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IlepBoe BpoXImeHHOe MeTaboIM4IecKoe

HAPYIIIEHWE 6buo onucano Apunbanbaom apponom

B 1902 rony B xxypHaiie JlaHuet

B nactosiiee BpeMs HacuutbiBaeTcs Oosiee 1000 HacneacTBeHHBIX OoJie3HE oOMeHa,

YHCJI0 BHOBb OITMCAHHBIX 3a00JIEBaHUH C Ka>XJIbIM I'OAOM PaCTCT.

3a 5 met (2011-2016rr) 66LT0 OnHcano 6omee 300 HOBBIX 3a00IEBaHMIA!

1Saudubray et al. Inborn metabolic diseases diagnosis and treatment, 6th edition. Springer; 2016. p. 658.
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HacnepacrtBeHHble 6one3Hn obmeHa sBewecrs (HBO)

— KJIaCC MOHOI'CHHBIX 3a6OHCBaHHﬁ, CBiA3aHHBIX C I'CHCTHYCCKH O6YCJIOBJ'I€HHBIM M3MEHEHUEM OMOXMMHMYECKHUX

MPOIIECCOB B KJIETKE, B PE3YJIBTATE UETO HAPYIIAIOTCA (PYHKIIMU KU3HCHHO BAXKHBIX OPTaHOB.

N3BectHO 60s1ee 1000 pazanunbix gopm HBO,
CyMMapHasi 4aCTOTa BCTPEYAEMOCTHU:

1: 800-1:1000- >xuBBIX HOBOPOXKACHHBIX.
Jlns MHOTMX XapakTepHa MaHuecTalus B HEOHATaJIbHOM
Mepuosie, C OCTPbIM HAYaJIOM M Pa3BUTHEM HEOOPaATUMOIO
MOPAXEHUS PA3JIUYHBIX OPraHOB U CUCTEM U JICTAJIbHBIM HCXOA0M

0€3 Ha3HAYCHMS aJICKBAaTHOM TepaIuu.
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CyviMIITOMBI, II03BOJIAIOIIVE 3a10J03PUTH HapyIlIeHUs1 MeTaboIM3Ma:

» 6/n3KopoacTBeHHbIN 6pak
» CMepTb Npeablaywmx AeTen ot
- Cencuca c HeyCcTaHOB/IEHHbIM BO3byauTEenEM

- CUHAPOMA BHE3aMHOW CMEpPTH

- HEYCTAHOB/IEHHOW NPUYUNHBI

» HELLP - cunapom o () O
> 3BYP

» CTPYKTYPHble HapyLleHUa — gucmopdpum
» [enaTtonMeHanbHbIN CUHAPOM N10AA

> AcumT nnoaa

» HeummyHHana BogAHKa naoaa



OrEY 'HAu,uorll;nthlﬂ \ HHCTHUTYT
MEOMLIMHCKK -
cCner ;S; PETTPOZJYKTHBHOM

WCCAEAOBATENBCKUI LIEHTP H
AVUEPCTOA UK €VMIMMYHHAs BOOsHKaA 111014 EHETHKH
B, KYAAKOBA' MHHSIPABA POCCH

PE3SYJIbTATbI MOJIEKYJIZIPHO I'EHETUUYECKUX
NCCIIEJOBAHUM ABOPTVIBHOI'O MATEPUAJIA

N-46
Puck HUBI1 npu chepyrowmx
AA Tvn ’ 6epemeHHOCTAX ~3%
HacnepoBaHUA
NnpUYMHA He 26%
ob6HapyxeHa
63% MoHoreHHble
NPUYUHDI \
37% AP tnn
/ Hacnepo0BaHUA

]

11%

Puck HUBIT npun
cneayouwmx
bepemeHHOCTAX 25%

Tpodpumos A0 u coasT.



CVIMHTOMBI, ITIO3BOJIAKOIINE 3aII0OJ03PUTDh BPO2KIC€HHBIC

MeTa0oIM4YecKre HapylLIeHus].

» «CBET/NbI MPOMEKYTOK» NPOAONKNTE/IbHOCTbIO B HECKO/IbKO YacoB UK AHEN OT

poxaeHNA A0 NepBbIX KIMHNUYECKUX I'IpOﬂBl'IeHVIﬁ 3aboneBaHuA

> yxyguweHne COCToAHNA HECMOTPA Ha NpoBedeHne CMMNTOMATUYECKOW TEPANNn |



KimHandeckmne nposiBjieHMsI HacJIeACTBEHHBIX 00JIe3HeN 00OMeHa BellecTB

- HE CITELIVIDVYHDbI!

*  YacThI€ CPHITUBAHUS, PBOTA;
® TIOTEpsl MAcCHI TEJIA;
®  CHUHJPOM BO30YXIECHUS;

® CHUHJPOM YTHETEHHUS, COIIOpP, KOMA; — W q
=t/ e

®  MBbILIEYHAS TUIIOTOHHS;
®  MBIIICYHBIA TUIIEPTOHYC;

® CyIOpOrIH;

® TUIOTEPMHUS WA TUTIEPTEPMUS;

®  KENTyXa;

® TenaroMeraius/CUHAPOM XOJIEeCTa3a/IeYeHOUYHasi HEA0CTATOYHOCTb;
® KapAUOMUONATHsI/HAPYLIEHUS PUTMA CEPILA;

® pECIUPATOPHBIC HAPYIICHUS (aITHO3, TAXUITHO?);

e KIMHHYECKHE NMPU3HaKH cercuca (sepsis-like syndrome);

¢ [OJHOpraHHas HEAOCTATOYHOCTD.



JIaboparopHble UcceI0BAHUS NPU MOA03PECHUU HA HACJIEACTBEHHbIE 001e3HH 00MeHAa BelleCcTB

(mapaJjuieJibHO — UCKJIIOUEHHUE cerncucal)

NMokasartenu Bo3moOXXHble usmeHeHUA
[A30BbIN COCTAB KPOBMU MeTabonmyeckm aumaos, pecnmpaTopHbIA anKkanos
J1aKTaT B KpOBU Mnepnaktatemma
AHWOHHbIN NnpomexxyTok (Na+K)-(Cl+HCO3) Bbilwe Hopmbl (6onee 10 mmonb/n)
AMMMaK B KpOBMU [MnepammoHmnemusa
Caxap Kposu Mnornnkemusa, rmnepramkemma
KAnHnyecknuin aHanmn3 Kposu TpombounTtoneHusa, HeMTPoONeHnsA, aHeMmnS
KAnHn4yeckmum aHanns mouum N3meHeHnAa pH

KeToHOBbIe Tesla B Moye

[noKko3ypuAa

BunnpybuH MMnepbunnpybuHemms
ANT, ACT CuHapOM UMTONIN3A
[T, LD, npamon bunnpybmuH, XonectepuH, XenyHble CuHAapom xonectasa n/mnu
Kucnotbl, Tpurnnuepuabl, JIMHM, JINBI B KpoBu rmnepxonectepmHemua/rmnepamnuaeHns/ancamnuaemus
MoueBaa Kncnorta Bbiwe HopMbl
KOK, N1A4I, MO-KOK, Bbiwe Hopmbl
Koarynorpamma Mnokoarynauua
AMMHOKMNCNOTbI U auUNKaPHUTUHBI B Kposu (TMC) CHUKEeHMEe NN NoBbILLEHME YPOBHSA MeTaboIUTOB U UX COOTHOLUEHME
OpraHn4yeckme KMCNOTbl B MOYE M1, B TOM YMNCe, OPOTOBaA
Kucnorta

BaykHO: 3a60p KPOBM M MOYM [0 MPOBEAEHMUA TEPANUN: CbIBOPOTKA KpoBu 1-1,5 ma n /unmn natHa Kposu




HawnbOosiee 3HauMMBIe j1a00OpaTOpHBIEe M3MEHEHMUSIMM, XapaKTepHbIe

111 HbO y HOBOpOJXKIeHHBIX JIeTern:

e Croiikuil MeTabOJIUYECKUH allU103 U TUIIEpIaKTaTeMUsI
e [uUnepaMMOHUEMUS
e (CTOWKAs TUNOTIIMKEMUS

e Henpsamas runepOwinpyounemusi, He cBsi3anHas ¢ ' bH

e CuHIpPOM XOJECTa3a U/UU NMEYEHOYHO-KIIETOYHAS

HCAOCTATOYHOCTD

BakHo! Mpepnonaratb Hannume y pebeHka aedekra o6meHa BeLLecTs I



MeTtabonnueckum nakrar-auuaos

[ CHEKTP AMHHOKHCJIIOT H allHJIKApHHTHHOB

B KPOBH, OPraHHY€CKHX KHCIIOT B MOYEC ]
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-

—* Hopma
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[MoBbIlIeHHE MHPYBATA
nupyear/makrar - N

KeToHoBblIe TEJ1a B MOYE + KeToHOBBIC TEJIa B MOYe
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AHUOHHbIN npomexKyToK (Na+K)-(Cl+HCO3) 6onee 10 mmonb/n

IMupyBaT — CHHIKeH/HOpMA
NHPYBAT/IAKTAT — OoJIbIIe 25
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[Ipoba c kopmileHHEM
(YMEHbIIIEHHE JTaKTaT-alu103a MoCcIe
KOPMJIEHUS WJIU BBEJEHUS [IIFOKO3bI




KnunHnyeckoe HabnwageHue
Poapbl B cpoK, macca Tena 4010, annHa- 56 cm. Anrap — 7/8

I'py,cl,Hoe BCKapM/inBaHUe C poKaeHNA. O.B. 18 MKM/J'I,

CemeMHbI aHaMHe3 He OTAroLueH
CUHAPOM YrHETEHUA,

O3MNK CYAOPOXKHAA rOTOBHOCTD,
MOSIBUJIACH JKEJITyXa,
- CPE —N, LP — N,
yruerenue [{HC,
O.B. - 455 MM/ HCI —nosblweHne axoreHHOCTU 1B3
2 cyT 3 cyT 4 cyt 5 cyT 10 cyT 16 cyT
OAK _N’ OAM_N! OB - 482 KM/ 9 1 _
VIR 006. bux 270 MM/ HEHTPOHIEL — 272
BE -12, Lac- 5,3, Hb-N
rneyeHs + 4 cm,
['mro—0,5 MM/
cenesenka -0
,‘, ‘.’ 3 BE -6, Lac 5,6,
O3MK nocie kopmienus: BE -4,5, Lac — 4,1,
doToTepanus
B/B [Noko3a xojecTepuH -5,6 MM/,

TT'Ll -2,6 MM/
l I''TukoreHoBasa 00s1e3Hb 10 I H VA



HeonaranpHasas MmaHudecTanms rimMKOreHOBOV 001e3HM

Tun 4

-

CuHApom xonecrasa

Tun 13,6

-

* FTMNOrINKEeMMUSA
* meTabonnyecknm aumnao3

* runepbunnpybmnHemms Tvun 3

* runepTpodma mmoKapaa

¢ renatomeranud

* HenTponeHus (Tun 1 6)
* MblLEYHasA rMNOTOHMSA

* NOBbILLIEHME B KPOBM: * noBblweHne KOK

PeXe: renatomeranua
Try, xonecrtepunHa, TpaHCaMUHa3s.



OcHoOBHbIE TPUYMHBI HEOHAaTAJIbHOM I'MIIepaMMOHVEMUN

OCHOBHbIE NMPUYUHDI:

1. IlepBu4HAasi rUNIEPAMMOHHEMUS
- pa3BUBAETCS MpU 3a00JICBAaHUSX, BbI3BAHHBIX Je(exkTamu (hepMEHTOB

HJIX TPAHCIIOPTCPOB LUKJIdA MOYCBHUHBLI.

2. BropuuHoil runepaMMoOHeMHus -

- XapakTepHa JiJig 3a00JI€BaHUM, TPU KOTOPBIX (PYyHKIIMOHAJIbHAS
AKTUBHOCTB (DEPMEHTOB IIUKJIa MOUYEBUHBI MOJIABJISIETCS 32 CUET
HAKOILICHUS POMEKYTOYHBIX META00JIUTOB, 00Pa30BaBIINXCS MTPU
IPYTHUX BPOXKICHHBIX WM IPUOOPETEHHBIX HAPYIICHUSIX OOMEHA

BCIIICCTB

3. Tpan3uTopHasi runepaMMOHM MU

pynnbl 3aboneBaHunin:

HapyLLIeHMFI LNK/1a MOYEBUHDbI

OpraHUYECKHUE AlUIyPUH,
00JIC3Hb KJICHOBOT'O CHUpOIIa (JICHIIUHO3),
MHUTOXOHJIpHUAIbHBIE 00JIE3HH,

ne(eKThl OeTa-OKUCICHUS KUPHBIX KUCJTIOT,
ne(eKThl KAPHUTUHOBOTO LUKJIA,

CUHAPOM I'MIICPHUHCYIIMHCMUU-TUIICPAMMOHHUCMUU.

- MOXXET OBITh 00YCJIOBJICHA TSAXKEJION NepUHATAIBHON NMAaTOJOTHUEN U SIBJIIETCS CIEICTBUEM 3a00JI€BaHUM, COMTPOBOXKIAOIIMXCS

MOBBIIICHHBIM 00pa30BaHUEM aMMHUaKa WJIM HEJOCTAaTOYHOU €T0 YTUIIM3aIUeH.



Ba>kHOCTB paHHEﬂ ANATHOCTVKN I'MII€EPaAMMOHMEMNN

AMMMaK... Aw

=
o

HaK

. HEUPOTOKCUYHBIE META0OIUTHI
... HEUPOTOKCHNYEH

¢

aktuBanust NMDA- penentopos

¢

... HapyLwlaeT MUTOXOHApPUaNbHY YHKLMIO
ru0eIb HEMPOHOB U OJIMTOACHIPOTIINHU, OTEK

aCTPOILIMTOB, HAPYIICHUE MUKPOLIUPKYIISALINU U
KITETOK rOJI0OBHOIO MO3ra UIIEMUS TOJJOBHOTO MO3ra.

... CNocobCTBYET OTEKY rONOBHOIO MO3ra
... MOXeT NpuBeCTU K HeobpaTUMomy

noBpexgeHmw royfioBHONrO Moara

N OPYrMx OpraHoB



JleueHMe rMIIEpaMMOHMEMUN 0 YCTaHOBJIEHWS AMArHoO3a
(ocTpbIn mepmon)

MHckawouutsb 0es10k Ha 24 yaca (He 0oJiee 48 yacoB)
* o0ecnieunth He MeHee 1109 cyTouHOoro morped/ieHusi IHEPruu

» He3aMeTUTEILHO HavaTh B/B IIIFOKO3Y (HavasibHAs j03a: 10 MIr/Kr/MuH)

» HCcllejoBaHre caxapa KpoBH uepe3 30 MUH, B clTydac THIIePITINKEMHIH — HHCYJIHH

» JKupoBble SMYIbCHH TTOCTIE UCKITIOUSHUS 3a00JICBaHUIA U3 TPYIIIIBI B-OKUCICHUS KUPHBIX KHCIIOT
* IIpenaparsl CBA3BIBAOIINE AMMHAK:

» Harpus 6enzoar u/unn penunanerar (250 Mr/kr/cyT)
(mpu ypoBHe BbiIie 150 MKMOJIB/ y JOHOIIEHHBIX U 0osee 200 MKMOJIB/J y HEJIOHOIICHHBIX JICTEH )

Heab3s Ha3HAYATH Mpenaparbl BaJbIPOEBOl KUCJI0ThI!

ITpu ypoBHe dosee 500 MkMOJIL/T — TeMo(aua)bUabTpalys Wi FeMOgHaIn3

Hdberle J et al, Orphanet J Rare Dis, 2018
Hayuonanvnoe pyxosoocmeo no neonamonoeuu, 2023
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MepBasA NAMHUA NOATBEPKAAIOLLLEN ANATHOCTUKN:

/; * CneKkTp aMMHOKUCAOT U aUuUNKaPHUTUHOB B Kposu (TMC)

"l CI'IEKTp opraHN4eCKmnXx KUCa10T B MmoYye
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[duarsocTuka HapymieHMUN qukiia moueBuHbl (HIIM)

DepMEeHTHI HUKJIA
AMHHOKHCJIOTHI KPOBH

OportoBasi KucJI0TAa B

MOY€eBHHBI Mouye
CPS 1 (Kapbamowudocdar I Imymamun, anannn HopMa
Cunresa 1) | HuTtpynuH, aprunuH P
NAGS (N-ametui rimroramar 1 Iwymamun
HOpMa
CHHTAa3a) i ananun
OTC (OpuutHH I mymamun, Ananun t I
TpanckapOammiiasa) | QutpynuH, aprunux

1 aymamun, AnaHvuH

1 ¢ Hurpynun
1l aprunuH

ASS (Apruann-CykipHaT
CuHTAa3bI)

T [ iymamun,Ananua
{1 QPTUHUHO CYyKIIMHAT
| apruHuH

ASL (Apruaun-CykuuHar
JInaza)

ARG 1 (aprunaza 1) 1 apruHuH

CoOcTBeHHBIE JaHHBIE:
34 mmanuenTa ¢ HEOHATAIILHOMI
Manudecranuein HIIM

I XapakTepHble U3MEHEHUSI BBISBJICHBI:

-y 56% manueHToB B CIEKTPE
AMHUHOKHCJIOT KPOBH

-y 73% - moBBIIlIEHA OPOTOBAsA KACIOTA

CPS 1 15%

ACA 17% OTC 53%

CTLN 1 15%

AunarHos noarsepxXaaetTcA Ha OCHOBaAHUUN MOJIERYTAPHO-TreHETUYECKOIo nccnegoBaHuA



TanmemHas Macc cieKTpoMeTpus (CIIEKTP aMMHOKMCIOT M allMJIKAPHUTUHOB B KPOBM)

BKJIIOY€HAa B HeOHaTa/IbHBIVI CKPMHMHI B Poccum L meswne -

v\ coBpemMeHHasa TeXHONOrMA AnarHoctTukm 36 us 6onee yuem 1000 Gf ?” ;
BPOXKAEHHbIX MeTaboNMYeCcKnx HapyLLEHUN % m :

v' Pe3ynbraT MOXKeT 6bITb I0XKHO OTPULATENbHBIM U/TN ﬁm i m ‘
NNOXKHO MOJIOXKUTENIbHbIM B C/ly4ae 3abopa KpoBu: gm — |

* [10 HAYana sHTepasbHOro NUTaHUA o cnins ém '”

* nocne nepenansaHua npenapatos kposwu (C3MN n ap) %t i

* Ha ¢oHe MM, BKAKOYAtOLWLEro PacTBOPbl aMUHOKMUCAOT U XKUPOBbIE ?;; "“—

v' YyBCTBUTENbHOCTb U crieuMPpUUHOCTb KaXKA0ro M3 nokasaresein pasHas %i “




TakTnKa BemeHMs JeTeVi ¢ HeOHaTaIbHOV I'MIiepaMMOHMeMen

HGB&MCI{J’II/ITGHBHO Ha4daTb TCPAIIUIO |
+

CTaHaapTHOe KNINHUKOo-nabopaTopHoe obcnenoBaHue |

+

CneKTp aMUHOKCMIOT M auUAKapHUTUHOB B Kposu (TMC)
CnekTp opraHnyeckunx kmucnot B moye (MX-MC)

— s —
BbifaBneHbl cneundpuyeckme He BbisiB/IEHbI BbiaBneHbl Hecneunduyeckme
N3MEHEHMUSA cneunduryeckme nameHeHus N3MEHeHUs

, .
’, MoneKynapHo-reHeTM4YeCKoe nccnegoBaHue
- =
HauaTb NnaToreHeTn4vyeckyro Tepanumio

+ NPOAOIKMTb CUMMNTOMATUYECKYIO Tepanuio 40 MPoAONKNTD CUMNTOMATUYECKYIO TEPANUIO A0

nonyyeHmAa reHeTn4yeckoro Tecta nosydyeHnAa reHeTn4eCkoro Tecta ﬂOBTOp TMC n I'rX-Mmc

[Ipu crabunu3zanu COCTOSHUS U MOJOXKUTEIHLHOM (D PEKTe Tepanuu J10 MOJTYyUYCHHS] TEHETUUECKOTO TeCTa BO3MOXKHA BBIMIUCKA TPU YCIOBUU

HaOmroneHus: peoenka B OpdhaHHOM LIEHTPE




HeonarajipHBIE Cyaoporm I/I/I/IJII/I KOMa 1 apyIne Ts>KeJj1bl€
HEBPOJ/IOI'MUEeCKMEe HAaPYIIIEeHVs, HE CBsi3aHHbIE C FMHEP&MMOHMEMMEﬂ

pu OTCYTCTBHUH 3P (HeKTa BOSMOKHO JalbHEHIIee

e B0 -3aBucuMsble Cyqoporu » Bur B6 (15-30 mr/kr B/B 00J110CHO,
BBeaeHue Mo 100 mr B/B Kaxaeie 5-10 mun 3-4 paza).

(MUPUIOKCHH3aBUCUMBIE CYJOPOTH)

*  BuT BY- 3aBucumeIe cynoporn » ®donuesas kuciora 3-5 MI/Kr/cyT B/B — 3 CyT, IpH
(pomueoneduumTHBIE CYyNOpOTH) nosydeHun dPQPeKTa nepexo] Ha MEPOPAILHYIO TEPAITHIO
e HapylleHue OMOCHUHTE3A CEPUHA » c 100200 st/

(medunmr 3-pochormiepar AeruaporeHashl) CpuH 1UU-2UU MIVKI/CYT ICPOPATILHO

®  HEKETOTHYECKas TMICPIUKEMHUS
e JiedeKT LIepedpaIbHOr0 TPaHCIIOPTa INIFOKO3bI (CHHIpoM aeduiuTa 6enka Tpancnoprepa roko3bl ( GLUT 1 nedexr)
o JieUIUT CYITh(DUTOKCHIA3BI, HEJOCTATOUHOCTh KohaKkToOpa MO0 IeHA

e [lepokcucoMalibHbIE HAPYILIECHUS

e BpOXJICHHBIC HapymieHus Tuko3mwupoanus (CDG cunapom)

e JluzocomanbHbie HapymieHus: 6one3nb Kpadoe, Tes-Cakca

o JledekTsl 0OMEHA MypPUHOB U MUPUMHUIUHOBBUT



o1 LKONAMO
e,.{ 3ABONEBAHUAM
MEYEHW

BnarotsopuTtenbHbin doHa «KnsHb Kak 4yno» ¢ 2009 roga nomoraet
OETSM 1 MONOLbIM B3POCSbIM C TSXESbIMU 3A60NEBAHUSIMU NEYEHM.

XKU3HbKaK4yno

'MnepamMMoHnemMms — NPOEKT, B PAMKAX KOTOPOro ¢poHA NoCTasnseT
B MEOAMLIMHCKME YUYPEXOEHNS U CEMBbAM QAPECHO NOPTATUBHbIE
QNNApATbl 471 USMEPEHUS YPOBHSI OMMUAKA B KPOBU, O TAKXE
PACXOOHbIE MOTEPUASbI K HUM.

it |’\opTG'|'V1BH




Ha kapoTe yKasaHs! PermoHb], KVGa yoKke ITOCTaR/IEHE! QITaPaTS!

134

annapata noctaeneHo ¢ 2020 rona

9 annapaToB 3 annapaToB
B 60NbHULLbI neTam

96

PermMoHOB noay4yum annapdarbl,
NaHUeTbl U TeCT-NMoJIOCKU

3961

TEeCTUPOBAHUE NPOBEOEHO”,
BbISBIEHO 932 cny4as runepaMMOHMEMUH

EcTb oaHHbIe, 4TO U3 HKX Y 181 pebeHka
noarsepaunu HBO

* CTATUCTUKA U3 MEULIMHCKUX yYpexXaeHur, coepanHHas ¢ 2023 rona



Cunaapom xosiecrasa

- HapyLueHue o0bpa3oBaHUA U/UNM SKCKPELIMM KENUM NO KeN4eBblBOAALLEN cucTeMe, Npusoasllee K

NnoBblILLEHUKO KOMIMOHEHTOB XKeYN B KPOBU N UX LI,G(I)MLI,MTV B KMWLEYHUNKe

KnnHuveckune nposiBjaeHust: JIaGopaTopHble OKA3aTeJIN:

 Kearyxa

IloBpIlIIEHUE:
e Jemaromeraaus

* npamoit ppakuuu omnupyouna >20% ot Ob
e Axoumd CTyJa

oomnee 17 MKoOJb/1T — niepBBIE 7 AHEN KU3HU
° H_I(D
« ITT

* XosecTepuHa

*  SKEJIYHBIX KHCJIOT
e HaconllmeHHbId IBET

MOYHU © Bap.

*  KoKHBIN 3y/1 — HE BBISBIISICTCA Y
HOBOPOX/ICHHBIX !




OcHOBHBIE IPUYMHBI CMHIPOMa X0JIecTa3a y JgeTen IepBbIX

MeCAIIeB JKMU3HMU

YacToTa BcTpedaeMoCcTH xojiecTaTuueckmx 3aboreBanmit meueHn 1:2500 HOBOp o KIeHHBIX!

bunuapHas arpesus

Kenunble KaMHU/TIPOOKHU
OOILETO KEeITYHOTO MPOTOKA

Kucra o011ero »em4yaoro
IIPOTOKA

* ”H(QEKIIMOHHBIE
* TOKCUYECKUE
* HEOHATAJIbHBIM I'€MOXPOMATO3

e JITUTEIBHOE MOJTHOE
MMAPEHTEPAIbHOE TIUTAHUE.

I'eHeTMueckme 3a00/1eBaHMsA J

MeTa0oandecKue

Tuposunemus

["anakrozemust

DpyKTO3EMUS

Jleuuut TM30COMHOM KUCIION JIATTa3bl
Hedurut anbda-1-aHTUTpUInCUHA
MyxkoBuCIHI03

bone3snr Humana-ITuka tun C
Hapymienue cuHTe3a )KETUYHBIX KUCIOT
[lepokcrucomHbIe 60JIE3HU

MuToxXoHAPHAIbLHbBIE 0oJIe3HU

v JIp.

I Neonatal Jaundice / B. Ansong-Assoku, S. D. Shah, M. Adnan [et al.] — 2022. — Vol. 13. — Ne 3. - P. 1-4.

Jipyrne N\

[ N

XPpoOMOCOMHBbIE AHOMAJIUHA

e Cunapom TepHepa

\ * Tpucomnn 13, 18, 21 .

CuHapoMm AU

[Iporpeccupyrommi ceMEeUHbIN
BHYTPUIICYCHOYHbIN X0JaecTa3 12-Tu TUnoB

[TepuHaTagbHbBIN CKIEPO3UPYIOLIUN
XOJIAHTUT

HaCJ'ICI[CTBeHHI)Ie T'€MOJIUTNYCCKHNEC aHEMHUU

OHJIOKPUHHBIE HAPYIIEHUS /




bunvapHaa arpes3ns

- IIporpeccupyroniasn O6JII/ITepaHI/I}I BHCIICYHCHOYHLIX KCIITYHBIX ITPOTOKOB C ITIOCTCIICHHBIM BOBJICUCHHUCM B

MPOIIECC BHYTPUIICUEHOUHOU KETYHON CUCTEMBI U (DPOPMUPOBAHUEM OMITMAPHOTO IUPPO3a MEUECHH.

- Yacrora 1: 10.000-12.000 HOBOPOX IEHHBIX

- DTHOJOrHs 10 KOHIA HE U3y4YeHa

- OcHoBHOM MeTO JieueHUs — onepanusa Kacau _Hepatic Duct
Gallbladder
Common
Bile Duct

dddexTBHA B TeueHHe NMEPBBIX 3 MecsilieB KU3HM!
Cystic Duct

- be3 meuenusa — cmepTth B TeueHuUE 1-2 mer

Fibro-Inflammatory
Obstruction of Extra-Hepatic
Bile Ducts

- Benyuiee MecTo cpeny noKazaHum Normal Bile Duct

K TpaHCIINIAHTAUX IICYCHHU Y I[CTCﬁ

11l lnarHo3 yctaHaBAMBaETCA HA OCHOBAHMM XapaKTEPHOro CUMNTOMOKOMNIMNJIEKCA U UCKNIOYEHUA APpYrux

XosiecrtaTmyecux s3abonesaHum



TakTuka BegeHusi pebeHka npy Nnogo3peHnn Ha bunmnapHyro aTpes3mio

. A
ObecupedenHbIn cTyn ObcnepoBaHue pebeHKa, HanpaBaeHHOe

[ ] - w
K/IMHUKO-1abopaTopHble MPU3HaKM XosecTasa Ha UCKAIoYeHMe ApYrX 3a60neBaHM

bununapHan atpesuma???

g

TecT ¢ ypcoae3oKCuxoneBou KUC/IOTOM:
( Ypcodanbk, cycneHsma 20-30 mr/Kr/cyT -1-2 Heaenu)

neyeH"n " XeJi4HbiX MPOTOKOB

—— ——

MosiBNeHWe OKpaLLUEHHOrO CTyNa
+

Bu3yanmsaymsa *Kea4yHoro ny3sbipa npu
Y3U

— =

BunnapHaa atpesna «--» EVIHVIaEHaH aTee3vm 2?7 I

Ctyn — obecuBeYEHHbIN,

Y3U kKapTrHa 6e3 nameHeHus




II)1alg 00c/IemoBaHMA

* Mapkepsl xonecrtasa v, B Tom uucie, ['T'T CneKTp aMMHOKUCNIOT U aUUNKAPHUTUHOB B KPOBM
* TpancamuHassbl,

* MapKepbl CHHTETHYECKOMN (hYHKIIUU TIEUCHU * TMpo3MHEMUA (CYKUMHUA aLEeTOH B Moue),
* UNTPYIMHEMUA 2 TUNA

* rmoko3a, KOC, nmakrar
* MUTOXOHApPWaNbHbIE HAPYLLEHUA,

* KOK, nunuansiii cniekTp kpoBu, Fe, pepputun
* TORCH undexuumn, Bupycusie renatutsl B u C

+ Topmons:: T4cs, TTT, opruson, AKTT, UDP1 JIn30-506, oKcucteponobl, XUTOTPUasnaasa B KPOBU

bonesHb HumaHa-Nvka Tun C u apyrue 1M30COMHble 6onesHu
I"'anakTo3a B KpoBM,
akTUBHOCTH (pepmeHTa ['AJI-1-O-YTO,

CﬂEKTp XEeNYHbIX KUC/I0T B MoYe
rajJJakTo3EMus

YPOBeHb a-1- AHTUTPUIICMHA B KPOBH, MOJICKYJIAPHO- BEO)K&EHHbIe HE\E!LLIEHMFI CUHTE3a HKEJNYHbLIX KNCNOT

IFr¢eHETHYECKOC UCCJICA0BaAHUE

YPpoBeHb 04eHb JIIMHHOLENOYECYHBIX *KUPHBIX KUCJIOT B
Heduuut a-1l-anturpuncuna

KPOBH

AKTUBHOCTb IN30COMHOM KMUCNOIA 1MNa3bl B KPOBU
[TepokcucoManbHbIE HAPYLICHUS

BonesHb BonbmaHa _____________(cuunpom lLlenbserirepa u sip.)




MonekynsipHo-reHeTU4YeCKMe nccrnenoBaHus

1. l'eHeTnyeckue naHenu MI'HII num akanemuka HII Boukosa :

Memooom maccoso2o napaiiebHo20 cexseHuposanus Ha npubope lon S5 nposeoen anm@
« HBO c nopaxeHnem nevyeHu p ! POy 2

MYymayuu 8 KOMmopwvlX 8bl3bl8AKOM HACIEOCMEeHHble 3a00]1e6AHUSL C NDeUMYULECMEEHHBIM nM
nevenu. ABCBI11, ABCB4, ABCD3, AGL, AKRIDI, ALAD, ALDOB, ATP7B, ATP8BI1. C10orf2,
CYP7BI1, DGUOK, FAH, FBPI1, G6PC, GAA, GALE. GALT. GBEI, GYS2, HADHA, JAGI,
LIPA, MPI, MPVI7, OTC, PFKM, PGAM2, PGMI, PHKA2, PHKB, PHKG2, POLGI,
PYGL, SERPINAI, SLC25A413, SLC3744, TALDQOI1, TJP2, BCSIL, NBAS, SERACI, TRMU.
SCOI1, LARS, SMPDI, GBA. Hoxpvimue naneau 99,18%.

Memooom macco6020 napanieibHo20 cexseHuposarus na npubope lon S5 nposeoén cma.vzww

° XO necTtasbl Mymayuu 6 KOMopwvix Gol3bl6AKON HACICOCMEEHIbIE 3a00.1e6AH UL, CONPOBOICOAIOULUCCA CULOPOMOM
xonecmaza: ABCBI1, ABCB4, ABCC2, ABCD3, ACOX2, AKRIDI, ALGS. AMACR, ATP8BI, BAAT,
BCSI1L, CYP7B1, DCDC2, DGUOK, DHCR7, EPHXI, FAH, GALE, GALT, HSD17B4, HSD3B7, JAGI,
LARS, LIPA, MARS, MPI, MPV17, MYO5B, NBAS, NOTCH2, NPC1, NPC2, NR1H4, PEX1, PEXI0),
PEX12, PEX26. PEX6 PEXT PKHDI, POLG, SERPINAL SLCI5413 SLCQIBL SLCO1B3 SMPDI,
TALDOI, TJP2, TRMU, UGTIAL VIPAS39, VPS33B. oxpvimue naneau 99,25%.

® OTCVTCTBMe NMnaToreHHbIX MyTaLI,Mﬁ HEe UCKNKoYaeT ANalrHo3:
2. TapreTHoe cekBeHUpoBaHune

* MoryT 6bITb BbIiBNEHbI MyTaLMWN XapaKTepHble Ans

HeCKO/IbKMX 3abosieBaHUi

3. nonH03K3OMHoe CeKBeHMpOBaHme * BblABNEeHbI paHee He ONMCaHHble MyTauumn

ﬂ\ﬁ TpebyeTcAa conocTtaBneHne ¢ KAMHUYECKMMU AaHHbIMU

)
4. NonHoreHoMHOe CekBeHMpOBaHue (o
&

/
DNA molecule Q..Q




leHeTn4yeckoe TectTumpopaHue Ha

[ leHeTUYecCcKOe TeCTUpOBaHUE ]

Xosiectatuyeckoe 3abosesaHue nevyeHu

EASL Clinical Practice Guidelines on genetic cholestatic liver diseases. Journal of Hepatology, July 2024. vol. - j 1-23.
https:/ /www.journal-of-hepatology.eu/article/S0168-8278(24)00274-5 / fulltext

KnuHunyeckme npusHakm, He
06bACHUMbIE PEeHOTUNNYECKUM
obcnegoBaHueM, KU CUNbHOE
NnoAo3peHue Ha reHeTU4Yeckoe
3aboneBaHue

JOURNAL

(

1

HoBbIi NaUWEHT B cEMbe C
M3BECTHbIM reHEeTUYEeCKUM
3abonesaHueM

HoBbIv AnarHocTUYECKni
nouck: NGS-naHenb mnn WES
(bypeT nocTeneHHo
3ameltatbca WGS)

EASL Clinical Practice
Guidelines on genetic
cholestatic liver

diseases Yy NaLMEeHTOB C reHeTUYEeCKH

HenoATBEP>XKAEHHbIM ANArHO30M:
NnoBTOpHO 1 pa3 B 3roaa

.

Het AnarHosa rnocne
TapretTHoro
cekBeHupoBaHua: WGS

o

MeHeTUMUecKoe TecTUpOBaHME ANA XonecrtatTuueckux 3aboneeaHmm neyeHu.
NGS, cekBeHpoBaHWe HoBoro nokoneHua; WES, nonHoak3oMHoe
cekBeHnpoBaHue; WGS, NnonNHOreHoOMHoe CEKBEHUpPOBaHMe


https://www.journal-of-hepatology.eu/article/S0168-8278(24)00274-5/fulltext

Pe3yibTarhl MOJICKYJISIPHO-TEHETHYECKOT0 ucciaenosanus 100 nereit ¢ cMHAPOMOM Xo0J1ecTa3a

* BrisgBreno u Bepuduiuposano 34 3abomeBanuit 'y 32/100 (32%)
Kon-Bo BepudeimpoBaHHBIX

pOoOaH/I0B.
JIIMArHO30B C UCTIOJIb30BAHUEM PA3HBIX
METOIOB * V 2 npobannoB BeIsBICHO 1o 2 3aboneBanus («double-troubley)
8 30% Y 4 Obud BBISBICHBI BAapUAHTBl TOJBKO TIPU TOJTHOIK30MHOM

cekBeHnpoBanuu (rpynna WES + manens); u3 HuX 3 TeH-aCCOIUALNU

HE€ BXOIAT B COCTaB IeHETUYCCKOM MMaHeIn

e C WCIOJBL30BAHUEM TOJHKO TEHETHYECKOW MAaHEIW OUArHo3 ObLI

5 ycraHoBlieH y 5/13 (38.4%) nereii
* C HCIIOIB30BaHUEM TOJIBKO CEKBCHHPOBAHHS ITOJIHOTO DK30Ma JHATHO3
70
ObL1 BBIsABIICH y 17/25 (68%) nereti,
. . o hod hod o
WES + nauens = WES e V 2 nmereli ¢ KIMHUYECKOW KAapTHHOM, XapaKTEPHOMW JUI CHHAPOMA
[Tanens be3 nuarnosa

AJaXWIIIS U OTCYTCTBUS HaxoJ0K no paHHbiM WES BeIsiBIIeHBI nenernuu

20p12.2 npn XMA



CrpyKrypa MOHOreHHBbIX 3a00s1eBaHMM y 118 merert ¢ HeOHaTa/IBHBIM X0JIeCTa30M

(cobcTBeHHBIE I[aHHBIe)

Jlpyrue 3abonesanus ¢ HX; 13,6%

Sl
¥

Anaxuig;, 54,2%

Aeduuyunt a-1-AT —gedunumT a-1-aHTUTPUNCUHA
NCBX —nporpeccupyowmii CEMenHbIN BHYTPUNEYEHOUYHbIN X0/1ecTas

-cuapoM LlensBerepa (N=1)

-6one3up Humana-ITuka tum C (n=1)
-HCOHATAJIbHBIN CKJICPO3HPYIOMINN X0MaHTHT (N=2)
-BpOXKICHHOC HApYIICHNE CHHTE3a KEITYHBIX KUCIOT (N=2)
-Fe€MOJINTUYECKAsI aHEMMUS C IS(PULIUTOM
rmoko3odocdaruzomepassl (N=1)

-CHHAPOM JieTieriuu MuToxoHapuainbHon JIHK tum 6
(n=1)

-IIPOrPECCUPYIOIIUN CEMEUHBIM BHY TPUIICYCHOUYHBIN
xonectas 4 tumna (n=1)

-IIPOTPECCUPYIOIIUN CEMENHBIM BHY TPUIIEUEHOUYHBIN
xonectas 8 tuma (N=1)

-rajakrozemus (N=1)

-cuHapoM JlyouHna-JIxoncona (N=1)

-MJIaIcHYCCKasl IIEYCHOUYHAS HEAOCTAaTOYHOCTh (N=1)
-MXTHO3 CO CKJICPO3UPYIOMIUM X0JIaHTUTOM (N=1)
-ceporuTo3 2 u 3 TunoB (N=2)




B nmepBrIe 3 Mecsia XXM3HM MOHOTeHHBbIe 3a00/1eBaHVA MOIYT

IIpoTeKaTh 10 MacKOM OMIviapHOV aTpe3ven

KnuHuko-1a00paTropHbie 1 HHCTPYMEHTAIbHBIC MPU3HAKYA OMIMAPHON aTPE3UU BHISBJICHBI

y 16 u3 118 manneHTOB ¢ MOHOI€HHBIMM 3a00JICBAaHUSIMM:

* 13% neren ¢ cUHAPOMOM ANaXKUILIA
* 14% nereii ¢ geduuToM anbda-l-aHTUTPHUIICHHA

e 31,2% manuueHTOB ¢ APYTUMHU PEIKUMU MOHOT€HHBIMH 3a00J1€BaHUSIMU



Cunaapom Anaxwmiisa (CA)

VUJIVI apTepMoO-IIedeHOYHasI AV CIyIa3ms
— 3TO HACJEACTBEHHOE MYJITUCUCTEMHOE 3a00JIEBAHHUE C TPEUMYILIECTBEHHOM MTOPAXKEHUEM

IICUYCHHU, CCPALA, d TAKIKC PAa3BUTHUCM JIMICBBIX, CKCJIICTHBIX, 3pUTCIbHbLIX U APYTHUX aHOMaJIuU

AyTOCOMHO-IOMUHAHTHBIN THIT HACJIEIOBaHUS, ACCOIIMMPOBAHHBIN C TATOTCHHBIMU BapUaHTAMH B
remax JAG1 u NOTCH2
Hacnencreennas mytanus 40%

Myrarus de novo — 60%

Yactora 1:30 000-50 000 »KUBBIX HOBOPOKICHHBIX



[IvarHOCTMYecKMe KpUTepum CMHApPOMa AJIa>KUJ1IsA

I HO,EI,TBepH(,D,EHMeM ABNAETCA BblABNEHHNE NMNATONrE€HHbLIX BAPUAHTOB NMNPUN MONTERYTAPHO-TEHETUYECKOM UCCNIEAO0BAHUN

f.\f®\

4 N\

’” é

JINLO I'TTA3A
ITEYEHD CEPHHE BBICOKIVI 3aIHN
XoJ1ecTas, XeiuTyxa, CT€HO3 JIETOYHBIX BBICTYTIAIOIII JI00, 3MOPVIOTOKCOH, Py 3Bl
rerraToMerasivisi, apTepum, TeTpazga OCTPBIVI TTOIOOPOIOK, JVICKa 3pUTEeIbHOTO
3yL ®asu10 U Ipyrue [Ty OOKO TTOCaKeHHBIe HepBa U gpyrue

IJ1a3a

. DN J

. J

. J
4 N

o | o | =
3 3 5 OCHOBHBIX COCYIIbI 3 13 7 OCHOBHBIX
KIIMHMIECKHMX ITOUKWU KJIMHWYecKMX
ODM3HAKOB. CKEJIET ITIOPOKM Pa3BUTYS 5
P HOHEHHAA ANCITIAsHE, ITO3BOHKM «0ab0uKm», cocymos ITHC IIPU3SHAKOB
(1975) IIOYEYHBIN
_ ITaTOJIOTYeCKIe (BHYTpUdepertHbIe (2020)
KaHaJIBIIEBBIV allIo3
TTepesIoMbI aHOMaJIVN) M JIETKMX
VI IpyTIe

. 2N  \ J

1. Alagille D. et al. | Pediatr 1975; 86 (1):63-71; 2. Ayoub MD, & Kamath BM. Diagnostics (Basel) 2020;10:907; 3. Kamath BM, et al. ] Pediatr Gastroenterol Nutr 2018; 67:148-156.




KimHandeckme Kpurepmm y gerevt ¢ CMHAPOMOM AJIa>KMJILJISA B
IepBble 3 Mecslla )KM3HM, nh-56

1 Mnasa 32%
2 Mo3BOHOUYMK 37,2%
3 Moukm 60,8%
4 Nuuesoii dbeHoTun 68,6% 1oV ImarMeHTOB 110
KOJIMYECTBY KpUTEpPMeB
5 Cepaue NN 78,6%
6 10,17%
6 Nevens GG 100% 5 15,25%
0,
7 CocyaucTblie aHomanum — ? 4 25,42%
3 28,81%
I!! IlonTBep>KXaeHMeM OMarHo3a ABJIAKTCA pe3yJIbTaThbl 2 11,86%
MOJIEKYJISIPHO-TE€HeTMIeCKOTO MCC/IeI0BAHMSI 1 8,47%



Tpyoaoctu nudpdepenimaapbHOV AMarHOCTUKY cuHApoMa Anaxmiuis (CA) u

ounmapHo atpe3uu (bA) B mepBbie 3 Mec

[Tpu3zHaku bA CA
JKeITyxa + +
rernaroMerains ++ +
axoJIHs CTyJIa + +/-
CUHJPOM XOJjIecTa3a + +
CUHIPOM IIUTOJIHN3A + +
IIEYECHOYHAsA HEJOCTATOYHOCTh - -
Y3U | xemuHbI y3bIPh B BUJIE TSAXKA + +/-
«TPEYTOJIbHBIN» PyOeI] + +/-
OHMOII | TUIIOILIA3HS KEITYHBIX TPOTOKOB > +
cus
npoau@eparus KeJIYHbIX TPOTOKOB + -
TCHETUYECKAas TUAarHOCTUKA S +
AHOMaIuW/MOPOKH Pa3BUTHS JIPYTUX OPTraHOB +/- ++

TpeyronbHbin pybel,

[Punnmnosa E.A.]

HenyHbI ny3bipb B BUAE
rMnepsxoreHHoro TAMa y
naumeHTa c CUHAPOMOM
Anaxxnnna
[Punnnnosa EA]



CuHapoMm xosiecTtasa ¢ HU3KMM ypoBHeM depmenTa [TT

1. Mporpeccnpyrowmm cemenHbIn
BHYTPMNEYeHOUYHbI Xonecras
2. JobpoKauecTBEeHHbIW CEMEUNHDbIN

BHYTPUNEUYEHOUYHbIU Xonecras

1. HapyimeHnue cCMHTEe3a KeJIYHbIX KHCJIOT,
BCJIEeACTBHE (pepMEHTONATHH

* 3- B-rugpokcun-C,,-cTepoung, germaporeHasa/msomepasa;
* V4-3-oKkcuctepona-5-B-peaykrasa;

* OKCUCTEPOSI-7-0l-TUAPOKCMNA3A;

* NMrasa

2. IlepokcucomasibHbIe HAPYUIEHUS (CHHAPOM

HeabBeirepa u ap.)

KoKHbIN 3y,

HenyHble KUCNOoTbl t

KoXXHoro 3yna HeT

HenyHblie Kncnotobl N nnm l

* BUNAMAPHDbINA LUPPO3 NeyeHn ‘ Oeduuut V4-3-okcncTepons-5-

B-pemykTa3bl BOEPBBIE OMUCAH y
IBOMHAIIEK B 1988 1




MeTtabonnueckme HapyLleHua, NPy KOTOPbIX CYLLECTBYIOT
3P PeKTUBHbIE MeToAbl 3STUONATOreHEeTUYECKOro 1e4YeHuUsn

. » AxtuBHOCTE QpepmenTa TAJI-1-D-YTD, » AUETOTEpanHus
AJTAKTO3CMHUS ['eHEeTHYECKOE TECTUPOBAHUE

CIIEKTP aMUHOKUCIIOT B KPOBU
» CYKIUHWII all€TOH B KPOBU U MOYE - cyOcTpar-peayuupyronas Tepanus

Tuposnuemusi ['eHeTUECKOE TECTUPOBAHUE + nuertorepanus
) CIIEKTP aMHUHOKHCJIOT B KPOBH, - JIMETOTEpAIHS
Hurpymmaemus 2 Tina YpOBEeHb raaakTo3bl B KPOBHU
['eHeTHYECKOE TECTUPOBAHUE
Bpoxneunsie Cre o
NEKTP KETYHBIX KUCIIOT B MOUE 7
HApYIIEHHs CHHTE3A - p ) » IIpenapar xo0j1€eBOM KHUCIIOTHI

IFCHCTHUYCCKOC TCCTUPOBAHHUC
AKCIIYHBIX KHUCJIOT

. [Ipemnapar nu3o0comMaibHOM
AKTHUBHOCTD JIN30COMAJILHOM .
6one3Hb BonbmaHa - KHCJION JINNA3bI

KHUCJION JIUIIa3bl B KPOBU
(Cebenunasa annda)
I'eneTnueckoe TecTupoaHue



HOCJ’IQ}ICTBVI}I AJINTEJIBHO COXPaHAKIICTOCHA X0J/I€CTa3ad

* ButamuHa A

|

KypWHan cnenoTta, FrMNepkepaTos Koxu

CTEATOPEH

N

*EHTE.MHHE E

Y

MellweuHan cnabocTb

JednuunT Beca u pocra

* BUTaMuHa K

Y

Mansgurectua

[eMoppartyeckui CHHOpoOM

—_— *Ca W BuTaMuHa D

|

OcTeomansiuma,
0CTeonopo3
Nepenomsl




Ko>xHBbIV 3y/1, accOMMpOBaHHBIV C BBICOKVM YPOBHEM

KEeJITYHDbIX KNUCJIOT

1. PFIC Advocacy & Research Network Inc. PFIC. https://www.pfic.org/the-disease/. I'To cocrostmro Ha 4 ssHBaps 2022 r.; 2. Davit-Spraul A, et al. Orphanet | Rare Dis. 2009;4:1; 3. Bull LN and Thompson R]J. Clin
Liv Dis. 2018;22:657-669; 4. Wu S-H, et al. Hepatology. 2019;70:2221-2224; 5. Sokol R], et al. ITpencrasierno Ha exerogrov KoHdepeHIu CeBepoaMepKaHCKOTO 00IIecTBa IeTCKOV TaCTPO3HTEPOIIOT,
rerrarosiornu v Hytpurmosormu; 17-19 oxrsadps 2019 r.; Yukaro, Vumsaoric; 6. Maddirevula S, et al. Genet Med. 2019;21:1164-1172.



https://www.pfic.org/the-disease
https://www.pfic.org/the-disease/

CuMnToMaTuueckoe JeueHue

JIeueOHOe muTaHMe C HOBBIIEHHBIM cosiepkaHreM CLIT, OGerka v KaJIOpUITHOCTH

XwupopactBopuMbie BUTAMHUHBI (per 0S):
ButammH A 3.000-10.000 ME/ cyTkn

ButamuH [ 800-3.000 ME/cyTkn ! VHAVBUTY aTLHBIV TOAOOP

ButamuH E 20-25 ME/xr/cyTkn Ha OCHOBAHWMW YPOBHSI

!
ButamuH K 2,5-5 Mr/ieHp - 2 pasa B HEIIeITIo BUITaMIHOB B KpoBIL =

MuxkposnemenTsl: - Kaspimi 50 mr/Kr
- ®ocdop 25 mr/xr
- [Tnuk 1 Mr/xr/cyTkn
Kemueronnas Tepanms (Ypcomesokcuxosesas Kuciaora, cycriensus: 20-30 Mr/xr/cyTkm)
st KoppeKumm 3yaa: XojecTupaMuH, prudaMIInIINH, HAUITPEKCOH, MHIMOUTOPHI TPaHCIIOpTepa KeTIHbIX
KVCIJIOT B KUITIEUHUKE.

JIunimpacHM>Karomme cpencraa’?

1) Kamath BM, et al. Liver Int 2020; 40:1812-1822; 2) Kamath BM, et al. | Pediatr Gastroenterol Nutr 2018; 67:148-156; 3) Verkade H], et al. | Hepatol 2016; 65:631-642;
4) Fujishiro ], et al. Ped Surg Int, 2018; 34:1073-1077.



Mapanukcubat (Maralixibat)

- UIHT'MOUTOP TPaHCIIOpTepa KeITYHBIX KMCJIOT HOAB3I0ITHOM KUK (ASBT)

B 2021 rogy FDA (CIIA) omobpwio
MapaJIMKCcrOaT B KauecTBe IIepBOro u

eIVHCTBEHHOTI0 ITperapara I
JledeHns TalVieHTOB C CMHAPOMOM
AJaXWUId B BO3pacTe OJHOTO rofia 1
cTapiie

B 2024 rony - i sredenmA
[Iporpeccupyrolero ceMeHOro
BHYTPUIIEYEHOYHOI'O X0JIecTas3a

ASBT omBeuaem 3a BcacviBarue xeiuHblx Kuciom 8 kuueuHuke

lNMepeHanpaBneHuWe NOTOKaA
YKENUHbIX KUCNOT, UHIMBUpyA
mx o6paTHbI 3axBaT

MpepbiBaHue
peuupKrynauumu

HeNYHbIX KUCNOT : ‘

YBennyeHue BbiBegeHUA

HeNYyHbIX KUCNoT
C Kanom

MapasmkcmbaT BKITIOUEH B IlepedeHb JIeKapCTBEHHBIX IIPeIlapaToB, 3aKyIIaeMbIX (poHIOM
“Kpyr Jobpa» mis nederns nammeHToB ¢ CA. Mapammmikcnbat He 3aperncrpuposa B PO.

1.Dawson PA. Handb Exp Pharmacol. 2011; 201:169-203; 2. Miethke AG, et al. Hepatology 2016; 63:512-523; 3. Kamath BM, et al. Liver International 2020; 00:1-11; 4. Tiessen
RG, et al. BMC Gastroenterology 2018; 18:1-17; 5. Hegade V'S, et al. BMC Gastroenterology 2016; 16:1-12; 6. Hegade VS, et al. Ther Adv Gastroenterol 2016; 9:376-391.



«KpacHblie diarm»

Y HOBOPOXKIE€HHBIX JeTel C JXKeJITyX0U

>20% ot oO1ero
WA
>17 MKMOIB/T 'y AeTer < 7 gHel KU3HU

‘ v TloBbllIenue npsmMoii Gpaxiuy OHIHpyOHHa:

v' T'umo/axonus cTyia

O
i o
Axyt

v MaieHbKuil U B BUIE «TSKa» JKETUHBINA My36Iph Ipu Y31

nociie 4-X 4aCOBOW TOJIOHOM TAy3bl

310pOBBII HOBOPOKIAEHHBIN, 3 CYTKH KU3HU

PeGenox ¢ OunmapHoi arpe3uei,
VY3U nocne kopmieHust!

3 CYTKH XU3HU



Ba*XHO NOMHUTDb

Eciiv He mogyMaenrs - He YBUAUINID

Ecam He YBUANUIID HE II0OCTaBUINIDb IMAaTrHO3

Eciam He mocTaBUIIIB ANATI'HO3 HE CMO2KE€IIIb BbLJIEYNTD

111 HBO moryTt npoteKkaTb noa Mackon Apyrux 3abonesaHum u coueTaTtbCca C HUMM

bnaroaapto 3a BHUMaHuUe



	Слайд 1
	Слайд 2
	Слайд 3
	Слайд 4
	Слайд 5, Исследование причин НИВП после антенатальной гибели плода/прерывания беременности
	Слайд 6
	Слайд 7
	Слайд 8
	Слайд 9
	Слайд 10
	Слайд 11
	Слайд 12
	Слайд 13
	Слайд 14
	Слайд 15
	Слайд 16
	Слайд 17
	Слайд 18
	Слайд 19
	Слайд 20
	Слайд 21
	Слайд 22
	Слайд 23,         Синдром холестаза
	Слайд 24
	Слайд 25
	Слайд 26
	Слайд 27
	Слайд 28
	Слайд 29
	Слайд 30, Результаты молекулярно-генетического исследования 100 детей с синдромом холестаза
	Слайд 31
	Слайд 32
	Слайд 33, Синдром Алажилля (СА) или артерио-печеночная дисплазия
	Слайд 34, Диагностические критерии синдрома Алажилля   
	Слайд 35
	Слайд 36, Трудности дифференциальной диагностики синдрома Алажилля (СА) и билиарной атрезии (БА) в первые 3 мес
	Слайд 37
	Слайд 38
	Слайд 39
	Слайд 40, Кожный зуд, ассоциированный с высоким уровнем желчных кислот 
	Слайд 41
	Слайд 42
	Слайд 43
	Слайд 44

