BAXXHO YYUTBIBATb B ANDDPEPEHLIMATIBHOW
OVNAITHOCTUKE C HAXBIT/HACT

HAXBIM/HACT?

KriroueBble OT/1nM4m4a

ML 1 HopMarnbHbIV MW MOBbILLEHHbIW

* (MOXXET HOPMaNMM30BaATbCA
C noTepeun Beca)

MMT HOpPMalibHbIVN BEC MN36bITOUYHBIN Bec/oxkmnpeHme

MNKPOBE3UNKYNAPHbIN
NN CMELUAQHHbIM CTeaTo3

buoncmga

MaKpoBe3UnKyNAaPHbIN CTeaTo3

Ecnv y naumeHTa ectb nogo3peHue Ha HAXKEBIM/HACT:

C/IEAYET

1. YpoBeHb AJIT CTOMKO MOBbILLEH N HE HOPMANM3yeTcs 3. HeT oxkmnpeHmnd gfsgﬁglmz
C noTtepewn Beca, nmnu 4. BbICTPO NporpeccupyeT dGrMbpo/LmMppo3 neyeHm 1 UCKITIOYUTD

2. JITTHIT 3HaumTenbHO NMoOBbLILLUEHDbI OJK!

O7TKJT - gedunumT anmHHoLEenoYeyHblX aunn-KoA gervaporeHas. HAXKBI — HeankoronbHaa »XmpoBada 6one3Hb nedeHmn; HACIE — HeanKorofnbHbiM cteatorenaTtuT. MNIMNLL — nokasatenu neyéHouHbIx depmMeHTOoB; AT — anaHMHaMMHOTpaHchepasa; MMT — MHOeKC Macchl Tefa.
1. Barbuti E.K et al. JIMD Reports 2018; 41:63-70. 2. Pena B. de la CV. Adv Genet. 2016; 135:175-188. 3. Barbuti E.K. et al. J Pediatr. 2016; 173:227-233 4. Kishnani P.S. et al. J Hepatol. 2020; 73(6):1232-1238.



OVNOOEPEHLINATIBHAA ONATHOCTUKA TTPU OBHAPY ) KEHUN
Y NMAUMEHTA HAPYLLEHWIA CO CTOPOHDbI JIUTTUAHOIO NMPO®UIJIA

Avcnvnupemus [Togo3peHue Ha
[ToBbileHme JITTHIT [Mopo3peHune Ha CKIJl [Mopo3peHue Ha reClrXC P .
MeTabonn4yecKMm CUHOPOM
N/ cHkeHne JMBIM

B coyeTaHum c B coyeTaHum c B coyeTaHum c B coyeTaHuum c

* [TOCTOAHHO MOBbLILLIEHHBIMUY
ANT/ACT

« 3HAYUTENBHO MoBbIWEHHBIM JTTTHI ]
« CHWMKeHHbIM JTT1BI1

[ lOCTOAHHO [ TOCTOAHHO MOBbLILLIEHHBIMI - bes noarBepXaeHHON MyTaLnn
NOBbILLEHHbIMKW ATTT ANT/ACT * [TOCTOAHHO MOBbLILWLEHHBIMU

ANT/ACT
- MOXKeT oTCyTCTBOBaTbL aHaMHe3

[lononHUTenbHO:
« VIMT < 95 npoueHTnnis®
- HopManbHbIV YPOBEHb IM1FOKO3b
HaTOLLLaK/HopManbHoe

apTepuanbHoe gaBnieHme

UckniounTte AJIKJ1 ¢ noMoLlbio NPOCTOro TecTta

OJTKIT — nedu LLI/IT}"II/I3OCOMHOI>I |-<l/|CJ"|OI>| ﬂﬂﬂﬂﬂﬂﬂﬂ - AJTT — anaHMHaMUMHOT paHchepasa; ACT — acnapTtaTaMmHoTpaHchepasa; JITIBIT— nunonpoTerHbl BbICOKOW MAOTHOCTW; JITTHIT — nnnonpoTerHbl HM3KoW NAoTHOCTK, CKITJT — ceMelHaa Kom OMHWMPOBaAHHAA rmMne pnnnmnaemuma; reClr XC-retepo3mrotHasa
ceM rmnepxoneCTepl/lH a, IMT — MHOeKC Macchl Tefna

el/IHaQ
1. Reiner Z, et al. Atheroscle 2014235(1)21 —30. 2. B rto BK et al. N Engl J Med. 2015; 373(11):1010-1020. 3. Daniels SR, et al. Pediatrics. 2008:122(1):198-208. 4. Hamilton J, et al. Clin Chim Acta. 2012;413(15-16):1207-1210. 5. Grundy SM, et al. Circulation. 2004:109(3):433-438. 6. IMT — https:./AMww.bcm.edu/
bo dy mp| b/BMla DD/BMI | ulator-kids.html, gat 6p alleHus 26.02.202



ONOOEPEHUMAJIBHAA ANATHOCTUKA TTPU OJIUTEJIbHOM
HABJIIOAERHUU NTALUMEHTA C TAKUMU OANATHOSAMW v
KAK KPUTTOIMEHHBIA ULMPPO3 NMEYEHW, TETNTATUT HEACHOW 9TUOJ10I A

[lOCTOAHHO

. . [logo3peHmne
HeobbdacHMMaS KpUNTOreHHbIN MNOBbILUEHHbIM [logo3peHme
CTeaTo3 neyeHu Ha 6OMNEe3Hb
reratoMeranmg LNPPO3 VYPOBEHb B MBCOHA Ha HAXXB/HACT
ANNT/ACT

B covyeTaHuu be3 BoBne4yeHus B covyeTaHuu

C pucnunuaemMmmen LHC C MOCTOSAHHO
—  (MNosbiweHue JIMHIM noBbilWeHHbIM AJTT
n/mnmn CHMxeHue u ucnmnuaeMmen
nnBn) (MoBbiweHue JIMHIM

n/vnu CHUXeHue
nnBn)

|
HononHuntenbHo: MMT<95 nepueHTUNEN, MOBbILLEHHBbIN YpOoBeHb AJIT,
HEeCMOTPSA Ha CHUXKeHKe Beca, 6bICTPO Nporpeccupyrolnm pmnbpos/
LNPPO3
| I

UckniounTte AJIKJ1 ¢ noMoLlbio NPoOCTOro TecTta

OJTKTT - gedmumnT NMM30COMHOM KMCnow nmnasbl; AJTT - anaHUHaMUMHOT paHchepasa; ACT — acnaptataMumHoTpaHchepasa; HAXKE — HeankoronbHada »umpoBaa 6onesHb; HACI — HacnegcTBeHHada rnnepxonecrepuHemMuns; JIMBIM - nmnonpoTerHbl BbICOKOW NNOTHOCTW; JITTHIT - nMnonpoTenHbl HU3KOM MNOTHOCTU;
LIHC - LeHTpanbHaa He pPBHaga cMcTeMa VMT — mHaeKc Maccbl Tena
1. Reiner Z, et al. Atherosclerosis. 2014;235(1):21-30. 2. Burton BK, et al. N Engl J Med. 2015;373(11):1010-1020. 3. Daniels SR, et al. Pediatrics. 2008;122(1):198-208 4. Bernstein DL, et al. J Hepatol. 2013;58(6):1230-1243. 5. Burton BK, et al. J Pediatr Gastroenterol Nutr. 2015;61:619-25



ONOOEPEHUUNATIbBHAA ONATHOCTUKA OJ1KJ1
C PEAKUMW SABOJIEBAHUAMW

KnnHunyeckme

nposaneHmns

ONCPOYHKLMSA MeyeHu

CnneHoMeranumg

[emMaTonormyeckme
HapyLleHnd
TpoMboUMTOMeHmsa

BoBriedeHmne KOCTHOM
CnNCTEMDbI

BoBnieyeHme
OblXaTerbHOW CUCTEMDbI

ducnmnnmgemMma c
HN3KKUM ypoBHeM JITBI1

BoBneyeHue cepney4Ho-

COC)/,EI,VICTOI;I CNCTEMDbI

BoBre4yeHmne HepPBHOM
CUCTEMBDI

LJTIKST — geuiumnT 1m30CoOMHOM KUCIOW TMna3bl. 1. KnuHmndeckmne pekoMeHgaumm “pyrme HapyleHna HakonaeHma nunmaos (JeduumT NM30CoOMHOM KMCIoM nnnasbl)”,

bonesHb
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TN B
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el BonesHb HMMaHHa
fowe OJTKJT
[Mnka tnn C
1 TMNa
++ +++ +
[enaTomMeranus, [enaToMeranua cteaTtos, XonecrtaTnyeckas
Prnbpo3,unppos, pnbpo3s, uMppos, ©one3Hb NevyeHu,
O4YaroBble NOBpeXaeHus, NOBbILLEHNE YPOBHS renaTtomeranus,
XenyekaMeHHast 60ne3Hb depMeHTOB XenTtyxa
++
++ ++
++
+ +
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++ 4+
+ +
+++
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KnuHunueckme pekoMeHgaunm “HapyweHuna ooMeHa megun (bonesHb BunbcoHa-KoHoBanosa), 2024.

— He otMedeHOo

bonesdb BnbcoHa-

KoHoBaJs10Ba + BcTpeydaeTca yacTto

++ BcTpeyaeTca y 60/1blLLIEHCTBA

t +++ BCTpedaeTca penko
[ToBbILLEeHME

TpaHCaMWnHas, pnbpos,
LMPPO3

++

NCKJTIOYUWTE OJ1KJT
= NI TTPEOYTTPEOUTE

Pa3BUTUNE HETATUBHDbIX

+ MOCNEeaCcCTBUM

C MOMOLLbIO onpeneneHmnd
JTM30OCOMHOM
KNCIOW NiAMa3bl

++

++
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