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Pe3some

LedunuuT 3-ruapokcuaumn-KoA fernaporeHasbl sKUPHbIX KUCNOT C AFIMHHON YrNepoAHON Liemnblo — HacNeACTBeHHas popma na-
TONOT Y W3 FPYNMbl HAPYLEHW MUTOXOHAPUANBHOTO B-OKUCIEHNS KUPHBIX KUCTIOT C ay TOCOMHO-PELIeCCUBHbBIM MEXaHI3MOM
HacnenoBaHus. 3aboneBaHyie xapakTepr3yeTca runorMKeMIeld, CTeaTo30M NeyeHw, KapauoMvuonaTue, HapyLeH!AMI pUTMa
Cep/iLa, NporpeccupytoLLei MblleYHON rMnoToHKel. Mbl npeCcTaBiAem Cyyalt yCnewHon AMarHoCTUKN U AUETUYECKOrO
nevyeHus fedpuumta 3-ruapokcuaumn-KoA geruaporeHasbl >KUPHbIX KUCOT C AUHHON YrNepOHOM LIEMbIo C UCMONb30BaHM-
em creuranm3npoBaHHoro npenapata — 100% Macna cpefHelenoYeyHbix TPUMMLEPHIOB Y pebeHKa paHHero Bo3pacTa.
MoayepKHyTa BaXHOCTb MAKCKMabHO PaHHEN BepUGMKaLMy AnarHo3a v Hayana AnetoTepanuy, YTo No3BONAeT NpoABeHus
bonesHu 1 onpefenser He0OXOAUMOCTb BKIIIOUEHNA 3aD0NeBaHUI rpynnbl HapyLWEeHU MATOXOHAPHANBbHOTO B-OKMUCeHs
KMPHBIX KACIOT B MPOrPaMmMy HEOHaTaNbHOTO CKPUHUHTA,

KnioueBble cnoBa: feduunT 3-rugpokcnaunn-KoA aernaporeHasbl XUPHbIX KCAOT C ANVHHOW YrNepOAHOW Lenblo; rnor-
JIMKEMUS; CTEaTO3 NeyeH; renaTomeranis; kapamomvonats, reH HADHA; MUTOXoHAPUanbHbIA TPUGYHKUMOHANbHBIN 6enokK;
CpefHeLenoyeyHble TPUrAKLEPUAbI; AETK

KOH®NUKT nHTepecoB. ABTOPbI 3aABNAIOT 00 OTCYTCTBIUM KOHGNNKTA NHTEPECOB.
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summary

Long-chain 3-hydroxyacyl-CoA dehydrogenase deficiency (LCHAD) is a hereditary disease referred to the group of disorders
of mitochondrial B-oxidation of fatty acids with autosomal recessive inheritance. The main symptoms include hypoglycemia,
hepatic steatosis, cardiomyopathy, cardiac arrhythmias, progressive muscle hypotension. We present a case of successful di-
agnosis and treatment of a long-chain 3-hydroxyacyl-CoA dehydrogenase deficiency (LCHAD) with the use of 100% medium
chain triglycerides’ oil product. The importance of the possibly earliest verification of the diagnosis and initiation of diet therapy
using medium-chain triglyceride oils is emphasized, which allows to reduce the disease manifestations and determines the
need to include diseases of mitochondrial fatty acids -oxidation into the neonatal screening program.

Keywords: deficiency of 3-hydroxyacyl-coa dehydrogenase of fatty acids with a long carbon chain; HELLP syndrome; hypo-
glycemia; liver steatosis; hepatomegaly; cardiomyopathy, HADHA gene; medium chain triglycerides; children
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BeBepeHune

HOedbnuur 3-rugpoxkcnanun-KoA pgermpporeHa- pgerumpporeHass! xupHbix kucnot (LCHAD), gnus-
3bl XU pHBIX Kucnot (OKK) ¢ gnuHHOI yriiepogHoil  HoLerno4e4Hoit sHOMI-KOA ruaparasbl XKMPHBIX KIC-
penbio (Long Chain 3-Hydroxyacil CoA Deficiency - not (LCEH) 1 fnMHHOLIEIOY€YHOI THO/Ia3bl KM PHBIX
LCHAD) - HacnencrBeHHoe 3a6oneBanue u3 rpynnsl  kucnot (LCTH). Ten HADHA (2p23.3) kopupyet dep-
HapyureHni MutoxoHppuanpaoro B-oxuciaenus XK.  mentst LCEH 1 LCHAD, depment LCTH kogupyercs
MuTtoxoHzpuanpHoe B-OKNUCIeHne fanHHonenoded- reHom HADHB (2p23.3), OMIM 600890 [1].

HBIX XXVPHBIX KUCIIOT C J/INHHOMN yTI/IepOJHOI LIeNbIO JaHHOe 3a60eBaHMe He BXOAUT B Poccuitckyio
(14-20 aTOMOB) IpOTEKAET B HECKOIBKO CTAfiMIl Cy4ya- IMPOTPaMMy MaccoBOro o6ciefoBaHMs HOBOPO-
CTUEM [IMHHOILENIOYeYHON 3- ruapokcnanun-KoA  >k/eHHBIX Ha HaclefCcTBeHHble 60Me3HU oOMeHa
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BelllecTB. B HacTosAIee BpeMA MacCOBBIV HEOHATAIb-
HBIJI CKPMHUHT Ha 9TO 3a60/IeBaHMe IPOBOAUTCS
B CIITA, ABcTpanumy, a Tak>Ke HECKOIbKUX CTpaHax
EBpocorwsa: ABctpun, Yexun, Januu, l'epmannnu,
Wranunu, Beurpun, Vicnangum, Hugepnanpgax
nIopryranun. Cormacuo gaHubix noprana Orphanet
[2], cpenHss yacToTa HedUINTA AIMHHOLEIIOYEIHO
3-rupgpoxcuanun-KoA merupporeHasnsl COCTaBIAeT
1/250000 HOBOPOXK/JEHHDIX.

K nmabopaTopHbIM IIOKa3aTensaM 3a00/IeBaHNUA OT-
HOCATCS TOBBINIEHVE KOHI[EHTPALVIi IIMHHOIeTIO-
YEUHBIX )XUPHBIX KUCTIOT, ONIpefie/isIeMOe MEeTO/IOM
TaH/IEMHON MaccC-CIeKTPOMETPUM, XapaKTePHBIM
OMOXMMUYIECKUM NPUSHAKOM ABIAETCA HU3KUIL ITO-
KasaTeJIb CBOOOJTHOTO KapHUTUHA.

BosnesHb geb0THPYeT, Kak IPaBIUIIO, B pAHHEM BO3-
pacre (o 12 Mec) u mpoTeKaet B TsIXKeT0l popMe, 4TO
MIPOABIAETCA TUIIOKETOTUYECKOI TUIIOTIMKEMUEIL,
MeTabo/MMIecKIM allNF030M, TUIIOTOHMElT, MUOTIATH-
eit, pabjoM1OIN30M, IepudepuIecKoit HeliponaTuei,
HapyleHueM QyHKINM IeYeHU C )KMPOBBIM T'elaTo-
30M, TI€YE€HOYHOII dHIleaonaTyelt, KapAMOMIONa-
THEN M apUTMUEN, PpeTUHOIATHEN, a TAK)Ke MOXKET
CTaTh IPUYIMHON BHE3AIIHOI M/Ia/IeHYECKON CMEPTH.
KnnHud4eckuM CMMIITOMaM 4acTO IpefilieCTByeT
TOJIOflaHNe U/UIU MHTEPKYPPEeHTHOe 3ab0IeBaHue.
PanHAA fMarHoCcTUKa M afleKBaTHO IPOBOAMMAS
Tepamnus IO3BOJAET MallMeHTaM PacTy ¥ YCIEeITHO
PpasBUBATHCA, KEHI[MHAM, JOCTUTIINM PeIpOAYK-
TUBHOIO BO3pacTa —uMeTh fereit. Ha mosgHux cpo-
kax 6epemenHoct LCHAD MoxeT MposABAATHCS
cunpgpomom HELLP (nepBbie 6yKBbI COKpALIEHHOTO
HasBaHMA cundpoma obosHavaT: H — hemolysis (re-
monns); EL — elevated liver enzymes (moBbliieHne
aKTUBHOCTYU pepMeHTOB nevyeHn); LP - low platelet
count (TpoM6OLMTONEHN), @ TAKXKE OCTPBIM XKI-
POBBIM IelaTo30M OepeMeHHbIX Uau NHGapKTOM
IIaledTHl [3, 4]

ITanueHTy C MOJO3pEHMEM Ha HapyLIEHME MUTO-
xoHpipuanpHOro B-okncnenns KK Heobxomumo ompe-
TeNUTh CIeKTP OPTaHMYECKUX KMCIOT U AllMIKapHH-
TUHOB METOJIOM TaH/IEMHOJ MaccC-CIeKTPOMeTPUM
(TMC), a TakXe cofiep>KaHMe TaKTaTa B CBIBOPOTKe
kpoBu. TuddepeHianbHyI0 AMaTHOCTUKY IPOBOJAT
C HaC/Ie[ICTBEHHBIMY HapYIIEHUAMYU OOMeHa, B 4acT-
HOCTH, C OPTaHMYECKNMM aljUieMMUAMY, fedeKTaMu
LIMK/Ia CUHTe3a MOYeBUHBL, pyruMu popmamu fiedek-
TOB TpaHcopra u B-oxucaenus XK, a rakxe ¢ kapan-
OMMOTIATHAMMY U TeIIATUTAMM PA3/INIHOIN STUOIOTUN.
JIna mopTBepKAEHNA IMAaTHO3a U OCYILeCTBICHM A
TanbHeNIIero ceMelfHOT0 MeJMKO-TeHeTUYeCKOT O
KOHCY/TbTMPOBAHMA BBIIIOTHAIOT MOTEKYIAPHOE UC-
cnegoBanne rena HADHA.

JleueHue BO BpeMsi 060CTpeHuIT (MeTaboMnIecKux
KPM30B) BK/II0OYAaeT Pern/paTalinio, BHICOKNE TO3bI
ITI0KO3BI, OTpaHMYeHMe PU3NIEeCKO aKTUBHOCTH,
HOpIIe/Ia4MBaHMe MOYM 1 IIPYeM J06aBOK KaDHUTHHA.
JInuTenbHOe IedeHne BKTIOYaeT B ce6s AMeTy, KoTopast
XapaKTepusyeTcsa pe3KuM OTrpaHMYeHMeM KIPOB 3a
CYeT MaTOTeHeTNYeCK) 3HAYMMBIX [/IMHHOIIeNIouey-
upix KK, BbICOKMM cofiepXaHMeM yITIeBOJOB, BKIIIO-
YeHJeM B PallVOH IMTAHUA CIIeLaTbHBIX IPOJIYKTOB
Ha OCHOBe CpefjHellerouHbIX Tpurmunepunos (CIT).
B MeXTpUCTYIHBII IepUOJ, O4€Hb BaXKHO COO/TIONATD
PeXUM MUTaHN A, VICKTIOYAIOM i IePUOJbI TONMONAHNA,
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[IPOBOANUTD NIPOPUIAKTUKY IUIIOTIMKEMUH 1 OTPAHU-

4yuBaTh pu3MYeCcKye Harpysku [5].

OcHoBHBIE ITpaBuUJIa JUETOTepANY IpU feduiiu-
Te 3-ruppokcnanyi-KoA perupporeHassl XXM PHBIX
KIUCTIOT:

o CcoOMOfeHNe pexxMa KOpM/IeHMIT (CTPOro no va-
caMm), U1 JeTeil TPY/JHOTO BO3pacTa HPOMEXYTKI
MeXZy IpueMaMi MUK TOMKHBI COCTABIIATDb He
6osee 3 4, 11 meTeii crapire 1 roga — He 6oree 4 4;

o o006s3aTenbHble HOYHBIE KOPMIIEHNS (B TOM 4YKCIIe
C UCIIO/Ib30BaHMEM Ma/IbTOLEKCTPUHA UMK KYKY-
PY3HOrO KpaxmaJa Jijis ieTeli ¢ 2-7IeTHEero Bospacra
u3 pacuera 2,0-2,5 /KT Macchl Tema);

» TOAJep>KaHMe SHePreTUYeCKOI IleHHOCTY INUIIEeBO-
ro pannoHa He HipKe 100 KKaJ/KT 714 feTeit TPya-
HOTO ¥ paHHEro BO3pacTa;

e HU3KOE COfep>KaHue )XUPOB (/1A ieTell IPYLHOrO
BO3PACTa KMPBI COCTABIAIT He 6omee 25% sHep-
reTU4eCcKOoll 1IeHHOCTY BCeTO PallyOHa, /1A JieTell
crapure 1 ropa — He 60rtee 20%);

e OKMPOBOJ KOMIIOHEHT PalliOHa HO/IXKeH OBITh IIpef-
CTaBJIeH IIPEUMYLIECTBEHHO CPeHelelI0OYeYHbIMU
rpurnuuepugamu (CUT) - ot 15-18% sHepreTn-
YeCKOJl LIeHHOCTY paljlOHa Ha 1-M rofly >KM3HU
(oxor0 2 r/KT Macchl Tena) o 10-15% y reTeit crapiue
1 roga (ue 6omee 1,2-1,3 r/kr Maccol Tena) [6]. Bormpoc
0 HeOOXOMMOCTH JOTAL MY KAPHUTIHA KaK Kodep-
MeHTa MUTOXOH/PHa/IbHOTO TPU(YHKIMOHATBHOTO
6efIKa 0CTaeTCst OTKPBITBIM U pelllaeTcss MHAUBULY-
aJIBHO /I Ka)XKJOTO MallMeHTa.

CUT mpencTaBaAlT co00 MMINADI (TPUIINLIe-
PUJBI), B COCTaB KOTOPBIX BXOJAT XMPHBIE KUCTIO-
TBI CO CpenHelt gnuHoit yrnepopuoit nemn (C, - C, ).
Vcnonp3osanue CIT B kagecTBe OCHOBHOTO XXMPO-
Boro kommnoHeHTa AueTsl npu LCHAD ocHoBaHO Ha
UX 0COOBIX PMBUKO-XUMUIECKNX U OMOTOTMYECKIX
cBOJICTBaX. B oT/M4Me OT I HHOLIEIOYEYHBIX XKVIPOB,
6era-okucnenue CLIT mpoMcXOauUT ¢ HOMOIILIO Cpef-
HeleroueyHot anni-KoA ernporenassl, He 3aBUCUT
0T TpU(YHKIMOHATBHOTO 6e/IKa 1, COOTBETCTBEHHO,
IJIMHHOLIeTIO4e4Ho 3- ruppokcuanuia-KoA geru-
nporeHassl xupHbIx kucnotr (LCHAD). CIT Bcacsi-
BAIOTCA, MUHYS TMMATIYECKYIO CUCTeMY, IIONafiaioT
HEMOCPENCTBEHHO B KPOBEHOCHBIE COCY/IbI CCTEMBI
BOPOTHOJ BEHBI ¥ TPAHCIIOPTUPYIOTCS U3 KPOBOTO-
Ka B II€YeHD, Ifie CIY>KaT UCTOYHMKOM 00pa3oBaHMA
KeTOHOBBIX TeJl, IPeACTaBIANIVX JIETKO JOCTYIHBII
VICTOYHMK SHEPTUNL.

ITporHo3 COCTOAHNA NMALMEHTOB 3aBUCUT OT TsAXKe-
cTu 3a607IeBaHMSA, CTEIIEHN ITIOPAXKEHN S BHYTPEHHUX
OopraHoB (OCHOBHbIe MUIIEHM — II€YEHD, CEPALe), CPO-
KOB HayasIa jedeHn s 1 9¢pPeKTMBHOCTY MHTEHCUBHOM
TepaInuu Ipy MeTaboIn4ecKoit fekoMiercauym. Pano
MaHudectupymomas Gpopma 3aboneBaHUs OOBIYHO
uMeeT 60JIee TsDKeIoe TeueHNe M MeHee 6/1aronpusT-
HBIT IPOTHO3 [7-9)].

ITpencraBiseM cOOCTBEHHBIN OIBIT HPYMEHEHNU A
CHenManu3upoBaHHOTO NMPOAyKTa Ha ocHoBe CHT
B fueroTepanuu pebenka c gepunurom LCHAD,
KOTOPBIN IeMOHCTPUPYET BO3MOXKHOCTD KYNMPOBa-
Hus KnnHndeckux nposineauit LCHADD Ha ¢one
IPaBWIBHO NMOJKOOPaHHON JUETOTePalluU Y CBUJE-
TeJIbCTBYET O HEOOXOAMMOCTY paHHeN AMAarHOCTUKY
Hapyurennii 3-oxkucnenns JKK.



KnnHuyecknin npumep

JleBouka 8 Mec oT MaTepu 29 71eT, OT 3-it GepeMeHHOCTI
(1-s1 6epeMeHHOCTD — MEQUIIMHCKMIT abOpT, 2-51 Gepe-
MEHHOCTD — BHEMATOYHa s, IPaBOCTOPOHHAA Ca/IbIINH-
FO9KTOMMSI), IPOTEKaBLIel Ha POHe XPOHIIECKOTO
IUCTUTA, XpOHMYEcKoro racTputa. Ha cpoke 37 Hen
y MaTepy MOABU/INCDH CTabOCTb, 03HOO, aXOMMYHBII
PasXIV>KEHHDI CTYN 3 pasa B IeHb, )KeNTYIIHOCTD
KO)XHOTO ITIOKPOBA, B CBA3M C YeM OHa Obl/Ta rOCTINTAIN-
3MpOBaHa B CTAIIMOHAP TI0 MECTY KMTeNbCTBa. Yepes
CYTKM OT HMOSIB/IEHM A HATONOTMYECKMX CUMITOMOB
JKeHII[He TIPOBefIeHO 3KCTPEHHOE POflopaspelieHne
IyTeM KecapeBa cedeH1s1. Ilocie pofoB MaTh pebeHKa
Obl/Ia IIepeBeieHa B OT/e/IeHe peaHMaIlYU 1 IHTEH-
CHBHOJ Tepanmy B CBA3M C Pa3BUTMEM IOMMOPTaH-
HOJI HE[JOCTaTOYHOCTH, TPOMOOLUTONIEHNH, aHYPUH,
mapesa KMIIeYHNMKa ¥ BOCHAANTETbHOTO Ipoliecca
B TIocnepofoBoii MaTke. [IpoBenena canbnMHIOTU-
CTepIKTOMMUA. YCTAHOBJICH AMATHO3: TPOMOOTIYeCKas
MMKPOAHTMOIIATHA B IIOC/IEPOJOBOM Iepuofie Ha GoHe
TAXKETIOM MPe3KIAMIICUIL. PeTpoCIIeKTMBHO, IO KNVHM-
4eCKMM IpU3HAKaM, Y MaTepy ClIefyeT AUAarHOCTUPO-
Barb cunpom HELLP.

Macca tena pe6eHka npu poxpeHuu 2467 T, fiu-
Ha Tena 48 cM, oljeHKa 1o 1mKane Anrap 7/8 6asos.
IIpoBefieH HeOHaTa/IbHbII CKPUHUHT Ha 11 Hacepn-
CTBEHHBIX U BPOXX/ICHHBIX 3a00/IeBaHMII — TATONIOIUN
He BpIsABIEHO. [Ipy posxfieHNM U B TedeHme IepBhIX 5
CYT XM3HM 3apUKCUPOBaHa I'MIOIINKeMuA 2,2-2,6—
3,4 MMOb/7, a TAK>Ke MMHMMAa/IbHOE M30/IMPOBAHHOE
HOBBILIEHNE YPOBHA acIapTaTaMUHOTpaHcdepasbl
1o 62-69 EJl/n. JoobcnemoBaHus He IPOBOJUIIOCH,
C YKa3aHHBIMU TI0Ka3aTelAMM BBITIMCAHA JOMOIL. 3a
1-11 MecA1l )XM3HM NpubaBKa MacChl Tela COCTaBuUIa
800r, 2 Mmec-1000T, 3 Mmec-450T, 4 1 5 Mmec-820T,
6 mec - 300 1, 7 Mmec - 300 1. B Bo3pacTe 7 Mec mos-
BUJINCH CPBITMBAHMS, TeBOYKa OblsIa aMOYIaTOPHO
o6cefoBaHa 110 MECTY >KMTEIbCTBA: 110 JaHHBIM
YIBTPa3BYKOBOTO MCC/IEJOBAaHNA OPTaHOB OPIOLIHOM
HOJIOCTY BBIAB/ICHBI reraroMeranus, fudpysHole ns-
MeHeHUs MapeHXuMbl edeHy. JlabopaTopHbie OKa-
3aTe/M CBUJIETENbCTBOBAIM O HAJTMYUU CMHIPOMOB
nuronusa (aTaHMHaMuHoOTpaHcdepasa 196,8 Ell/m,
acrmapraraMuHoTpaHcdepasa 441,6 E]I/m) u xonecrasa
(y-rnyramunrpancoepasa 184 EJI/m), runepounupyou-
Hemuu (06muit 6umupy6us 41,4 MKMOIb/JI, HPAMOIL
6unupy6us 10,3 MKMOIIB/T), TUTIOTTMKeMuY (TTI0K03a
1,3-1,7-2,3-2,95 mmonb/n), runonporentHemun (06-
it 6emok 45 1/, anbbymMuH 24 r/1).

ITpu 06CIenoBaHNM IO MECTY >KUTENIbCTBA IMPO-
BopmiIcs auddepeHMaIbHBbIl AMATrHO3 U ObIIN UC-
KJIIOYeHBI BUPYCHBIE TelaTuThl, 60me3Hb Ilomme, My-
KOBMCIV/03, HeUIT TM30COMHOI KIC/TOI TUTIA3bL.
buomncus nmeyenu mokasasma TOTaAbHYIO KPyITHOKa-
HeTbHYIO XUPOBYIO [UCTPODUIO TeMaTOLUTOB, IPU-
3HAKM CK/IEpP03a IOPTa/TbHBIX TPAKTOB C TEH/ICHIIMEN
K pOpPMUPOBAHMUIO IOPTO-MIOPTAJIBHBIX CEIIT.

C nopospenueM Ha ofjHy 13 popM 6oe3Hell Ha-
KOIUIEHMsI IJINKOTeHa pebeHOK OblII HaIlpaB/IeH B ra-
cTposHTeponorundeckoe orgenenune PrAy HMUIJ
3M0poBbs feTeit. IlonydeHo nHGOpMUpPOBaHHOE
corjacue popuTeneil Ha 06CIefOBaHNe U IeYeHNe
pebeHKa, a Tak)XXe Ha MyONIMKALWIO JAHHOTO KIVHY-
YEeCKOTO CIyJas.
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ITpy mOCTYN/IEHNM COCTOSAHME pebeHKa TsXe-
noe. Bospact 8 mecsnes. Macca Tena 6,25 Kr, J/IMHa
67,5 cm. Ousnyeckoe pa3BuTue Hu3Koe (Z-ckop poct/
Bo3pacTt = -2,14, Z ckop Macca Tena/Bo3pact = -3,43).
Ko>xHblIIT HOKpOB 671€THO-PO30BBIIL. VI36BITOUHOE OT-
JI0XKeHMe OJKOXKHON XIPOBOIT KJIeTYaTKM B 06/1acTH
1ieK («KyKObHOe» TN10). Mblieynbiit ToHYC auddys-
HO CHIKeH. MOTOpHbIE HaBBIKI: TOJIOBY y/lepXKUBaeT,
IepeBOPaYNBAETCA CO CIIMHBI Ha )KMBOT, C )KMBOTA HA
CINHY, B IIOJIOKEHNY Ha KMBOTE HET ONOPHI Ha Ipefi-
N7eYbs M KUCTU PYK, CUAUT TOMBKO C TOJEPKKOIA,
CaMOCTOATENbHO He CAlIUTCA U He CUJIUT, He TIONI3aeT, He
CTOMT, UTPYLIKaMJ MAHUITYINPYET, IePeK/IabIBaeT X
u3 pyku B pyky. YCC 110 B MunyTY, AJl 90/55 MM PT. CT.
JKuBOT BM3yanbHO yBe/MYeH 3a CYET remaToMerani.
Kpait meyeHy manpnmpyercsa Ha +6 cM HMOXKe Kpas
IIpaBoIi peOepHOI AYTH [0 CPeTHeKTI0UNIHOI TNHNN,
ceneseHKa He manpnupyeTca. CTya caMOCTOATENbHbIN,
OKpalleH. [Jusypum HeT, MO4a CBETIO-KENTOTO IBETA,
nepudepryecKux OTEKOB HeT.

ITpoBefieHO KOMIIJIEKCHOE TabOpaTOpPHOE M MH-
CTPYMeHTa/IbHOE 06C/IefOBaHIe, IIPY KOTOPOM ObLIN
BBIsIBJIEHBI aHeMIisI (TeMOTIOOUH 95 /71, 3pUTPOLUTHL
3,40 x 10" /i, runiornvikemust (2,2-2,8 1/11), CUHPOMBI
yMepeHHOro nuronusa un xonecrasa (AJIT 74,2 ep/n,
ACT 130,8 En/m, I'TT 39,1 en/n), runepTpuriniepue-
mu (3,95 MMOJIb/1), Tutiepy pukeMus (453 MKMOTIb/ 1),
BBIpa>KeHHOe TOoBbINIeHMe nakTaTa (6,8 MMomnb/JI).
IIpoBenmeH 72-4acoBoil HENpepPbIBHBINI MOHUTOPUHT
ITIMKEMWY, BBIABMBIINII SIM307bI TUTIOTIMKEMUN JIO
2,2 MMOTB/T B IPOMEXYTKaX MEX/Yy KOPMJIEHUAMI,
a TaK>ke B HOUHBIE U yTPEHHNE Yachl.

PesynbraTsl Y3V opraHoB OpIOIIHOI ITOTIOCTH: Te-
4YeHb yBenMdeHa (eBad fonA 50 MM, IpaBas JoOA
85 MM), pacIoNo>KeHa CpeITHHO, CMelLlaeT CeNIe3eHKY.
ITapenxuMa ee BeIpa>keHHO Auddy3HO HeoOmHOPOAHA,
3HAYMTETbHO IIOBBIIIEHHON 3XOT€HHOCTH, COCYAUCThIN
PVICYHOK yCUIJIeH, CTEHK COCY/IOB YIITIOTHEHBI, BIITIOTh
IO MEJIKMX BeTBell C pOpMUPOBaHMEM TAKUCTOCTH.

KommnbioTepHas ToMorpadus OpraHoB GPIOIMIHOI
MOTIOCT: TIeYeHb YBeNYeHa B pa3Mepax, BepTUKalb-
HBIJ pasMep NpaBo Jonu Jo 98 MM, IIoIepedyHble
pasMepbl Ha ypOBHE BOPOT 127 X 52 MM; KOHTYpbI
TIeYeH)l pOBHBIE, YeTKMe; IIOTHOCTD ITAPEHXMMBI TTe-
YeHU pe3KO CHMKeHa, pasbpoc mokasareneit ot —20
mo -35 epunuy Xaynchunpa (en.X). Cenesenka pas-
Mepamu 45 x 18 X 20 MM, CTPYKTypa ee Ipy HAaTUBHOM
UCCNIEJOBAHUM OJJHOPO/IHA, TI/IOTHOCTD NMapeHXMMbI
B IIpefie/iax HOPMaJIbHBIX BennyuH (0T +43 10 +58
en.X. Ilogxenynodnas Kenesa OFHOPOJLHONM CTPYK-
TYPBI, IapeHXMMa HOPMaIbHOI IOTHOCTH (0T +30
1o +42 en.X). B mpoexuuy BepxHeil IpyIIIbl Yalle-
YeK /1eBOJi OYKM OTMEYAeTCsA ME/IKMII 04ar BHICOKOI
IJIOTHOCTY, AMaMeTpoM 70 1 MM (MenKmit Kanbuy-
Hat). YalleyHo-7T0XaHOYHas CUCTeMa II04eK He pac-
mypeHa. B mpoeKum 10XxaHOYHO-MOYeTOYHIKOBOTO
CerMeHTa JIeBOJI MMOYKM OTMEeJaeTCs KaabIWHAT M-
aMeTpoM jo 2 mM. IlapanedpanbHas KieT4aTKa He
nsMeHeHa. KOHKpeMeHTOB MpaBoil MOYKYM He BbIAB-
neHo. HagmoueyHnky 06b19HOI HOPMBI, pa3MepOB
U KOHQUTYpaLuiL.

9x0KT" KoHIleHTpryecKas runepTpodus Muoxkapaa
XKeTyJO0YKOB cepALa 6e3 NPU3HaKoB 00CTPYKIUN.
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Tabnmumna 1.

Paunon pebeHka B Bo3pacTe 8
MecsIleB C HapylIeHNeM MUTO-
XOH/|PUATBHOTO (3-OKMC/IEH s
AIVHHOLEMOYEYHBIX )KUPHDBIX
KMCJIOT C A/IMHHOI YIIepOoa-
HOI1 Lienbio

Ha ocHOBaHMM 9H3UMOAMATHOCTUKY OBIIN UC-
kno4yeHbl 6omesuu lome, Humana-IInka tunos A/B,
Kpa66e, [Tomne, ®abpu, MyKononucaxapuuossl, ge-
¢unut 1M3ocoMHoI Kucnoi munassl. HopmaabHbie
CHIBOPOTOYHBIE KOHIIEHTPAIINY LIepy/IOoNIasMIHA
u al-aHTUTPUICHHA IO3BOIUIN UCKTIOIUTD OOIe3Hb
BunbcoHa, al-aHTUTPUIICMHOBYIO HEJOCTATOYHOCTb.

MeTopoM TaHEeMHOIT Macc-creKTpomerpun (MC-
MC) 65110 IpOBEMIEHO UCCIeOBAHNE CIIEKTPa allyI-
KapHUTVHOB VI aMIHOKIIC/IOT B CyXUX IIATHaX KPOBU.
B pesynbraTe ucciefoBaHusA BbIABIEHO CHIDKEHNE
KOHLleHTpauun cBo6ogHoro kapunutuHa CO 1o 2,3 MK-
MOIb/MUTP (HOpMa >9,2 MKMOJIB/TUTP), @ TAKXKe yBe-
JMYeHNe KOHIIEHTPallMy I POKCU-ALM/IKAPHUTIHOB
C160H g0 0,336 mxmonb/nmutp (HopMma <0,165 MK-
mons/mutp), C180H go 0,669 mkmons/nutp (HOpMa
<0,167 mxmonp/nmutp) u C18:10H no 0,499 mxmonb/
mutp (HopMa <0,171 MKMOJIb/TUTP), XapaKTepHBbIE /1A
HapyIIeHNI OKUCTEHN A )KUPHBIX KUCTIOT, BBI3BAaHHBIX
BebULUTOM JIMHHOLEIIOYEYHO 3-TMAPOKCHALINI-
KoA merupporenasst xxupubix kucnor (LCHADD).

JIns O TBepXKAEHM S BBIABICHHBIX OMOXMMUYe-
CKVIX HapyllleHuit 6bl1a IpoBefeHa MONEKYIAPHO-
TeHeTMYecKas AMaTHOCTUKA C IOMOIIbIO TeXHOIOT UM
MacCOBOTO MapajJIeTbHOTO CEKBEHMPOBaHMA. bbln
MCCIIeIOBAHBI TapreTHbIe 00/IaCTU TeHOMa YeloBeKa,
MyTaluu B KOTOPBIX IPUBOJAT K Pa3BUTIIO HAC/IE]-
CTBEHHBIX 00/Ie3Hel OOMeHa.

B sx3one 15 rena HADHA (OMIM 600890) BbisiB-
JIeH TATOTeHHbII HYyK/I€OTUHbII BapuaHT ¢.1528G>C
B TOMO3UTOTHOM COCTOAHMM, IPUBOAAMII K aMUHO-
KUCTOTHMY BapuaHTy p.E510Q. IlaToreHHHBI BApUAHT
HEOJHOKPATHO OIIMCaH paHee y HallVIeHTOB C fedu-
LVTOM JIMHHOIIeTIOUeYHO 3-ruppokcuanna-KoA
merupporeHassr 10, 11].

Takum 06pasom, y pebeHka 651 BepruuMpoOBaH
nuarnos fepunnra LCHAD.

HesamennurenbHo peOeHKy OblIa HauaTa JyeToTe-
panms c pe3KMM OrpaHMYeHMeM JA/IMHHOLIeIIOYeYHbIX
JKK n moranmeit CIIT.

Panyon nuTaHMA COCTABIANN U3 pacyeTa: SHEp-
rua 115 r/kr, 6emxn - 2,9 r/Kr, xupsi — 18 r/cyT = 162
KKas - 22,5% CyTOYHOIT 93HepronoTpebHOCTH (13 HUX
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CHT 12 r - 15% cyTO4YHOI 9HepronoTpebHOCTH);
yrneBopbl — 120 kkan (480 kkam, 66,7% SHEProIo-
TpebHOCTH).

B xagecTBe MCTOYHNMKA CPeTHELIEIIOYeTHBIX TPUITIN-
nepuzoB ucnonb3osanu 100% macno Kanso MCT-oil
npousBozcTsa Dr. Schaer (Mranus, lepmanns), mony-
YeHHOTO IyTeM GPaKLMOHNPOBAHUS HATYPAIbHOTO
KoKocoBoro Macina. [Ipogykr sapeructpupoBat B PO,
CBUJETENbCTBO O FOCYJapPCTBEHHOI PerUCTpanum
AM.01.48.01 .004.R.000249.11.20 oT 17.11.2020 T.

JIns cospanus 6a30BOTO paliioHa TaK>Ke MCIIOMb-
30BajIach HU3KOXMPOBaAs MOMOYHasA cMech Monogen
(Nutricia, Tonnangus), sapeructpuposana B PO, s
NUTAaHUA fieTell 1 rofa XM3HY C HAapYLIeHUAMU JIU-
MUAHOro o6MeHa.

Pe>xxuM KopMiteHus pebeHKa: Kaxxable 3 4aca, 8
pas B #eHb, 6e3 HOYHOTO epepbiBa. O6beM KOpMIe-
Hust— 90-120 M1 B 3aBUCHMOCTY OT AIlIIeTUTA pebeHKa.
ITpuMepHBDIit CyTOYHBII PAlIVIOH IUTAHNUA NPEJCTAB-
71eH B Tabnuie 1.

C aHTUPNOPOTUYECKOII ¥ FeIIATONPOTEKTOPHOI Lie-
JAMU Ha3HAUYeHa YPCO/ie30KCHXoIeBast KcmoTa 20 Mr/
KI. B ¢BA3M ¢ runeprpodudeckoir KapfuoMuonaTuein
KapAMOJI0roM Ha3HayeH CMPOHONAKTOH 0,5 MI/Kr;
B CBA3M C He(ppOKaIbLMHO30M — HeppOIOroM Has3Ha-
4eHbI Ka/lysi TMAPOKapOOHAT + IMMOHHAsS KUCTIOTA.

B Bospacre 1 rox 3 Mecsa (4epes 7 MecsLeB II0-
CJle IepBOIl TOCINUTANN3aL ) peOEHOK MOCTYINII
B OTZI€/IEHYIE [/IS OIIeHKM COCTOSHMA B IMHAMMKe. 3a
IPOLIEAIINIT IEPMOJ PORAUTENN TIIATENIBHO COOII0OfA-
7Y peKOMeHJaluu 1o guete u Tepanuu. OTMedanoch
BBIpa)KEHHOE y/Iy4llleH!e B COCTOSHUY MaljMeHTKMN:
IeBoYKa BpIpoc/ia Ha 11 cm, l'IpI/I6aBI/I)'Ia B Bece 3,5 KI.

ITpu ocMoTpe $pusmveckoe pa3BUTHE CPefiHEe, Tap-
mounyHoe (VIMT 15,9 Z-scores poct/Bo3pact = +0,07
Macca Tena/Bo3pact = —0,67). MblueuHblit TOHYC G-
3MO/IOTMYECKIIL, CUMMETPUUHBII. 3adUKCUpPOBaHO
CylLlleCTBEHHOE YMeHblIeH)e pa3MepoB Me4YeH!: Ta/lb-
Nupyercsa Kpay Ie4eHy Ha +2 CM OT Kpas IIpaBoi
pebepHOIL yTH, Cefle3eHKa He MalbIupyeTCcs.

JImHaMuKa 1abopaTOPHBIX IIOKa3aTeseil MOMOXKMN-
Te/lbHaA: reMornobun 121 r/n, spurpounrtsl 4,31 X
10"%/n, HopMmornukemus (4,77 T/1), Ipu HOPMaTbHOM

Bpemsa
Mpvem nuwn HaumeHoBaHue npoayKTOB 1 651t Konnuectso
npuema nuwm
1 6.00 cmech Monogen 120 M
: macno Kanso CIIT 100% 1,5 M
Kalra 6e3MOIOYHasA CyXas 8,0r
) 9.00 cMech Monogen i1 pasBeleHUs Kallu 90 M
' macno Kanso CIIT 100% 1,5 M
dpykroBoe mope 30 Mt
MACHOE IIIope (rpyuKa KyPpUIIbI, UHJENKH, 6e3 KOX1) 50r
3 12.00 OBOIIIHOE II0OPe IIPOMBIIIJIEHHOTO IPOU3BOACTBA) 50 M1
macino Kanso CIIT 100% 1,5 mn
4 15.00 cMech Monogen 120 mn
macio Kanso CIIT 100% 1,5 mn
o6esxupeHHslit TBOpOr 0,1% 50r
5 18.00
($pykroBoe mrope 50r
6 21.00 cMech Monogen 120 mn
: macino Kanso CITT100% 1,5 M
cMmech Monogen 120 M
7 24.00 macno Kanso CIIT 100% 1,5 M
3 3.00 cmech Monogen 120 mn
' macno Kanso CIIT 100% 1,5 M
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Bpemsa
Mpuem nnwm HammeHoBaHue NpoayKToB 1 6ntog Konuuectso
npuema nuwyn
1 700 Kamra 6e3amonoyHasi, pasBefjeHHass Ha cMecu Monogen 120 mn
’ macno Kanso CIT 100% 2 Mt
Kamra 6e3amonoyHasi, pa3BefjeHHass Ha cMecu Monogen 120 mn
2 10.30 macno Kanso CIIT 100% 2 Mn
¢dpyKTOBOE MIOpE 70 mn
MsICHOe MIope (Tpy/Ka KypUIIbl, MHAENKN, 6e3 KOXK11) 80r
3 14.00 OBOIIJHOE TTI0pe 80 mn
macno Kanso CIIT 100% 2 M
o6e3xupeHHsIT TBOpOr 0,1% 80r
4 17.30 cmech Monogen 120 mn
macno Kanso CIIT 100% 1,5 M
OBourHoe mope 80r
5 21.00 SI6710K0 ¢ MOPKOBBIO 80r
macno Kanso CIIT 100% 2 M
6 0.30 Kamra 6e3monouHasi, pasBefieHHa s Ha CMeCU Monogen 120 mn
’ macno Kanso CIIT 100% 2 M7
7 4.00 cMech Monogen 120 mn
) macno Kanso CIIT 100% 2 Mt

YPOBHE INIMKO3MINPOBAHHOTO reMornobuHa (4,1%),
YTO CBUJETENbCTBYET 06 OTCYTCTBUY SMMU30/0B I'Mi-
nornukemun, cumxenue AJIT (17,7 en/n), Hopma-
musauns ACT (46,3 Ex/m) u ITT (8,7 en/n), ypoBHs
TPUTIULEPUSIOB (1,21 MMoOnb/n), CHUKEHME TaKTaTa
(5,2 mmonb/m). ITo fanHbIM KT opraHoB 6pIonrHoir
TOJIOCTY TaK>Xe BBIPa>keHHas IOJIOKUTENIbHAS M-
HaMMKa: BepTUKAJIbHBIM pasMep IpaBoil JOIM Ieye-
HM COKPATU/ICA 10 92 MM, NapeHXMMa OLHOPOAHON
CTPYKTYPbI, HOPMaAM30BaNNCh €€ IeHCUTOMETPU-
yeckue mokasarenu (60-73 en.X) KoHTypsl modyex
4yeTKHe, pOBHble, KOHKPEMEHTOB JIeBOJ IIOYKY He
onpepnensercs. [lo ganabpIM OX0KI': Muokapn nesoro
JKeTy/[0uKa He3HAYNTETbHO IOBBIIIEHHOI 9XOTeH-
HOCTM, HE3HAYUTENbHO yTonueH. Ilonoctu ceppua
He pacHIMpeHbl, IeperOpOAKM MHTAKTHBI, CTEHKN
He yTOJILeHbl, KJIallaHbl M KPYIIHbIe COCYJbl He 13-
MeHeHBI. [1o6anbHas u cucronmyeckass QyHKIUM
JIEBOTO >Xe/Tyl04Ka yoBneTBopuTenbuble. Hacocnaa
GbyHKIMA ceppla JOCTaTOYHAS.

daxkTnyueckoe MUTaHNe B Bo3pacTe 1 T 3 Mec mpef-
CTaBJIEHO B Ta0IIL. 2.

+ o6unpHOE UTHE (Yait, GPYKTOBBII COK, KOMIIOT
WA KJCETIDb); TIEPEKYCHI — lledeHbe, CYLIKM, MapMeaj
C MUHMMaJ/IbHBIM KOTM9eCTBOM XXIPOB.

Pacuer nuTanus:

6enkm 44,6 t/cyt (4,6 K/Kr), BO3pacTHasi HOpMa

36 r/cyT [12].

xupst 41,1 r/cyt (4,2 I/KT), Bo3pacTHass HOpMa

40 r/cyr [12].

yrneBopsl 144,6 r/cyT (14,9 1/kr), BO3pacTHas HOpMa

174 r/cyT [12]., pepunut 30 r

aHeprus 1069 kkan (110 kkan/Kr), Bo3pacTHast HOP-

Ma 1200 kkan [12]. - yMepeHHbII feDILINT KaTOpHit

3a cueT fedUINTa YIIEeBOLOB

PexoMeHmoBaHO NpoOJO/KEHME NMEeTOTepalIuy
C pPe3KMM OTpaHMYeHMeM IInHHoLenodeuyHbx KK,
B Ka4eCTBe MCTOYHVKA >KVPOB MCIOIb30BATh MaC/Io
Kanso CIIT 100%; nmpoBefeHa KOppeKLINA paloHa
110 yI7IeBOfiaM (IepeKyChl — leYyeHbe ¢ MMHUMAaIbHBIM
KO/IMYeCTBOM KMPOB, CYIIKM, MapMenan). Kopmuenne
Kaxjple 3,5-4,0 4, B TOM 41C/ie B HOYHOE BpeMs, KOH-
TpOJIb ITMKeMMU. PeKOMeHJ0BaHO BBeJjeHMe HOBBIX
IpoAYKTOB (06e3X1peHHOro MoIoka 0,5%, He>KMPHOI
pBIOBI (MUHTA, Tpecka), benka siima.

IMocnenymouee HabmogeHNe B BO3pacTe 2 T 7 MeC
TaK>Xe M0Ka3ano 3QpPeKTUBHOCTD AUETUIECKOTO
neyenus. K coxanenuro, pebeHOK He MOT OBITH 00-
CJIeOBaH B Hallleil KJIMHMKE B CBA3M C ITaHOeMuen
Covid-19. CBs3b ¢ poAUTENAMY OCYLIECTBIANACD

Bpemsa
Mpuem nuwm HanmeHoBaHue npoayKToB 1 651t0 Konuuectso
npuema nuwm
Kamra 3makoBas Ha Mosoke 0,5% >XMPHOCTU 200 mn
1 7.00 3aBTpak Macno Kanso CIIT 100% 2,5 M
MacjIo IPeKoro opexa 1mn
D pyKThI, GPYKTOBBIIT/ATOTHBI MOPC 50/150
2 10.30 Ileyenbe HecmobHOE 20
IMepexyc macmo Kanso CII'T 100% 2,5Mn
MacyIo TperKoro opexa 1 M
OBouHoit cyn 200 mn
3 12.00 Msico MH[EKI/KY PUIbI/HEXXMPHOI PbIOBI 50r
Obepn macio Ceres/Kanso CIIT 100% 2,5 M
MacjI0 IPEKOro opexa 1mn
KapTrodenpHoe mope (Ha BOfie) M/IM IPedKa MaKapOHbI, PUC, KabadoK 200r
4 16.00 HeXMpPHast pbIba MM KypUHas IPyAKa, MH/EKa 50r
IMonguuk macno Kanso CIIT 100% 2,5 Mt
MacIo TperKoro opexa 1 M

Ta6bmuma 2.

PanuoH pe6eHka B Bo3pacTe
11 3 MecsiLeB C HapylIeHeM
MUTOXOHAPUATBHOTO [B-OKMC-
JIeHVs1 [I/IMHHOLIEIIOYeIHBIX
)K]/[prIX KUCJIOT C ]IH]/IHHOI‘/'I
YI7IepOIHOIL LienbIo

Ta6nuua 3
PakTuYecKoe nuTaHMe pedeH-
Ka B Bo3pacTe 2 netr 7 MeCALEB.
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tabnuua 3 (IpofoKeHNe)
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Bpemsa
Mpuem nuwm HaumeHoBaHue NpoAyKTOB 1 651t Konuuectso
npuema nuwm
o6e3xxupenHslit TBOpOr 0,1% 100r
dpykroBoe miope 100 M
20.00 HecmoOHOE ITeYeHbe 20r
5 ;
YxuH Mopc GpPYyKTOBbIIL 150 mn
macino Kanso 100% CIIT 2,5 M
Mac/o IPelKoro opexa 1 mn
24.00
6 JononHurens- Kamra 6e3Moo4Hast Ha cMec Monogen 170 mn
HOe KOpMJIeHue
3.00
7 JononHutens- Kalra 6e3MonouHasA Ha cMecy Monogen 170 mn

HO€ KOpMJIEHME

on-line. B HacTosiiee BpeMsi pusmyeckoe, MOTOpHOE
U IICUXOpedYeBOe pasBUTHE PeGeHKa COOTBETCTBYET
BO3pacTy. AIIETUT COXPaHeH, Macca Tena 16 KT, pocT
97 cMm. Ousmyeckoe pasBUTHE JaXKe HECKOIBKO Ollepe-
JKaeT Bo3pacTHble HOpMaTuBLL: VIMT = 16; Z-scores:

PekomeHpauum no NUTaHMIoO:

O61mas sHepreTHdYecKas LeHHOCTb panuona 1400
KKan/cyT, 6enkoB 42 1, KMPOB 47 T (33% cyTo4HOI
aHepronorpebHOCTH), yrieBonos 203 r [12]. Pexxum
KOPMJIEHUS — 7 pa3 B CYTK) — OCTaBUTD IIPEXXHUM.
Pe3koe orpaHmYeHe XMPOB U3 eCTECTBEHHBIX IIPO-
nykros mutanus: PASPEIITAIOTCA: o6e3xxupenHoe
(0-0,5%) MOIOKO, TBOPOT ¥ KMCIOMOJIOUHBIE ITPO-
BykTH (kedup, HOrypTHI), HEXKMPHBIE COPTA Msica
(rpyzmKa Kypuibl M MHAEKY 6e3 KOXKU; HeXXKMPHASI TO-
BsA/IMHA 1-2 pasa B Hefle/10); HEXXMPHBIE COPTa PbIOBI
(Tpecka, MMHTAaIL, IMKIIA) — TOTHKO B OTBAPHOM Bufie/
Ha napy; 6e/0K KypMHOTO/TIeperne/INHOTO Alila; BCe
KPYIIbl, MAKapOHHbIE U3[e/NI, BCe OBOLIY, BCe QPYK-
TBI U SITO/IBI (KpOMe aBOKa[0), HeCTOOHbIe X/1e6 1 XJte-
606ym0o4Hble n3fenus (raeTHOe IeYeHbe, IPOCTas
CyLIKa), KOHAUTEPCKNUeE U3/eNs Ha OCHOBe caxapa/
MaTOKM/ANIHBIX 6enKOB (JIefeHIIbl, MapMeTaz, 3e-
¢up, mactuna, 6ese, MepeHTn), caxap, BapeHbe 1 Mef
B Hebonpmux Konudectsax. MICKJTIOYAIOTCS:
ni06ble pacTUTeNbHbIe (KpOMe yKa3aHHBIX HIKe)
M KMBOTHBIE )KUPBI (CTMBOYHOE MACTIO, CAJI0, Mapra-

O6cyxpaeHne

B HamleM KJIMHMYECKOM IpUMepe IOKa3aHO TsAXKenoe
teyeHne LCHADD. JlanHble aHaMHe32a yKa3bIBalOT
Ha pasBUTHE y MaTepy Hallell MaljMeHTKU OCTPOTo
>kupoBoro renaro3a 1 HELLP-cunppoma Ha 37-i1 He-
merne 6epeMeHHOCTH. Y MAIIeHTKY IPY HOCTYIUIEHU
BBISIBJICHBI MbIIIIeYHasI TUIIOTOHMNA, TellaTOMeranns;,
runepTpodudeckas KapauoOMIONaTUs B COYETAHUN
C BBIPa>KeHHOI! TUIIOTIIMKeMUel, CMHLPOMaMy LIUTO-
/1132 U XOJecTasa, TuIepypuKeMueil, MoBblIIeHeM
COJlepKaHM A TPUTTNIEPHU/IOB ¥ JIAKTaTa B CBIBOPOTKE
KPOBU, BBIPa>KEeHHBI )KMPOBOIJA reNaTo3, a TaK)Ke CHU-
JKeHIe COflep>KaHMsI CBOOOTHOTO KaPHUTVHA U YBE/IN-
yeHMe KOHLeHTpauuii gnuHHouenodeyHbx JKK C12,
C14:1, C140H, C16:1, C160H, C16:10H, C180OH.

Ilo pesynpraTaM MONEKYIAPHO-T€HETNYECKOTO UC-
crefgoBaHus 6bUT BepuUIVIPOBAH UATHO3 U HayaTa
TVIeTOTEPATNSA, YTO II03BOJINIIO YAYUIINTh COCTOSTHNE

Bec/poct = +0,54 Bec/Bo3pact = +1,46 pocT/BO3pacT
= +2 (meBouka Beicokopocnas!) UIMT/Bospact = +0,4.
B xaxxpoe kopmnenue nonydaeT Macno Kanso CIIT
100% 2,5 mi. ®akTudeckoe MuUTaHME peéeHKa B BO3-
pacte 2 jieT 7 Mec IIpefCTaBIeHo B Tabmurie 3.

PMHBL), )KMPHBIE COPTa Msica i PbIOBI, MACHBIE I PBIO-
Hble onydabpuKkarel, MsCHBIE U pbIOHBIE OYIBOHBDI,
SAVYHBII )KeJITOK, aBOKaZ0, IOKO/IaJ,, KOHAUTEPCKUe
u3fennsa C KpeMOM U CTMBOYHBIMM Ha4MHKAMM; MO-
JIOYHbIe IPOAYKTHI )XMPHOCTBIO 6onee 1%, opexu,
6060Bsie. PEKOMEHIYIOTCA: cmech MoHOTEH
(HyTpunms) 400 M B ieHb (KaK HAIIMTOK /MY A1
pasBefenus 6e3amonoyuHoit Kaum): = XKup 7,56 r CLIT
6,72 v JIT 0,84 r; mpenapat cpefgHe-1IeIIOYeYHBIX
tpurnunepupnos - Macmo CIIT 100% (Ceres/Kanso
dr. Schaer) 21 mn B gens (o 3 M X 7 pas B jeHb —
B Kaxxgoe kopmnenue) = Kupst CIT 21 r; Macno
rpenKoro opexa (BO3Mo)XHa 3aMeHa Ha JIbHAHOE,
TBIKBEHHOE, PAaIICOBOE, COeBOE, MIIEHNYHBIX IPO-
pocTKOB) 14 My/cyT (110 2 MJI B KaXKfI0e KOPMJIEHMeE)
B KayeCTBe MCTOYHMKA He3aMeHMMBIX oMera6/oMera
3 MONMHEHACHIIEHHBIX XXM PHBIX KMCIOT —xup JIT
14 r. UTOI'O: xxupoB u3 MoHOTeHa, IpenapaToB
CHT un macna rpenkoro opexa — 42,56 r/cyT. JKups
eCTeCTBEHHBIX MPOAYKTOB (MACHBIX ¥ MOJIOYHbIX)
He 6oree 5 r/cyT.

nanueHTKN. Yepes 6-13 Mec HM3KOXMPOBOIL AMETHI
¢ no6asnenuem B paryos CHT (macno Ceres/Kanso
100%) MBI IIOZTYYM/IN IIONHYI0 HOPMA/IN3aLNIO HeHCH-
TOMETPUYECKNX II0Ka3aTenell INIOTHOCTY ITapeHXMMBbI
Ie4eHy, YTO COOTBETCTBOBAJIO PETrPeccy XMPOBOTO
rernarosa. JlOnOHUTEIbHO, B Pe3y/IbTaTe COYeTaHNUA
BBIIIEONICAHHOI [UEThl U COOMIONeHNA PeXXMUMa
KOPMJIEHUII, TUIIOITTMKeMIM IPUOOpeNn XapaKrep
PeAKMX 3MM30/I0B, a KOHIEHTPALlMM aJlaHMH- U ac-
napraraMMHOTpaHcdepasbl JOCTUIIN pedepeHCHBIX
3HaueHMI1. Bce 3TO CBUJETENbCTBYET O BHICOKON 9¢h-
(GeKTMBHOCTM Ha3HAYEHHOTO JIe4eHMA ¥ KOMIIJIaeHT-
HOCTU pOfMTeNel NallMeHTKI.

IlanmbHe NIt IPOrHO3 )XM3HY pebeHKa 6yeT 3aBu-
CeTb OT TIIATENIBHOCTY COOMIONEHN POTUTELAMMU AU-
€TUMYECKUX M TePATIeBTUYeCKIX PEKOMEH IaLiN, a TaK-
K€ OT COCTOSIHUA CEPHeYHO-COCYAUCTOI CUCTEMBI.



Takum 06pa3oM, IpefCTaBIeHHBIN KIMHIYEeCKIIT
cry4ayl leMOHCTPUPYeT YCIeIHOCTD CIeLuanu3nupo-
BaHHOTO yeTndeckoro nedeHus ge¢punyra LCHADD
¥ OIpepensieT HeOOXOAMMOCTb PAHHEN AMATHOCTUKI
Hapyuennit B-oxkucnenus JKK, B ToM 4mcie myrem
BKJIIOYEHN S JaHHBIX 3a00/IeBaHNUIl B IPOrpaMMy He-
OHATaJILHOTO CKPMHUHTA. B cBA3Y ¢ 9TUM nepnaTpam
U TaCTPOIHTEPOJIOTAM C/IefyeT BHUMATEIbHO OTHO-
CUTBCA K IeTAM PaHHETO BO3PACTa, IMEIOLIUM Code-
TaHNe TUIIOTJINKEMUN C MTOBbIIIEHEeM YPOBHA ajna-
HUH- M aCIApTaTaMUHOTPaHCepassl, TPUIIULEPU/IOB,
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