpoBaHHble HWU3KOXXWPOBble MNPOAYKTbl NUTaHuUA JedyebHOro
OCHOBHbIE XapaKTEepUCTUKHU nutaHua (coctas B r/Ha 100 r cyxoro npoaykra)
CpeaHeueno4yeyHble TpUrnuuepuabl 10,8r (84%) r/100 10,1 r 84,4 % (r/100 r >XMUpPHbIX 13
(MCT) I XXMPHbIX KNUCOT) KWUCNOT)
OnnHHOoueno4veyHble TpUraMuepuabl 2,0 r 15,6 % (r/100 r >XWpHbIX
(LCT) KWCNOT)
OTHoweHne (n-6): (N-3) >KUPHbIX 3,87:1
Kucnot
YrneBsoabl, © 69 68,6 r 62,9
B T.4. caxapa - 11,8r 8,1
B T.4. nakTo3a 27 (39% 06wmx yrnesonoB) - 3,7
OcmonanbHocTb  MOcM/kr  H20 npwu 240 mOcM/kr H20
CTaHAapTHOM pa3BeAeHUn

*Mconmp3yroTCsl B KA4€CTBE OCHOBHOTO TTUTAHHS

Tabnmuua 8. CocTaB crenuaIu3upOBaHHBIX >KMPOBBIX cMeced [uisi muTaHus nanueHToB npu FAOD,

Ha4YMHas ¢ poXxAeHUA (comeprkanne nHrpeaueHToB Ha 100 T cyxoro nmpomykra) **

Cneuy. NpoayKT O6wme >xknupbl % N3 Hux MCT %
NnkBnpykeH+" ****("Liquigen+") ( 50 45,4
Kanso MCT OQil 100 100

** Mcnomnb3y.TCsl TOJIBKO KaK JIOMOJHEHUE K OCHOBHOMY MPOAYKTY MUTAHUS
JANCITAHCEPU3ALIUA

JUis TmamueHTOB C HApyUICHUSIMHM OKHUCIEHUS SKUPHBIX KHUCIOT HEOOXOIUMBI pPeryisipHbIe
oOcnenoBanusa. B Tabnuile mpuBeneH NMPUMEPHBIA MEPEUYCHb U PETYISIPHOCTh MCCICIOBAHUN, HO B

KaKJI0M CJIy4dac BbI JOJIKHBI COITIACOBBIBATD IJIAH 06CHGI{OBaHI/IH CO CBOHUM JICHAIIUM Bpa4oM.

Tabauua 8. PeryasipHocTs pa3jn4HbIX ucciaenosanuii npu FAOD

UccnepoBanue MHTepBan

T™MC 1 pa3 B 3 mMec n no
nokasaHusMm

KLWC + nakrtaTt 1 paz3 B 3 Mec n no
nokasaHusiM

KpoBb Ha aMMOHMM 1 pa3 B 3 Mec 1 no
nokasaHusaMm

Bunoxmmnuecknii aHanus kposun (KOK, AIT, ACT, NAro6wunin 6enok, anbbyMunH, rnrokKosa, XosnecTtepuH, 1 paz B 3 Mec n no

TPUrAnLepuabl Kannii, Kanbumm nokasaHusiM

OKIr 1 pa3 B 6 Mec 1 no
nokasaHusaMm

IX0O-KI 1 pa3 B 6Mec m no
nokasaHusm

220 1 pa3 B 6 Mec n no
nokasaHusM




UccnepnoBaHune UHTEpBan

Y3W opraHoB 6plOLIHON NOMOCTM U NoYeK 1 pas B 6mMec. u no
nokasaHuam

TEYEHWUE BEPEMEHHOCTH [P HAPYIIEHUM B-OKMCJIEHUS )KUPHBIX KUCJIOT
Y IUIOJA

[Ipu 6GepemMeHHOCTH TIPU HEKOTOPBIX (hopmMax O0JIE3HEHM €CTh BHICOKUE PUCKH PAa3BUTHSI OCIOKHEHUH.
Cpeny HMX 4Yalle BCETO BCTPEUAIOTCS: CHIIBHBIM TOKCHKO3, YacTas pBOTA, JKENTyXa, O0Ib B KHUBOTE,

MIOBBIIICHUE aPTEPUAIBHOTO aBJICHUS, KPOBOTEUEHHUE.
MPOT'HO3 INPU CBOEBPEMEHHOM IOCTAHOBKH JIMATHO3A

[Iporuo3 3aBucut OT ¢opmbl 3aboneBaHuss W MaHudecTanuu. B OoNbIIMHCTBE cliyyaeB IMpH
CBOEBPEMEHHOM JMAarHOCTUKU M Tepamuu JeTH C 3a00JIeBaHMEM MOTYT pPacCUUTHIBATH Ha
MOJIHOLICHHYIO JKM3Hb, HUYEM C MIEPBOT0 B3MIA/Ia HE OTIIMYAOLICIOCS OT OCTAIBHBIX. OIHAKO TEparus
OyIeT MOXXKU3HEHHOMW, W pe3ysnbTaT OyleT 3aBHCETh OT MPABUIBLHOCTH COOMIOACHUN pPEKOMEHIalnn

Bpayewu.
JOHOJHUTEJIBHASA NHO®OOPMALIUA

[leuaras B mouckoBuke TepmuH «fatty acids oxidation defects», Bbl HaileTe THICSAYM AHITIOA3BIYHBIX
CCBUIOK. B pyCCKOSI3bIYHOM MHTEPHETE MOJIE3HBIX CAMTOB HA 3Ty TEMY IOKa HET. DTH CalThl CO3JAI0T
caMU POJUTENH, TIPHU MOIAEPKKE Bpadeil U crenuainucToB. [loaToMy ecnu y Bac €CTh CUITBI M JKEeJTaHUE

- cIleJIaiTe TaKoW CalT I JPYTUX CeMer U JJis ceOsl.

HNHTEepHET MPUHOCUT OOJBITYIO O3y, HO WHOTIA WHGOpPMAITUs, HaliJICHHAas B WHTEPHETE MOXKET HE
COOTBETCTBOBaTh PEKOMEHIAIMSAM, KOTOPBIM BBl ciieayere. He OpocailiTech BBIMONHITH TO, YTO
HAIlMCAaHO Ha CTPAaHMIAX COICETeM M Ha calTax, Jaxe eciau uHOpMaIus 3aciayKUBaeT JoBepus!

O6CYI[I/ITC 9TO C BallKM JICHAIIIMM BPa4OM, BbI JOJIZKHbBI OBITH YBCPCHBI, 4TO ACJIACTC BCC IIPABUIIBHO.

HpI/I COCTABJICHNH HOAHHOTO MaTcpuajla Mbl IIOJB30BAJIMChH CJICAYIOIIMMHU PCKOMCHAAIUAMU U

HNCTOYHHUKAMM:

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



COKPALIEHUSA N1 TIOHATUA

e CPT1 - Kapuurtun nansmutountpancepassl 1 nedpunur

CPT?2 - Kapautun nansMutounTpancdepasbl 2 1euimt

e SCAD - Kopotkonenoueunoit aimmi-KoA neruaporenasst qeunur

« MCAD - Cpennenenoueunoi ammi-KoA neruaporenasst qeummt

e MTP - MuroxoHapualIbHOTO TPU(PYHKITHOHATEHOTO OCNKa AeHUITHT

e« LCHAD - pnunHonenoyedHoi rusipokcuii-KoA neruaporenasst qepuuut
e VLCAD - Ouens anunaHonenodednon ammmi-KoA neruaporenassr nedummr
o« CHT (MCT) — cpenHenenouyeyHble KUPHbIE KUCTOTHI (TPUTTTULEPUIBI)

o JIIT —nuHHOLIETIOUEYHBIE KUPHBIE KUCIOTHI (TPUITTMLEPHIBI)

o INHKK — nosmHeHaChIILIEHHbIE HE3AMEHUMBIE KUPHBIE KUCIOTHI

o AIIMJIKAPHUTHUHDBI - ;)xupHbIE KUCIOTHI, CBI3aHHBIE C KAPHUTHUHOM

o KAPANMOMMOIIATHUSA — 3a0oneBanue cepiaiia, Mpyu KOTOPBIX CEpACYHAs MBIIIIA CTPYKTYPHO U

(byHKIMOHAJIBHO U3MEHEHA
o« TUNIMOTOHMUSA — mbiieunas c1abocTb
e 'MINIOITIMKEMMSI - cHukeHMe ypOBHS caxapa B KPOBU
o« PABJIOMMOJIN3 — pazpyieHne KIETOK MBIIIEYHON TKaHH

« METABOJIMUECKHI AIIMJIO3 - HapymieHHe  KHCJIOTHO-OCHOBHOTO  COCTOSIHHS,

MPOSBIISAIOIIEECs] HU3KUMU 3HaUeHUAMH pH KpoBU U HU3KOM KOHIIEHTpaluei OukapOoHaTa B KpOBU
o N'MINOIVTIMKEMMS — cHmxeHne ypoBHS caxapa B KPOBH
« 'NIIEPAMMOHMEMMS — noBellIeHUE YPOBHS aMMOHUS B KPOBU

« HEMPOITIATHSI - nopakeHne HepBa, IPH KOTOPOM IIPOMCXOINT HAPYHICHHE €ro IIeTOCTHOCTH

WA 1IEJIOCTHOCTH €r0 000JIOUKH.
« PETUHOIIATHSI - nopaxeHue ceTdyaTku

« KATABOJIN3M — npouecc pacnaia ClI0KHBIX BEIECTB.



Ipuaoxkenue I'l-I'N. IlIkajabl OLleHKH, BONPOCHUKHU U
JApyrue OueHOYHbIC HHCTPYMEHTHI COCTOSIHUS
MANUCHTA, IPUBEJACHHbIC B KINHUYCCKUX
pPeKoOMEeHIalusX

He npumenumo.



