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OcTpoe nopaxeHue nevyeHu HoBopoxaeHHbIx= NEONATAL

ACUTE LIVER FAILURE (NALF)

OCTPO PA3SBMBAKLWEECA COCTOAHUE NEYEHOW ANCOYHKUNNA
= ACCOULUMNPOBAHHAA C MOPAXXEHUEM NEYEHU KOAT'YIOMNATUA:

|:>r|pOTpOM6MHOBoe BPEMS > 20 CEKYHA

BMHO > 2(3)

v He3aBMCMMO OT Ha/IMuMA NeYeHoYHOM sHUedaonaTnm
v’ CocTosiHMe, He CcBA3aHHOe ¢ gebunumToM BUTaMmnHa K

v’ XapakTepusyeTcs BbICOKOMN 1e€TaIbHOCTbIO A0 70%

Taylor SA, Whitington PF. Neonatal acute liver failure.
Liver Transpl. 2016 May;22(5):677-85



HEOHATA/IbHbI FEMOXPOMATO3

* Taxenoe nopaxeHune nevyeHn, accoymmpoBaHHoe C BHeNEYeHOUYHbIM CMA4ePO30M Y HOBOPOXAEHHOIO

* KAMHMYECKUN CUHAPOM: NOpaXXeHMe NeYeHn+ SKCTPaANeYeHOYHbIN reMocuAepo3s (MoaXKenyA04Has
Xenesa, WUTOBUAHAS Xenesa, MMOKAPA, C/IIOHHbIE Xee3bl)

* BTOpuuHbIM reMoxpomMaTo3 # HaceACTBEHHbIN remoxpomaTtos (OMIM 231100)

* (Camasd yactan 40 95% (He eguHCTBEeHHAaA!) NpUYMHA HEOHATa/IbHOrO FeMOXPOMAaTO3a — recTayMoHHas
annonmMmmMmyHHas 6onesHb neyeHn (GALD)

A. lemocnaepwt B GONNMKYNAX WMTOBUAHOM Xee3bl

B. Cnaepo3s B auMHapHbIX KNeTKax NoAXXeyA04HOM Xee3bl

Whitington PF. Gestational alloimmune liver disease
and neonatal hemochromatosis. Semin Liver Dis. 2012

Nov;32(4):325-32.



NATOMEHE3 HEOHATA/IbHOIO FTEMOXPOMATQO3A (Ha npumepe GALD)

TpaHcniaueHTapHbIM NepeHoC MaTepuHckmnx IgG aHTuTen (GALD)
N

KoMnnemMeHT-onocpeaoBaHHbIM XapakTep nopaxeHus neyenun naoga: Cgb-g npm UMX?

CHuXeHne ypOBHSA rencuanHa:

HapyLleHWe NOTOKA Xesie3a yepes nNaaueHTy (YBenmyeHme nornouLeHme naaLeHTou
Xenesa)

-

HapylweHne romeocTasa xesie3a + CMAep0o3 BHEMNEYEHOYHbIX TKaHeWN

1. Whitington, P.F. Gestational Alloimmune Liver Disease and Neonatal
Hemochromatosis. Semin. Liver Dis. 2012, 32, 325-332.

2. Lopriore, E.; Mearin, M.L.; Oepkes, D.; Devlieger, R.; Whitington, P.F.
Neonatal hemochromatosis: Management, outcome, and prevention. Prenat.
Diagn. 2013, 33, 1221—1225.



ITUNOJIOTNA OCTPOIO NOPAXKEHUA NEYEHU

[ecTaunoHHan annouMmyHHan bonesHo neveHun naoaa (GALD):
* OcTpoe/nofocCcTpoe TeyeHme 959,
¢ XpOHW-IeCKOE TeyeHme / BpO)KAeHHbIﬁ unppos3

BupycHble renatutel (napeosupyc, LLMB, asnTepoBupychl n ap.)

HacnepctBeHHble 60n1e3HM oOMeHa:
* [anakTozemus

* TwuposuHemuna 1THNA

* HapyweHusa umkna MOYeBUHA

—  2-5%
*  JledekTbl B-OKMCAEHUS XUPHBIX KUCIOT

MUTOXOHAPUaNbHbIE renaTtonaTum: POLG1, DGUOK, MPV1z, TWINKLE, TRMU u ap.

[femodaroyumTapHbit AMMPOrMCTUOLUTOS

Apyrue npuynHbl (MOHOreHHbIE CUHAPOMBI U Ap.)

Taylor SA, Whitington PF. Neonatal acute liver failure. Liver Transpl. 2016
May;22(5):677-85



TECTALUOHHAA AATOUMMMYHHAA BOJIE3Hb NMEYEHU (GALD)

GALD # HEOHATAJIbHbIV FEMOXPOMATO3
B ocHOBe 1eXXnNT — MaTepUHCKO-PeTaibHbIA aNIOUMMYHHbIN ME@XaHU3M

AEBIOT KANHUYECKOM KAPTUHDbI:

nepBble Yalbl XN3HN, peXXe OT HECKOJIbKUX CYTOK A0 HeAE/1b

KIMHUYECKAA MAHUODECTALLUA:
* [unornankemus, koaryaonaTtus, runoanbbymmHemms, xentyxa (NoBbilweHWe NpsMon [ Henpamou dpakLnm

bunnpybunHa).
 AJIT/ACT: peagko npeBbIWAOT 100 eA/N.
* Asnbda-dpetonpoTenH: > 80 000 ea/n
*  QeppuTrH > 800 Hr/MA (A0 7000) + HU3KMIN YPOBEHb TPAHCHEPPUHA
* 10-15% - TXXenasa TpomboumnToneHus !
* OrTeku, onurypus

Taylor SA, Whitington PF. Neonatal acute liver failure. Liver Transpl. 2016
May;22(5):677-85



TECTALUOHHAA AANTOUMMYHHAA BOJIE3HB NEYEHWU (GALD) /
noaTeepxXaeHue G¢eHOTUNa HeOHaTaIbHOro reMOXpoMaTo3a

HoBopoxaeHHbIN C
npeanosaraemsim HI

¥

broncus cansncromn HeraTuBHbIN BNOTMCUNA NMEYEHA
obos10uKkM poTOBOM

010¢TU + T-2 BU > + Csb-g9 UIMX

opraHoB bptoLHoM
NOA0CTH

‘ MoN0XUTENbHBIN

AvarHos HI

v

TpaHcnaaHTauma nevyeHm

NoATBEPXKAEH —> Tepanua BBUI 1 r/kr

Taylor SA, Whitington PF. Neonatal acute liver failure. Liver Transpl. 2016 May;22(5):677-85



AHTeHaTanbHasA Tepanua ¢ uenbto npodunaktukm GALD

Puck peumamnsa npu bepemeHHOCTH, cnegytolien 3a «bepemeHHoCTbO ¢ GALD»
cocTaBsifieT 0koa0 9o0%!

XeHwmHa, y kotopon poanncs pebeHok ¢ GALD goaxHa nosyvatb eyeHne BO BCeX NOC/aeAyowmx bepeMeHHOCTSX,
4yTObbl NPes0TBPaTUTL peunans Taxenom GALD c HeoHaTalbHbIM FEMOXPOMATO30M.

8-

1. OueHka cogepxanusa IgA c uenbto nckaouveHns gebuunta IgA o4HOKPATHO NPU NOCAEAYIOLLNX
bepeMeHHOCTSX.

2. BBegeHne BBUI n3 pacueta 1 r/kr ¢ 14 Hepenb bepeMeHHOCTM (pacyeT No BeCy Ha MOMEHT NepBOro
BBE/ZEHUS, B Aa/ibHelleM 6e3 n3mMeHeHM [ MakCMMaibHas 403a — 60 T.):
14, 16, 18 Hegenb => 1 pas B HeJe/1t0 MUHUMYM A0 35 HeJelb.

Whitington P, F, Kelly S, Taylor S, A, Nobrega S, Schreiber R, A, Sokal E, M, Hibbard J, U:
Antenatal Treatment with Intravenous Immunoglobulin to Prevent Gestational
Alloimmune Liver Disease: Comparative Effectiveness of 14-Week versus 18-Week
Initiation. Fetal Diagn Ther 2018;43:218-225.



[TuTaHue HoBOpOXAEeHHbIX ¢ GALD

HeasekBaTHOe NUTaHME — yBE/IMYEHME PUCKA NOCAEONEPALLUOHHbBIX OCJOXHEHMNA N CMepTun!
[oBbiweHMe NOTPpebHOCTHN B 3HepPrnm (40 150% OT KKasiopaxa 340poBoro pebeHka)
Manbabcopbuus XmMpoB => yBeanyeHune noTpebHOCTU B cpegHeLenoveyHblx Tpuramuepungax (CLUT) go 30-70%

AHopekcus =>agekBaTHoe notpebaeHune 6enka 2-2,5 r/kr/cyT (rMNepaMMOHNEMUA KOPPEKTUPYETCS JIAaKTY/1030U

M 6eH30aTOM HaTpuUS, HE CHUXEHMEM YpOoBHSA beska!)
Manbabcopbums XUpHbIX KUCNOT => AedULUT XXMUPOPaCTBOPUMBbIX BUTaMUHOB (A, D, E, K)

KoppeKkumst MMKpPO3/1eMeHTOB (M0 BUOXMMUMUYECKMM aHANM3aM) => KaJbL WK, LMHK, MarHUn, Cenex

Nutritional Considerations in Pediatric Liver Disease Russell Cameron,
NASPGHAN



C mapta 2025 . HYTPUJIAK NMENTUAUM CUT pasaenntcsa Ha 2
bopmynbl

Nutrilak |

nenTkan cuT

HeTsaXenble KoXHble NposABieHus FacTpOMHTECTUHANbHbIE, CMeLaHHble GPOPMbl CpeAHEeMN TAXKECTH

Nutrilak

PROALLERGY PROALLERGY.
INSPIRED BY SCIENCE INSPIRED BY SCIENCE




NUTRILAK FACTPO NEIN
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KnnHuveckue «peHoTUnbl» HacNeACTBEHHbIX bonesHen obMmeHa neveHn y
HOBOPOXAEHHbIX

OcTpoe nopaxeHue
neyeHu

GALD

TuposuHemus 1 muna
HapyweHue yukna
MOYeBUHbI

Jepexkmsbi B-okucneHus
HUPHBIX KUCAOM

[nnkoreHos IV Tnna

Manaktosemus (*BxoauUT B
HeOHaTa/IbHbI CKPUHUHT

PO)

MumoxoHdpuanbHble

cenamonamuu

XpoHunueckum xonecras

* HepocTtaTtoyHOCTb anbda-
1-aHTUTPUNCMHA

* bBbonesnub HumaHHa-lnka
T"n C

* HapyweHune cnHTesa
XKEMYHbIX KMCA0T

* [porpeccupytowmm
BHYTPUMNEYEHOYHbIN
CceMeWHbIV X0necTas

* CnekTp cuHApOMA

LennbBerepa

lenaTomMeraausa

[NMMKoreHosbl
BbonesHb BosibmaHa
JIn3ocomHble 60ie3Hn

HaKoniaeHus

* CnekTp cnHapoma LlennbBerepa

Narc KAMHUKa
HeOHaTa/IbHOM
SHuedanonaTum

HapyLueHue yuksna mo4eBsuHsl

HacnedcmseHHble 60s1e3HU
2/1UKO3UNUPOBAHUSA

CuHdpombl ucmouwjeHuUA
mumoxoHdpuanbHou JJHK




Knaccudukauymsa HacheacTBeHHbIX bonesnen obmena (Saudubray J.M., 2006)

1. HapylueHune NnpomexyTo4YHOro MeTaboamnsmMa («MHTOKCUMKALMOHHbIN GeHOTUM»)

AmuHoayudonamuu (Mmupo3uHeMus, 2anaKmo3emus)
S OpraHuyeckue aunaypuv (MeTumMasioHOBas, NPONMOHOBAas, N30BaJIepMaHoOBas 1 4p.)
E BpoxcdeHHbie HapyuleHUa Yukaa Mo4esuHsl
HapyweHue obmeHa memannos (6one3Hb BunbcoHa, MeHkeca) + Mopgdupuu
L ll. HapyweHune sHepreTnyeckoro metabonmnsma («aHepretTmyecknn GeHoTmnn») ]

[epeHocumnk sHepreTnyecknx monaekyn (GLUT1-aedpmumT)

MumoxoHdpuanbHbie 3abonesaHus (degpekmei B-okucneHue XK, mumoxoHdpuansHble 2enamonamuu)

v

HapyLueHue obmeHa 2/IUKOc€eHAQ, 2/IUKOceHO3bl, HapyweHue c/InKOHeoceHe3a

[ lll. HapyweHune meTaboansmMa C/IOXKHbIX MOJIEKY }

Jlu3zocomHble bone3HuU HakonsaeHuUs

[MepokcucomHbie 3a60ne8aHUSA / BPOWOEHHbIe HAPYWeHUS 2/1UKO3UNUPOBAHUS




Buoxmmuueckme n MHCTpyMeHTaibHble 06CNeA0BaHUA 1M IMHUU Y
HOBOPOXAEHHbIX C OCTPbIM NOpPaXeHneM neveHu

1. BUoxnumMmMyeckmnin aHann3 KpoBM:

ANT, ACT, IAT, LW, TTTN, 6buanpybun npsmoin + Henpsamon, KOK obwan dpakuyms, riokosa.

2. Koarynorpamma (MHO, npoTtpombuHoBoe Bpema u 4p.)

3. MLUP Ha BupycHble renatutbl A, B, C, UMB, BB, BINI 1,2, Tokconnasma, Rubella, MNapsosupyc, rpynna
JHTEepPOBMPYCOB

4. Y3W opraHoB bptoWwHOM NOA0CTH, NOYeK

5. IXO-KI



o v or W

Buoxmumuueckme n MHCTpyMeHTa/ibHble 06CN1eA0BaHUA 21U IMHUN Y
HOBOPOXAEHHbIX C OCTPbIM NOpPaXeHneM neveHu

KLP + nakTtat

AMMOHUM

AHanuns KpoBu Ha GpeppUTUH

Anbda-dpeTonpoTemnH

Tpurnnuepuabl  xonectepuH

Cnekmp amuHokucsnom + ayunkapHumuHsl (TMC: cyxue namHa Kposu) — BO3MOXEeH NOBTOPHbIV 3abop* npwu
YyC/JI0BUWN HaxoxXaeHnsl pebeHka Ha NapeHTepasibHOM MUTaHUK

OpaaHuyeckue kucaomsi moyu (np. 7 cykyuHUAGUEemMOoHa npu Mupo3uHemuu 1 muna,



Koraa y HOBOPOXAEHHOIO C KIMHUKOM OCTPOr0 NOPAaXeHUA NeYeHU CAeAYeT 3ano403puThb
HBQO?

* Hannume «cBeTn0ro npomexyTka» (4158 «MHTOKCMKaLMOHHOro» ¢peHoTmna HBO)

* OTAroweHHbIN CEMENHbIV aHaMHe3 (CMepPTM B HEOHATA/IbHOM [ paHHEM AeTCKOM BO3pacTe U 4p.) — 25%
(bonblmMHCcTBO 3ab01eBaHUM nMetoT AP-Tun Hacie0BaHNA)

* W3meHeHus KWP B anHamuke: meTaboanyeckmin aumaos (B T.u. JIakTaT-aumnAo03) / pecnmpaTopHbIA aaKaA03

* CTouKana «He 0bbsAICHUMas» runepaakTaTemMus (n1akTaT > 2,2 MMOJIb/N)

* [vnepammoHnemms (y HOBOPOXAEHHbIX > 110 MKMOJIb/N)

* CTouKasa runoriMkeMums

* HeBposnormnyeckass CMMNTOMaTUKa: BAJI0€ COCaHMe, 0TKa3 OT ebl, AN PY3HaA MbllleYHAsA TMNOTOHUS,
naTo/siormyeckas ABuratesibHas akTUBHOCTb, HEOHaTa ibHble CYyJ0pPOru

*  MyNbTUCMCTEMHOCTb: MOPaXeHMe CPa3y «KHECKOIbKMX OPraHOB MULLIEHeN» (Mp. cepALie + neyeHb + roJI0OBHOM MO3r)



Tupo3smHemMusa 1 Tuna
*BXOAWT B pacClUMPEHHbIN HEOHATAIbHbIW CKPUHWUHT

AP-Tnn Hacnea0BaHUS
lMamozeHHble sapuaHmsi 8 2eHe FAH (kodupyem depmeHT dymapunauetoaLetasy)

JlnarHocTuka:

* [loBbllWEeHHOE BblgeNeHNE CYKLMHUNALETOHA C MOYOM — NAaTOFHOMOHMYHbIW NPU3HAK TUPO3MHEMMM 1 TUNA
* TMC (cyxme NsiTHa KPOBM): MOBbIWEHNE TUPO3UHA, METUOHUHA U PEHUNANAHNHA

* 3HaunTenbHoe nosbilweHme ypoBHsa ADIT (=160 000 HI/MJ, HOPMa < 1000 HI/MA AN MAIAAEHL,EB 1-3 MecsLa)

Sniderman King L et al. Tyrosinemia Type |. 2006 Jul 24 [Updated
2017 May 25]. In: Adam MP, Feldman J, Mirzaa GM, et al., editors.
GeneReviews®



KnnHuyeckas KapPpTUHaA TUPO3UHEMUN 1 TUIMA

* OcTpoe nopaxeHue neyeHu: aebtoT A0 6 MecsaueB

* [loTeps cuHTETUYECKOU GYHKLUM GaKTOPOB CBEPTHIBAHMS
* YMepeHHOe NoBbIWEeHNE TPAHCAMMNHA3S

* O6bwmm 6UANpY6bUH — MOXET BbITb HOPMaIbHbIM

* 3anax «BapeHoOW KanycTbl» [ «THWU/IbIX Fp1boB»

* MoryT 6bITb CTOMKME TMNOrANKEMUN

<

BbicTpoe nporpeccnpoBaHme: acumT, XeNTyxa, Xenya04HO-KULeYHble KPOBOTeYEeHUS

I JleueHne HUTU3MHOHOM (OpdagmnHoMm ° ) cneayeT HauMHATL CPa3y NOC/Ee NOATBEPXAEHUA AMArHO3a.

Sniderman King L et al. Tyrosinemia Type |. 2006 Jul 24 [Updated
2017 May 25]. In: Adam MP, Feldman J, Mirzaa GM, et al., editors.
GeneReviews®



HacnheacTBeHHbIe HAPYLWEHUA MUTOXOHAPUANBLHOIO B-OKUCAEHUA XUPHbIX
kucnot = FAOD («3HepretTuveckum» GpeHoTun)

OpraHbl «<MULIEHU»: CKeNETHbIE MbILLbl, CepALie, NeYeHb
* 11 popm FAOD

CyM|\/|apHas=| H4aCTOTa: 1 HAa 9000 XXUBbIX HOBOPOXAEHHbIX

[1o BPpEMEHU BOSHUKHOBEHWNA:

HeoHamanbHadA (paHHAA)

AeTtckas (MHPaHTUIbHASA) C MaHUdeCTaLMeN B NepBble 2 FOAA XU3HM

[lo3aHAA (B3pocsian)



HacneacTBeHHbIE HAPYLIEHUA MUTOXOHAPUANbHOTO B-OKUCNEHUSA XXUPHbIX
kucnot = FAOD («3Hepretuyeckumn» peHoTmn)

OpraHbl «<MULIEHU»: CKeNETHbIE MbILLbl, CepALie, NeYeHb
* 11 popm FAOD

CyM|\/|apHas=| H4aCTOTa: 1 HAa 9000 XXUBbIX HOBOPOXAEHHbIX

[1o BPpEMEHU BOSHUKHOBEHWNA:

HeoHamanbHadA (paHHAA)

AeTtckas (MHPaHTUIbHASA) C MaHUdeCTaLMeN B NepBble 2 FOAA XU3HM

[lo3aHAA (B3pocsian)



Neurological:

* Developmental delay
* Impaired QoL

+ Peripheral neuropathy

Hepatic symptoms:

* Hypoketotic hypoglycemia

(may lead to seizures,
coma, brain damage)

+ Hepatic dysfunction

(elevated transaminases,

hepatomegaly,
hyperammonemia)

* Chronic liver dysfunction |

Skeletal myopathy

symptoms:

* Muscle weakness
(hypotonia)

* Muscle pain (myalgia)

+ Exercise intolerance

* Different degrees of
rhabdomyolysis (elevated
creatine kinase,
myoglobinuria, acute
renal failure)

KnnHnueckasa kaptuHa FAOD

] Retinopathy:
* Retinopathy (TFPD/LCHADD)
* Progressive retinal dysfunction

* Decreases in color, low-light,
and central vision

| Cardiac symptoms:

« Hypertrophic and/or
dilated cardiomyopathy

« Pericardial effusion
* Heart failure

« Arrhythmia

- Sudden death

Gastrointestinal symptoms:
* Nausea

« Gastrointestinal distress

- Lack of appetite

MYehaoar QSivne and SumntaMme
viner o1gns ana sympioms

of Some LC-FAOD

Maternal hemolysis, elevated
liver enzymes, and low
platelets syndrome

Maternal acute fatty liver

of pregnancy

Sudden infant death syndrome

* Beaywmn cUMNTOMOKOMIM/IEKC:

* CucmemHasA c nopaxceHuem ne4yeHu u cepoya
* [leyeHo4YHas

* MunonaTtuyeckasd

OCHOBHble CUMMNTOMbI, XapaKTepHble A4/ paHHero
AebloTa:

* YrHeTeHune CO3HaHUA => COMHONEeHUMNA => KOMA
e [enaTomeranusa

PBOTbI [ YacTble 06U/IbHBIE CPbIFMBAHMUS
* [MnokeToTnyeckasa rmnoranKeMums

* Kapauomuonatuu (FKMIM / AKMI co
CHUXeHuem dpakuyum Boibpoca)

+ HapYLEeHUs CepAeYHOoro puTma

* Pesa-noaobHble cuMnTOMBI



* HapyweHne MUTOXOHAPUAIBLHOIO OKNC/IEHUSA
AJIMHHOUenoYeYHbIX XUpHbIX kncaot (LCHAD, VLCHAD, TFP

deficiency) é

* Manbabcopbuna xnpoB BcneaCcTBME BPOXAEHHbIX HYTPUIE I 2
XonectaTuyeckux 3aboneBaHnm (aTpesns BHyTPUNEYEHOUHbIX < E
XKENYHbIX MPOTOKOB) U AP. 1
HU3KOXUPOBOM

Npw Hapywenun o6mena
W YCBOGHUA Xupos

W

Hytpuren Huskoxuposoii



HapymeHm'-l UMK/1a MOYEBUHDbI => NepBU4YHAA rMNepaMMOHNEMUSA

HapyweHunsa unkaa MoYeBUHbI: 7 pasinyHbix gedektoB (AP + 1 X-cuenneHHbin, OTC -pedpurunT)
OTC (OpHUTMHTpaHCKabaMmnnasbl 4ePULMT) HE BXOAUT B MAaCCOBbIN CKPUHUHT!

OTC - camoe 4acToe 3aboneBanue us rpynnel HUUM / 04HaKO B CKPUHUHTE BUAUM CHUXKEHUE
LUTPYANMHA

OpFaH-MMLUGHb: r0JIOBHOM MO3r (nospe»(p,eHme MWaZibHbIX KZ1E€TOK, NMNOBbIWEHNE OCMOJIAPHOCTU
=> 0TeK roJioBHOIo MO3Fa) + NeYvyeHb



KanmHu4veckas KapTmuHa

HopmanbHble BECO-POCTOBbIE MOKA3ATENN MPU POXKAEHNU
CBeT/IbIN MPOMEXYTOK: OT HECKOJ/IbKMX YACOB 4,0 HECKOJIbKUX AHEW

OcTpas sHuedanonaTma: CpbirMBaHMS, PBOTbI, OTKA3 OT €/4bl, COHJNBOCTb => KOMaQ,

CYAOpPOrn, runoTepMus
KanHnyeckue npmsHakum cencuca
PecnnpaTtopHble HapyLleHuns

Ha paHHUX CTagmsa pecnupaTopHbIU anKanos



[penapatbl CBA3bIBAKOLLME AMMOHUN:

— ——

* Hatpwusa 6eH30aT 250 Mr/Kr/cyT B 3-4 NpMeMma

HyTpureH

* He Ha3HavyaeM [ oTMeHsieM nNpenapaTbl Ba/ibMNpoOeBow
KUCAOTbI

< >
o s 'S
Be3benkoBbit HyTpuren: < el

3
]
i
§
3
!
.

3aperncTpupoBaH C BO3pacTa 1 roaa (114 KKan

Ha 100 M)

HanuTtok cyxoi 6e36enKoBbin
«HYTPUIEH» co BKycoMm MOHCQ
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MVITOXOHAplllaﬂbeIe renatonatuu

bonesHu dbixamenbHoU yenu mumoxoHdpull (OXPHOS)

. e M
Aednumt komnnekca | (ACADgQ) YNbTUCNCTEMHOCTb

* HeBponornyeckasa ANCOYHKLUMSA
Aednumt komnnekca IV (SCO1) P AMCPYHKY
- * [lopaxeHune noyek, cepaua
Aednumt komnnekca Il (BCS1L)
e JlakTaT-aumAaosbl

MHOXeCTBeHHble KOMMJIeKCHble AebULUTBI
— * [wunornvkemus
CuHOpombl ucmoujeHuA mumoxoHdopuanbHou JHK:

DGUOK, MPV17, RRM2B, C100RF2/Twinkle, SUCLG1, TRMU v POLG1

OTCcpoYeHHas NeYeHOYHass HeA0CTAaTOUYHOCTb: 601e3Hb Anbnepca (aedpuunt komnaekca |, POLG1)
CuHgpom NnpcoHa KOCTHOMO3roBoro-nogxenygodHoro (aeneunsa mtAHK)
MuToxoHApuWanbHasa HempouHTecTMHaAbHasA renatonatms (MNGIE)

He l\/lI porenaTonaTM q (M PV17) https://childrennetwork.org/For-Physicians/Mitochondrial-
Hepatopathies-Information-for-Physicians



PekomeHaauum uccneaosatenen ChiLDReN

MynbTUCUCTEMHOCTDL [ TPUCOEANHEHME «OPraHOB-MULLEHEW» MO MEPE NPOrpeccMpoBaHmS

3aboneBaHus

BbicTpo NporpeccupytolLan ocTpoe HeoHaTa/IbHOE NopPaXeHne neyeHu
CToMKOEe NOBbIWEHWE YPOBHSA /IaKTaTa > 2,5 MMOJIb//1

JlakTaT-aumnao3

CooTHOWeHMe nakTaT / nnpyBaT > 20 (0COH6EHHO Yepes Yac NoC/ie KOPMIEHUS)

OpraHuyeckme KNCA0Tbl MOYM — MOBbIWEHWE YPOBHS MOJIOMHOM KMCAOThI (J1akTaTa B MoYe),

MOBbILLIEHME MPOMEXYTOUHbIX NPOAYKTOB Lukaa Kpebca (cykumHat, dymapat, MasaT)

https://childrennetwork.org/For-Physicians/Mitochondrial-
Hepatopathies-Information-for-Physicians



JlOHOLLEHHbIN ManbuunK, BEC NPU POXAEHUN 2030 I., ANUHA 45 CM.

MaHundecTaumna 3aboneBaHms: C pOXAEHUS:

MepcucTupytowmnin nakTaT-aLmMa03

HeBponoruyeckan AucPyHKLUNA: HEOHaTa IbHble CyA0pOru
Mo AaHHBIM D3 -MOHUTOPMHIA: NATTEPH «BCMbILLKA-NOAABAEHNEY

KLLP: pH 7,19; BE -18,2, raktat 26 MMOAab/

AMMOHMIN: 105 => g2 => 98 MKMOJ1b/N

Apxvs MamaeBaE.A., 2025
®oTo NpeAoCTaBAEHbI C COTIACUA 3aKOHHbIX MPEACTaBUTENEN NALMEHTA.
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J1aKTaT C poXAeHUs > 10 MMO/1b//

JleTanbHbIN NCXOA: Ha 20€ CYTKU XU3HM.

AAnarHos: CUHAPOM MUTOXOHAPUasnbHOro uctroweHusa HK,

DGUOK-accouunpoBaHHoe 0CTpoe HeoHaTa/ibHOe NopaxeHue nevyeHu.




HeoHaTanbHbIM remodaroymtapHbin aumeoructuouuntos (HFP)

HacToTa BCTpeyaemMoCTun: 0,06 Ha 10 000 XMBbIX HOBOPOXAEHHbIX
AKTUBaLMA 1 IKCTPEMaNbHAA AUCPErynaLLUS MaKpocI)arOB nT-KneTok.

e [eHeTMyeckoe cocTosiHUE (MepBMYHOE/CEMENHOE)

* BTOpunyHOE No oTHOLWeEHUIO K MHPeKLMn (Haubonee yacTom uHdekLMen y HoBopoxaeHHbIx — BIT, pexe LUMB,

SHTEPOBUPYCHI U AP.), 310KaYeCTBEHHbIM HOBOOOPA30BaHUAM U TA,.

OcTpoe HeOHaTa/lbHOE MOPAXEHMNE NEeYEHN — MOXET BbITb 1M NpmaHakom HI QJ1!!!

Balakumar N, Sendi P, Totapally BR. Epidemiology and Outcomes of
Neonatal Hemophagocytic Lymphohistiocytosis. Front Pediatr. 2022 Apr
26;10:848004. doi: 10.3389/fped.2022.848004. PMID: 35558361; PMCID:
PMC9090447.



HeoHaTanbHbIM remodaroyutapHbii AMMPOrMcTUOLMUTO3

Jlnxopagka
CnaeHomeranus
buunTtoneHus

[MnepTpuranuepuaeMmmna n/nam
runodubpurHoreHemus

femodaroumnTos

Hwuskas [ oTcyTcTBytowas akTmBHOCTb NK-
K/IeTOK

[MnepdeppuTMHEMUS

BbicOKMe ypOBHM pacTBOPMMbIX peL,enTopoB K
NJ1-2

OCHOBHble KpUTEpUH

R4 8 KputepueB ANA9 ANArHOCTUKHA

— [JononHuTenbHble KpUTEPUU

Balakumar N, Sendi P, Totapally BR. Epidemiology and
Outcomes of Neonatal Hemophagocytic
Lymphohistiocytosis. Front Pediatr. 2022 Apr
26;10:848004. doi: 10.3389/fped.2022.848004. PMID:
35558361; PMCID: PMC9090447.



Apyrme NMPUYNHBI OCTPOIro HEOHATA/IbHOIO NOPa>XeHUA NneYveH

* MnageHuyeckas neyeHoUYHasa HeJ0CTaTOYHOCTb 1 TUNa (ILFS1), naToreHHble myTauum B reHe LARS

* LARS koavpyeT LUTO30/1bHYI0 nenuymH-TPHK-cnHTeTasy, pepmeHT, KpUTUYECKM BaXKHbIV N5
BKJIIOYEHMA IerLMHa BO BpeMs CMHTe3a benka.

KauHuyeckasa kapmuHa:

* 3BYP

* PeunpmBupytolLee oCcTpoe NOpaXKeHMe NeYeHn [ «nevyeHoYHaa ANCPYHKLMA» HA GOHe
MHTEPKYPPEHTHBIX MHDEKLL UM

* [unoanbbymmnHemus
* MukpounTapHasa aHemus

* Cyaoporu

Casey JP, Slattery S, Cotter M, et al. Clinical and genetic characterizatiol
of infantile liver failure syndrome type 1, due to recessive mutations in
LARS. J Inherit Metab Dis. 2015; 38: 1085-1092.



HeAOHOLWEHHbIN Manb4uk, 25 5/7 HeAeNb

4,500 ANT

4,000 ACT

3,500 — MHO

3,000 — = [IpoT poMB1HOBOE BpEMS |

2,500 —

2,000 —
MakcrMmaibHble YPOBHMU:

1,500 - ACT — 4250 ea/n
AJIT —1gco ep/n

ey MHO —10 => 2,27
PT —180 cek. => 24,9
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Anroputm anddepeHunanbHOM AMAarHOCTUKM OCTPOrO HEOHATA/IbHOrO NOPAXEHUS
nevyeHu

1. OcTpoe HeoHaTabHOE NOPAXKEHMNE NeYeH ?

MHO > 2(3), PT > 20 cex.

2. Broxmmmnyeckmin aHaamns Kposu
AT, ACT, I'TTN, WO, obwmm bunnpybuH, npamon buanpybuH, anbbymuH, rnokosa, obwas pakuma KOK
+ pepputuH, anbda-peronporemH

3. lunornnkemmna?

S A

MeTabonyeckni aunaos

4. KW P + nakTaTt

JlakTaT-aunAaos / ctonkas
rMnepaakTaTemMums

PecnunpaTopHbIv aikanos

5. AMMOHMI > 110 MKMOJ1b/N,
npu nogo3peHnn Ha HBO > 150 Mkmonb/

+ Mlenatomeranus => nckaoyaem gedektbl B-okncaeHuns XK
I TipoBepsiem opraHbl-muweHu: cepaue (IXO-KI + KT +
TPOMOHWH)

Ncknovaem MUTOXOHAPWaJibHbIE FTENATOMATUA

HapylweHusa unkaa moyesuHsbl, B T4 OTC-gebumumnt




6. DEHOTUIM HEOHATAJ/IbHOIO FTEMOXPOMATO3A (NH)? — nonck GALD

PeppuTuH > 800 Hr/ma, anbda-peTonpoTenH > 80 000 HI/MA

N

NH + NH -

GALD-NH

Tupo3nHemuna 1 Tun

Knaccnyeckas
rasiakTolemMus

AedekTbl B-okncneHms XK

ANT, ACT:1-2x N
FCT +/-
TpombounToneHus +
deppuTnH: 800-7000
AO®IM: > 80 000 (A0 300
000 HIr/mn)

AMMOHMUI < 150-200
MKMOJIb/ N
MeTabonunyeckoro
aumaosa HET
Jlaktat N

ANT, ACT: 2-3N
BunnpybuH: 1-2 N
TpombouuToneHus -/+
deppuTuH: 1-2N
[Mnornunkemms +
AO®MN: =160 000 HI/MA
CyKUuMHUNALETOH —
NaTOrHOMOHWYHbIN
npu3HaK!

3anax «BapeHOou KanycTbl»
AmMmMoOHMM N

AT, ACT —ymepeHHO
NoBbILLEH
Bunnpybuh: >>>
[enaTomeranus
Cencuc (90% - E. coli)
KaTtapakTa Ha 1M roay
XM3HU Y HE 1IeYeHHbIX
nauMeHToB

ANT, ACT: 4-5x N
MMTM:2-2x N

®eppuTuH: 1-2N

AO®IM: < 8o 0000
Mnornukemun +
MNopaxxeHue opraHos-
MULLEHEN: CepAaLe, NeYEHb,
FONOBHOW MO3I
MeTabonuyeckum aumnao3
[MnepnakTatemus
MnepammoHuemus!




HI O

MVITOXOHApVIaJ'IbeIe rernatTonaTtmm

 AJIT, ACT: > 1000 ea/n

 Xonecrtas >>>

* [enato/cnneHormeranus

*  @®eppuTHH > 20 000 Hr/MA

« A®M: <80 000

 MeTtabosanyeckoro aumgosa
HET

 JlaktaTt N

* buyutoneHuns

* [lepcucTmpyroWwmni nakTaT-
aunaos

* «ArpeccusHoe»
nporpeccupytollee
HapacTaHue KJIMHNYEeCKUX
CMMMNTOMOB OCTPOro
MOpaXKeHUs nevyeHu

*  MynbTUCUCTEMHOCTb

* CooTHoweHwue nakrar /
nupysart > 20

HI®J1* — HeoHaTaNbHbIV remodarounTapHbl IMMPOrncTUOLUTO3



BJAATOAAPUM 3A BHUMAHUE!



