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PE3IOME. Beegenne. Cunppom Kpurnepa—-Hamspa — 3nokayecTBeHHas BPOXAEHHas HaceCTBEHHAsA HEKOHbIO-
rMpoBaHHas runepounupybuHeMus, xapakTepusytoLlasacs BbICOKON NeTanbHOCTbI0. Ljesb — NpogeMOHCTpUpo-
BaTb pefkuil cnyyaii cuHgpoma Kpurnepa—-Haispa | Tuna y nauueHTku 4 MmecsueB, HabnoAeHUe 3a KOTOPOIi B
JanbHenlweM OCyLeCTBAANOCH B TeYeHue 3 neT XU3HWU. 3agayu. PacCMOTPETb KIIMHUYECKUIA CllyYal C U3y4eHnem
KaTaMHe3a, onucaTb 0COBEHHOCTM ANArHOCTUKM U NeYeOHbIX NOAXOLO0B, BK/HOYAs TPAHCMIAHTALMIO NEYEHN.
Matepuanbi u metogbi. [pyBefeHbl JaHHble KIMHUYECKOro HabnofeHns 3a feBoukoii t0. ¢ cuHgpomom Kpu-
rnepa—Haiisipa | Tuna, koTopas B Bo3pacTe 4-5 MecsiLleB Npoxoanna o6¢cnefoBaHue U neyeHne B racTpoaHTe-
ponornyeckom otaeneHnn Mopo3oBCKOIi LEeTCKOW ropoACcKOi KNMHUYECKO 60NbHULbI, 3aTeM Habnoaanach
B APYrux BEeTCKMX NeyebHbiX yupexaeHusax r. Mockebl B TeyeHune 2021-2024 rr. PesynbTaTbl. AKylwepcKuii
aHaMHe3 6blJ1 OTATOLWEeH TOKCMKO30M BO |l 1 B Il TpumecTpax. Pe6eHOK poaunca oT BTOPbIX CPOYHbIX pU3nonoru-
YecKux poAoB. B cBA3M ¢ coxpaHsaioLLeica BbipaXeHHOI XenTyxoi pe6eHok 4 MecsaLeB 6bln roCNUTaNM3MPOBaH.
B auHammke oTMeyanocb HapacTaHue 06L,emM03roBoi U 04aroBoi HEBPONOTrNYECKO CUMNTOMATUKKM Ha (OoHe
TAXKENOMN XeNTyXu C NoBblLEeHneM 6unnupy6uHa Boiwe 600 MKMONb/N. Y NauueHTa AUarHocTupoBaHa 6unupy6u-
HoBas aHUedanonaTus, 4To NOTpe6oBaNo NPOBEEHUS peaHUMaLMOHHbIX MEPONPUATHIA. BbifiBNEHHbIE Aenelun
9K30HOB 2-5, yBeNUYEHUe Ynucna NOBTOPOB «ta» B MPOMOTOPHOI 30He reHa UGTTA, Koanpytowwero GepMeHT
ypuaunH-5-gudochat-rnokypoHosunTpaHchepasy, B roMO3UrOTHOM COCTOSIHUN MOLTBEPAUAN ANArHO3: CUHAPOM
Kpurnepa-Haiisipa | Tuna. Pe6eHKy 6bina BbINONHEHA OPTOTONMYECKAA TPaHCNNAHTaLMA Kak OCHOBHOI MeToA
neyeHus], YTo 0becneynno CTabunnsaumio COCTOAHMA NauueHTa. 3akmoyeHne. BaxHellwmm acnekTom neyeHus
cuHgpoma Kpurnepa-Haispa | Tuna 6b110 nofaepxxaHue ypoBHA 6UNNPY6MHA HUXKE TOKCUYECKUX 3HAYEHMWIA,
4TO NO3BOMNIIO NOLFOTOBUTb MaLMeHTa U NPOBECTU OPTOTOMUYECKYIO TPAHCMNAHTALMIO NeYeHn ¢ bnaronpusT-
HbIM UCXOA0M A XM3HWU. OTHOCMTENBbHO He6NaronpuUsATHLIA UCXo 3a6oneBaHns 06yCnoBNEH 6GUIMPYOGUHOBOIA
sHuedanonatue, BOSHUKILIEN A0 TPAHCMIaHTaLUU NEYEHU, U pa3BUTMEM CTPYKTYPHOW 3NUNENCUK Ha TPeTbeM
rOAy XU3HWU BCNeACTBME NO3LHel rocnuTanusauuu.

KNIOYEBBIE CNOBA: cuHgpom Kpurnepa-Haiisipa | Tuna, HeKOHbIOrMpOBaHHas runepouanpyeuHemMus, 6uampy-
6uHoBas aHyepanonatus, reH UGTTAT, ypuguH-5-gugochar-rnokypoHosnntpaHcpepasa
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ABSTRACT. Introduction. Crigler—Najjar syndrome is a malignant congenital hereditary unconjugated hyperbiliru-
binemia characterized by high mortality. Objective — to demonstrate a rare case of Crigler-Najjar syndrome type |
in a 4-month-old patient, who was monitored for 3 years of life. Objectives — to review a clinical case with a follow-
up study, to describe the features of diagnosis and treatment approaches, including liver transplantation. Material
and methods. The article presents the data of clinical observation of a girl Yu. with Crigler-Najjar syndrome type
I, who at the age of 4-5 months underwent examination and treatment in the gastroenterology department of the
Morozov Children’s City Clinical Hospital, then was observed in other children’s medical institutions in Moscow
during 2021-2024. Results. The obstetric history was burdened by toxicosis in the second and third trimesters.
The child was born as a result of the second term physiological delivery. Due to persistent severe jaundice, the
4-month-old child was hospitalized. In dynamics, an increase in general cerebral and focal neurological symptoms
was noted against the background of severe jaundice with an increase in bilirubin above 600 pmol/I. The patient
was diagnosed with bilirubin encephalopathy, which required resuscitation. The identified deletions of exons
2-5, an increase in the number of “ta” repeats in the promoter region of the UGT1A gene encoding the enzyme
uridine-5'-diphosphate glucuronosyltransferase, in a homozygous state confirmed the diagnosis: Krigler-Najjar
syndrome type I. The child underwent orthotopic transplantation as the main treatment method, which ensured
stabilization of the patient’s condition. Conclusion. The most important aspect of the treatment of Crigler-Najjar
syndrome type | was maintaining the bilirubin level below toxic values, which allowed preparing the patient and
performing orthotopic liver transplantation with a favorable outcome for life. The relatively unfavorable outcome
of the disease is due to bilirubin encephalopathy that occurred before the liver transplantation and the develop-
ment of structural epilepsy in the 3rd year of life due to late hospitalization.

KEYWORDS: Crigler-Najjar syndrome type I, unconjugated hyperbilirubinemia, bilirubin encephalopathy, UGT1A1
gene, uridine-5"-diphosphate-glucuronosyltransferase
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BBEAEHUE

Cunpgpom Kpurnepa-Haidpa — peLeccuBHO
Hacneagyemoe MmeTabonuyeckoe 3aboneBaHue ne-
YyeHu, Bbl3BaHHOe BapuaHTamu B reHe UGTTAT,
KogupyowemM depMeHT ypuanH-5-audocdar-raoky-
poHosunTtpaHcoepasy (YADIT) 1A1, KOTOpbIi# KOHBIO-
rupyet 6unupy6uH [1-3]. Y naumeHToB ¢ TAXENbIM 3a-
60N1eBaHNEM XKENTyXa BO3HUKAET M3-3a M3OLITOYHOIO
YPOBHSI HAKOMJIEHHOTO HEMPSMOr0 HEKOHBITUPOBAH-
HOro, U CBOBOAHOTO, BUIMPYOUHA, KOTOPbI 06pasy-
eTCs B KNEeTKax PeTUKYNo3HAOTeNus un ABnseTcsa Bo-
J0pacTBopUMbIM. IMEHHO NO3TOMY faHHas Gpakuus
6unupybuHa npucyTCTBYET B Nyila3Me KpoBu B Gopme
COeAMHEeHMs C anbO6yMUHOM. MNpu OTCYTCTBMM peak-
LMW TAOKYHW3aLMW OH HaKannueaeTcs B OpraHusMme,
B TOM yuC/le B ipax Ceporo BellecTBa rofioBHOMO
MO3ra, 06yCNOBIMBAA TAXKENYH KNAMHWUYECKYIO KapTU-
Hy 3aboneBaHus. [10 KPOBOTOKY HEMPAMOIi GUMpPy6UH
MOCTyMaeT B MeYeHb, rAe NpPeBpalLaeTcs B MEHEE TOK-
CUYHyto hopMy — NpAMOMN, CBA3AHHbIA UAN KOHBIOTK-
POBaHHbIN 6UNUPY6UH [2, 3].

CylecTBYIOT ABE KJWHWYECKUE PA3HOBULHOCTH
3TOr0 CMHAPOMA, M3 KOTOPbIX KpalHe pefkuin | tun
SBNAAETCS OCOBEHHO TAXENBIM U NOTEHLMUANBHO CMep-
TenbHbIM 3ab6oneBaHunem. Ecnn ypoBeHb HEKOHBIOT M-
pOBaHHOro 6unupybuHa npesbiwaet 300 MKkMonb/n,
MOTyT BO3HMKATb Heo6paTWMble HEBPOJIOTMYECKUE
MOBPeXAEeHUA BCNeACTBUE TAXKENOro TOKCUKO-TH-
MOKCMYECKOr0 MOPaXXeHUs LEeHTpasbHOW HEepBHOA
cucteMbl [4]. [nuTenbHas exeaHeBHas poToTepanus
YaCTUYHO M BPEMEHHO KOHTPONUPYET XenTyXy, HO
€AVHCTBEHHbIM pajUKaNnbHbIM JIEYEHUEM SIBASETCH
TpaHcNNaHTaumsa neyenu [5, 6).

Mbl npeacTaBnseM APKUiA KIUHUYECKUIA cryvaii
MnageHua ¢ cuHgpomom Kpurnepa-Haiispa | Tuna,
Y KOTOPOro 6bl1 6naronpuUsiTHbIA UCXOJ XU3HMU, HO C
OCTaTOYHbIMU IBNEHUSAMMW B BULE CTPYKTYPHOIA anu-
nencuu.

MATEPUAADBI U METOADI

[leBoyka l0. BnepBbie nocTynuna B raCTpoO3HTepoO-
noruyeckoe otgeneHne Mopo3oBcKoii LeTCKOW ropog-
CKOWM KJIMHMYECKOIA 60/1bHMLbI B BO3pacTe 4 MecsLeB
B CBAI3U C TAXKEJ0M XenTyxoi. 3 aHamHesa U3BECTHO,
YTO pe6eHOK OT BTOPOI 6EPEMEHHOCTH, NPOTEKABLLEV
Ha doHe Tokcuko3sa Bo Il u lll TpumecTpax. CTaplnii
6pat 11 net 350poB. PecnupaTopHbIMU U APYIrUMM UH-
bekumamn Bo BpemMs 6epeMeHHOCTW MaTb He 6onena.
Poabl BTOpbIE, HA 41-i Hepene rectauuu, Gusnono-
rmyeckue, no wkane Anrap 8/8 6annoe. Macca Tena
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Puc. 1. BHelwHU BUA naupeHTa 4 mecsaueB Ha MOMEHT
MOCTYNAEHUSA B racTPO3IHTEPOAOTMUYECKOE OTAEAEHME

Fig. 1. Appearance of a 4-month-old patient at the time of
admission to the gastroenterology department

npu poxgenun 3750 r, poct — 53 cM. BakuuHauus B
poAuNbHOM foMe: renatuT B u BLX (6aumnna Kanb-
meTTa-)XepeHa). ANNepronornyeckuii aHamHes He
oTAroweH. HeoHartanbHbI CKPUHUHT OTPULLATENbHbINA.

Mocne poxAeHus y [eBOYKU OTMeYanacb 3aTsx-
Has XenTyxa, CTyN 6bl OKpaLleH, axoun cTyna, co
C/I0B MaTepu, He 0OTMeYeHo. B cBf3u C ANUTENbHO COo-
XpaHAIoLLeiics BblpaXeHHOM XeNnTyXoi caMoCTosATe N b-
HO 06paTuUNUCh B NpUeMHoe oTAeneHne Mopo3oBCcKoi
6onbHuubl (puc. 1).

Co CTOpPOHbI 3aKOHHbIX NMpeAcTaBUTeneli pebeHka
nonyyeHo MHHOPMUPOBAHHOE cornacue Ha GoToChbeM-
Ky, 06paboTKy u nybnukauuto potorpaduii.

PE3YNbTATbI

Obuiee cocTOsHWE NpW MOCTYNNEHUMN pebeHka B
4-MecAYHOM Bo3pacTe Tshkesnoe. [1pn 0CMOTPE KOXHbIi
MOKPOB YNCTbIiA, UKTEPUYHDIA, YMEPEHHOI BNAXHOCTM.
Bugumbie cnmsucTble 060/104KN TaKXKe YUCTble, UKTe-
pUYHble, yMepeHHOW BnaxHocTu. YactoTa gbixaHus 40
B MWUHYTY, B NOKOE OAbILIKA He BblpaXeHa, KUCnopo-
JOHe3aBUCUMa. AYCKyNnbTaTUBHO B NErkux AblxaHue
XeCTKOBATOe, NPOBOAMUTCA N0 BCEM NETOYHbIM MONAM,
XpUnbl e4UHNYHbIE CyXUe, NPOBOAHbIE. [PaHuMLbl OTHO-
CUTENIbHOM TYNoCTU cepfLa COOTBETCTBYIOT BO3pacT-
HOit HopMe. ToHbI cepaLa npurnyLweHsl, putM no IKr-
MOHMTOPY NpaBuiibHbliA. [TaTonornyeckne ceppeyHble
WYyMbl He BbiCNylWNBaOTCA. XKUBOT MArKUIA, He B3JYT,
LOCTYMHbIA NOBEPXHOCTHOW U rNy6oKoi nanbnaunu
BO BCeX OTAenax, 6e36onesHeHHbli. MeyeHb nanbnu-
pyeTcs Ha 2 cM OT pebepHOit Jyru, HECKOBbKO YNoT-
HEHHON KOHCUCTEHLUM, 60NE3HEHHOCTb OTCYTCTBYET.
Ha ocmoTp pearupyet Bano. ccnegoBanue YepenHo-
MO3roBblX HEPBOB: B3rNsig He GUKCUpYeT, He cnegut
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3a npegMeTaMu; 06beM ABMXEHWIA rnasHblX 610K
OPMEHTMPOBOYHO NOJHbIA. 3paukn D=S, GoTopeakumu
CHUXeEHbI. JTNL0 CMMMETPUYHO. HUCTarM CNOHTaHHbI,
KpynHOpa3MalUKUCTbIi C pOTaTOPHbIM KOMMOHEHTOM.
[noTouHble, HEGHbIe pednekchbl coxpaHHbl. CocaHue
yrHeTeHO. f3bIK B MONOCTM pTa — MO CPeAHEei NNHUM.
WccnepoBaHue aBuratenbHoi cdepbl: no3a BAMOrO
pebeHKa; NoNoXeHNWe Ha CUHE CUMMETPUYHOE, CMOH-
TaHHaa [BuUraTesibHas akTUBHOCTb CHUXeHa. TOHyC
MbILL: AUCTOHMUSA, B OCHOBHOM CHIXEH. CYX0XUMbHbIE
pednekcobl xusble, D=S. TpaH3UTOpHbIE pedaeKchbl Ho-
BOPOXAEHHbIX PE3KO CHUXEHDI.

JlabopaTopHble NokasaTenn: MOBbIWEHNE YPOB-
Hs o6wero 6unupybuHa po 576,8 MKMonb/n 3a cyet
HenpaMoii dpakuuu, paBHon 558,7 mkmonb/n. Liun-
TONUTUYECKOW aKTUBHOCTH, X0fiecTasa, HapyleHus
NMMUIHOTO 06MEeHa HeT, 3NIeKTPOUTHbIE HapyLLeHUs
oTcyTcTBYytT. lpu MccnepoBaHUM napaMeTpoB re-
MOCTa3a MpW3HAKOB KoarynonaTuu He BbISIBNEHO.
MpsamMas u HenpaMas npo6a Kym6ca oTpuuaTenbHble.
WcknoyeHo Hanuume HacneACcTBEHHbIX aMUHOALMA0-

SAMETKHU U3 NMPAKTUKHU

naTuii, OpraHMyeckmx auuaypuin n HapylweHun MuTo-
XOHApWanbHOro B-oKMcneHus.

PebeHKy npoBefieHa MarHUTHO-PE30HAHCHas TO-
Morpacdus (MPT) 6ptoluHOi NONOCTU ANS BbISIBNEHMS
BPOX/[,EHHbIX NOPOKOB PasBMTUA renatobunuapHom
CUCTEMbI — NaTONOrMYeCKNe N3MeHeHUs OTCYTCTBYIOT
(puc. 2).

B auHaMuke Habnwoganoch HapacTaHue o6LemMos-
rOBOM, 04aroBOW HEBPOIOrMYECKON CUMNTOMATUKK Ha
(OHe BbIpaXXxeHHOI XENTYXM C NOBbLILEHNEM 06LLEr0
6unupybuHa fo 622,2 MKMOMb/N 3a CYET HenpsaMoi
pakumm 605,71 MKMONb/N; OTKIOHEHUA CO CTOPOHBI
neyeHouYHbIX Npob He oTMeveHo (puc. 3). Y pebeHka
BEPMAULMPOBAHO TAXEN0e TOKCMKO-TUMOKCUYECKOe
NOpaXeHWe LeHTPasbHOW HEPBHON CUCTEMBI — 6UNU-
py6uHoBas aHuedbanonatus (puc. 4), u AeBoYKa bbina
nepeBefleHa B OTAeNEeHWe peaHUMaLUOHHOW Tepa-
nuu. BbinonHaANUCb MHY3NOHHAs Tepanus (rOKo-
30-COJNIeBble PaCTBOPbI), AETOKCUKALMOHHAA Tepanus
anbbyMuHoM, hoTOTEpanus; Ha3Hayanucb ypcoae3okK-
cuxonesas kucnota (Y[OXK), 3aMeHHOe nepenuBaHue

Puc. 2. MarHutHo-pe3oHaHCHOe UCCAeAOBaHWE OpraHoB BPIOLLIHON NOAOCTU NaumUeHTa 4 Mecaues

Fig. 2. Magnetic resonance imaging of the abdominal organs of a 4-month-old patient
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Puc. 4. BHelwHWI BMA NaumeHTa 5 mecsaueB (FoCNUTanbHbIN
nepuoa)

Fig. 4. Appearance of the patient 5 months (hospital
period)

KpOBM, BHYTPUBEHHOE BBEJIEHUE CBEXE3aMOPOXKEH-
HO NnasMbl KPOBY.

Ha ¢boHe runepbunupybrHemMmn oTmevanacb cyno-
pOXHas aKTUBHOCTb, NPOrpecCMpoOBaHne HEBPONOru-
YECKOI CUMNTOMATMKN.

Mo AaHHbIM anekTpoaHuedanorpaduu (33r) Kop-
KoBas pMTMUKa NpeLCTaBieHa MybTUPErnoHanbHoii
anunenTuhOpPMHON aKTUBHOCTbIO, B BMLE KOMIJIEK-
COB «MUK—Me[NeHHas BOJHa», «<0CTpas—MeLNeHHas
BOJIHAY, «MOMUMUK—BOJIHA», 3a4acTyto B Buge gubdys-
HbIX Pa3panoB, Ha poHe AuddY3HOI CUHXPOHHOW Mea-
NIEHHOBOJIHOBOI# aKTUBHOCTH, C GOpPMMPOBaHMEM NaT-
TepHa runcaputmuu (puc. 5). lononHUTeNbHO 6bina
Ha3HayeHa NPOTUBOCYAOPOXKHAA Tepanus.

YuuTbiBas BbICOKME NOKA3aTeNn HeNnpsaMoro 6unu-
py6uHa Npu OTCYTCTBUM rEMOMN3a, a TaKXKe NOPOKOB
pa3BUTUSA renaToOUIMApPHON CUCTEMbI, Yy NaLUEHT-
ku 0. 6b11 3anofo3peH cuHapoM Kpurnepa-Haiispa
| Tuna. CaaH aHann3 KPoBM AN NPOBEAEHNUS MOJIEKY-
NAPHO-TEHETMYECKOr0 UCCeA0BaHUS.

B pesynbTate reHeTUYECKOro UCCNef0BaHMs, MoMcKa
MyTauui B reHe UGTTAT ans 3K30HOB 2-5 He yanoch no-
Ny4nTb NPOAYKTa amnandukaLmu, 4To CBUAETENbCTBY-
€T B NONb3y HANMYUs NPOTSIKEHHOI Aeneuun 3K30HOB
2-5 reHa UGT1AT. Kpome 3Toro, 6b1/10 3aperucTpupoBa-
HO yBeNIMYeHne ynucna «ta» NOBTOPOB B FOMO3UIOTHOM
COCTOSIHUM, YTO MOXET TaKXe NPUBOAUTD K CHUXEHUIO
(QYHKLMOHANbHO akTUBHOCTH Genka YOOI T.

CHILDREN’S MEDICINE

SAMETKHU U3 NMPAKTUKHU

MonyyeHHblEe MONEKYNSIPHO-TEHETUYECKME [LaHHbIE,
a TaKXe KJMHMYeckas 1 nabopaTopHas KapTuHa noj-
TBEpAMIM cuHapom Kpurnepa-Haisipa | Tuna.

K 5-i Hepgene rocnuTann3aLun UHTEHCUMBHOE Nie-
yeHue u GoToTepanusa NO3BONUAN CHU3UTb YPOBEHb
o6uero 6unupybuHa Ao 262,7 MKMonb/n (HenpsmMo-
ro — Ao 242,8) n noarotoBUTb pebeHka K onepawum
(cMm. puc. 4). N3BecTHO, YTO Haubonee ahHeKTUBHLIM
neyeHunem cuHpgpoma Kpurnepa-Haiispa | Tuna asns-
eTCcA TpaHcNnaHTalLmsa neyenn [6, 7].

PoanTenu n poacTBEHHMKN NaumeHTa l0., Haxops-
Lerocs B peaHMMaLunoHHOM oTAeneHnn Mopo3oBCKOii
60NbHULbI, Npoxoannu o6cnenosatue B Proy «<HMUL
TNO nmenn akagemuka B.W. LymakoBa». 06cnepoBa-
HO 8 POACTBEHHbIX JOHOPOB; HaU6oNee NOAXOAALLMM
[OHOPOM CTan asaps.

B ®IbY «HMUL, TUO nmenn akagemuka B.U. LLy-
MakoBa» nauuenTke 0., 5 MecqLeB, ycrnewHo npose-
[leHa POACTBEHHAsi OPTOTONMYECKas TPaHCNNaHTaUuA
NeBOro naTepasbHOro CeKkTopa NeyeHn oT ABOKOPOA-
HOTO AsAM.

Hopmanusauus 6unupybruHa KpoBu npoucxoguna
MoCcTeneHHo, NoKasaTenu NeYeHoYHblX Npo6 Haxomau-
NUCb Ha YPOBHE BEPXHUX rpaHuL, pedepeHCHbIX 3Ha-
yeHuin. Jlnwb nocne 10-i4 Hegenu rocnuTanuaauum,
yepe3 5 Hefenb nocne OnepaTUBHOIO BMeLLATENb-
CTBa, NOHOCTbIO MCYE3Na XKeNTyxa, BKoYas UKTe-
PUYHOCTb cknep (puc. 6), a TakKe HOpManu3oBanoch
COAepXaHue o6LLero u HeKOHbIOTMPOBAHHOMO Gunu-
py6uHa (cM. puc. 4). Pe6eHKy HasHayeHa MMMYHOCY-
npeccuBHas Tepanus NoXM3HEHHO.

lMpwn n3yyeHun kaTamHesa naymenTa l0. n3 goctyn-
HbIX MEAULMHCKUX JOKYMEHTOB NONyYyeHa cneayrowas
uHdopmaums.

B TeyeHne 3 neT XNW3HM OTMEYEHA 3HAUYUTESNIbHan
3a/lep>XKa HEPBHO-NCUXUYECKOT0 1 PEYEBOr0 PasBUTHS
pebeHka. B 1 rog xusHu pebeHoK nepeHec oCcTpbii Me-
HUHTO3HUEe(anuT ¢ CyL0POXHbLIM CUHAPOMOM, KYMUPO-
BaHHbIM NMPOTUBOCYAOPOXHOI Tepanueil. B 1,5-neTHeM
BO3pacTe YCTAHOBJIEH ANArHo3 CTPYKTYpPHOW anunen-
CUM nocne NOBTOPHOrO CyAOPOXHOro NpUCTyna B BUAE
KNOHUW NEBOW HOMM C fJanbHeilleM pacnpocTpaHe-
HWEM Ha MPaBYl0 HOTY U BEPXHUE KOHEYHOCTH, CONPO-
BOX/JAEMOro runepcanueauueii. B 3 roga y pebenka
uMeeTcs 6eNIKOBO-9HEpreTnyeckas Hef,oCTaTOYHOCTb:
(usnyeckoe pasBuUTUE CpefiHEE AUCTapMOHUYHOE 3a
cyeT peduumta maccol Tena (poct 95 cM, Macca Tena
12,0 Kr), HaxoANTCS Ha 30HAO0BOM KOpMJeHuM. [0NoB-
Ky He JepXUT, MpK TpakLumu 3a pyKn He rpynnupyeTcs,
He CMIMUT, He MOJN3aeT, He XOAUT, peyb OTCYTCTBYET.
HeBponornyeckuit ctatyc: B3rnag Gukcupyert, 3a npeg-
MeTaMy KpaTKOBPEMEHHO NMPOCNEXMBAET; NOMOXEHME
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Puc. 5. 33I-MOHUTOPUHI NaumeHTa (rocnuTaAbHbIV NEPUOA)

Fig. 5. EEG monitoring of the patient (hospital period)
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Puc. 6. BHeLIHWI BUA NaLMEHTa NOCAE NPOBEAEHUSI POACTBEHHOM TPAHCNAAHTALIMM NEYEHH

Fig. 6. Patient’s appearance after related liver transplantation

BbIHY)X/IEHHOE, KOHTPaKTYpbl MONOXEHUSI B TOKTEBbIX,
NyyesanscTHbIX CycTaBax; CUHKMHE3UN CO CMOHTaH-
HOW ABMraTeNIbHOW aKTUBHOCTbIO: runeppednekcus,
KJIOHYCbl, NaTONOrMYECKUe NUpaMuHble 3HaKu, CyLo-
por HeT.

OBCY)XAEHUE

OuddepeHunanbHas fuarHocTUKa XenTyxu y ge-
Tell NepBbIX MECALEB XM3HM NoAAaeTCA Noruke bonee,
yeM BpayebHoi UHTynumMu. OHa MOXeT 6bITb Npea-
CTaB/ieHa B BUAE cneaytowero anroputma (puc. 7).

Ho nouemy xe pe6eHOK C BbICOKMMM NOKa3aTens-
MW HEKOHBIOTMPOBAHHOr0 6UNMpy6uHa 6bli 0TNpas-
NeH B CTauuoHap nuwb B 4-MecsiYyHOM Bo3pacTe?
besycnoBHO, fns npeaoTBpaLleHns 6UNUpybUHOBOI
3HUedanonaTum B JaHHOM cllyyae TpeboBanacb 60-
Nlee paHHAf rocnuTanusauus C Lenbio NOCTaHOBKM
AuarHosa cuHgpomMa Kpurnepa—Haiispa Il Tuna u npo-
BEJIEHWS TPAHCMNAHTaLNUK NeYeHu.

IH3UMOMATUYECKNE XENTYXU C HEAOCTaTOUHOCTbIO
YOXK nposBnsatoTca nepeMexarowenca runeponnu-
py6uHemMuen Npu OTCYTCTBUU U3MEHEHWIA CTPYKTYpbI
neyeHu, remonn3a, pesyc-kOHGNMKTa U xonecrasa.
K HuM oTHOCAT cuHapombl Kpurnepa-Hamspa l u ll Tu-
nos., cuHapom Xunbbepa. OHM XxapakTepuayroTcs ayTo-
COMHO-pPeLieCCUBHBIM TUMOM HacneAoBaHUsA BCNef-
CTBME BO3SHUKHOBEHUA MyTauuin W nonumophuamos

CHILDREN’S MEDICINE

reHa UGTTAT, uTo NpMBOAMT K CHUXXEHUIO aKTUBHOCTU
depmenTa YIIXK nu6o k nonHoii ee notepe [1, 2].

CuHppoM Xunbb6epa o6ycnoBneH HapylleHuem
ypoBHs akcnpeccuun reHa UGTTAT, KOTopblii HaxoauT-
CA B AJINHHOM Mjeye XpOMOCOMbI 2 B nosuuum 37.1
(2937.1) u koanpyeT GepmenT YADIT [8]. Ecnun Tonb-
KO OAMH pPOLMTENb NepefaeT reH, y pebeHka MoXeT
ObITb AaHHbI cuHapoM. CuHapom Kpurnepa-Haiispa
(bopmupyeTcs, Korga pe6eHoK MOBPeXAEHHbI reH
UGT1AT kak 0T maTepu, Tak 1 oT oTua [8, 9].

Mnep6unupybuHemus npu cuHapome Kpurne-
pa-Haisipa | Tuna siBnfetcs cnefcTeuMeM HapylleHus
KOHBIOraLuu 6unupybuHa c rnoKypoHOBOIi KUCNOTOI
B MEYEHW, BbI3BBAHHOrO OTCYTCTBUEM WM 3HAYUTEND-
HbIM aeduuutom pepmenTa Y XK. OCOGEHHOCTHIO He-
MPAMOro HEKOHBIOrMPOBAHHOTO BUAUPYOUHA MpKU ero
cogepxaHuu 6onee 300 MKMONb/N ABNAETCA Helipo-
TOKCMYHOCTb — B3aumogeiicTeue ¢ dpochonunuaamm
KJIETOYHbIX MEMOPaH, B 0COGEHHOCTU B FOSIOBHOM MO3-
re. Mpu aktueHocTn YAOIT meHee 20% OT HOpManb-
How hopmupyeTca |l TUn, NP KOTOPOM 3HAYMTENBHOIO
MOBbILWEHUSA HENPSIMOro 6unUpybuHa He 6biBaeT. Jluua
¢ cuHgpomom Kpurnepa—Haiispa |l Tuna ucnbitbiBatoT
MepeMexaroLyroCcs XenTyxy, BbI3BaHHYH CTPECCOM,
1 06bIYHO CMPABNSKOTCA C 3TUM COCTOSIHUEM KOHCEp-
BaTUBHbIMM Mepamu [1-3].

Cnycta 6onee ceMu JecATUNEeTUA MOCNie CBOEro
oTKpbITUa (1952 r., IX. Kpurnep un B. Haiisp, CLUA)
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BUAMPYOMH CbIBOPOTKMU KPOBU /

XKenatyxa / Jaundice

Serum bilirubin

Mpamoit (cBA3aHHbIN,
KOHBIOTMPOBAHHbIN) /
Direct (linked, conjugated)

Henpsamoii (cBo6OAHbIN,
HEKOHBIOTMPOBAHHbIN) /
Indirect (free, unconjugated)

[apeHxrmaTo3Hble (NeYEHOUHbIE), MexaHUYeckue
(NoANeYeHOYHbIE) XeATyXH, CUHAPOMbI AabuHa-AxoHcoHa, Potopa /
Parechymatous (hepatic), mechanical (subhepatic) jaundice,
Dubin-Johnson, Rotor syndromes

PeTnkyaoumnTO3, aHemus /
Reticulocytosis, anemia

[eMoAnTUUECKME
XEATYXU U aHEMUK /
Hemolytic jaundice
and anemia

KoHbloraLMoHHas XeAtyxa
ncyesaet Ha 5-7-1 peHb /
Conjugation jaundice
disappears on the 5"-7™ day

du3nonormyeckasn xetyxa
HOBOPOXAEHHbIX /
Physiological jaundice
of newborns

Matonoruueckas
KOHblOraLlMoHHas xentyxa /
Pathological conjugation
jaundice

XeATyxa ncuesaet ¢ OTMEHOMN FPyAHOro
BCKapMAMBaHus /
Jaundice disappears when
breastfeeding is stopped

«3aTaHyBLUIasACs» GU3MOAOTUUECKAS XKEATYXa /
“Protracted” physiological jaundice

HepocTtatouHoCTb daKkTopa KOHbOraummu /

Conjugation factor deficiency

AddeKT oT AeueHus /
Effect of treatment

& ®

CuHapoMm Kpuraep-Hawsapa | tuna /
Crigler-Najjar syndrome type |

CuHapoMm Kpuraep-Hawsapa Il Tuna /
Crigler-Najjar syndrome type Il

Puc. 7. Anroputm AnddepeHUnManbHOM AMArHOCTUKM Pa3AMUHBIX TUMOB XEATYXM U CMHAPOMOB Kpuraepa-Hawspa |

nll tunos [11]

Fig. 7. Algorithm for differential diagnostics of various types of jaundice and Crigler-Najjar syndromes types | and Il [11]
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cuiapom Kpurnepa-Haiisipa | Tuna octaetcsi cmep-
TenbHbIM 3a6oneBanunem [9, 10]. 3a Bpems, npowieaiiee
nocne ny6aukauuyu nepeBoro ciyyas, NOSBMAOCH OKO-
no 100 coobleHuii 0 AaHHOM 3aboneBaHui. [laHHblii
CUHAPOM — peAKast NaTonorus, Kotopas HabnogaeTcs
y Ntofieii pa3nnyHbIX STHUYECKUX Py, HO YaLle — Y Ha-
ceneHnst A3MaTcKoro pernoHa; YacTota BCTPEYaeMoCTH
coctasnsiet 1:1 000 000. MonoBoe pacnpeaeneHue 60.b-
HbIX C laHHbIM 3a60N1€BaHNEM HE UMEET 0COBEHHOCTEN,
CWHAPOM C paBHOI4 4aCTOTOM BCTPEYAETCA KaK y Manbyu-
KOB, TaK W y AieBOYEK.

B HacTosilee Bpems eJUHCTBEHHbIM LOCTYMHbIM
TepaneBTUYECKUM BapUaHTOM ANA 3TUX NauueHToB
SIBNSIETCA TpaHcnnaHTauus neyeHu. PaspaboTka Ho-
BbIX TepaneBTUYECKUX NOAXOAO0B, BK/OYAs FEHHYIO
Tepanuto [5], ABnseTca KNMHUYECKON Heo6X0AMMO-
CTblo. K coXaneHnto, B 0TEYECTBEHHOM W 3apy6eXHOI
MeJMULMHCKON nuTepaType NpakTUYeckn OTCYTCTBYHOT
onucaHua 61aronpuaTHOrO NPOrHo3a nNpu CUHApPOME
Kpurnepa-Haitsipa | Tuna [10], 4To OTpaXeHo u B Ha-
Lem cnyyvae.

3AKAKOYEHUE

OCHOBHOI4 3afjayeii Npu NevyeHun JeTen ¢ CUHAPO-
mMoM Kpurnepa-Haisipa | Tuna B paHHeM BospacTe fB-
nseTca cTabunmsauma KOHLEeHTpaunun 6unmpybuHa B
CbIBOPOTKE KPOBW HUXE TOKCUYECKOrO YPOBHS NyTeEM
ANMTeNbHOW WHAY3NOHHON Tepanuu, GoToTepanuu,
CUHAPOMOKOMMEKCHOI Tepanum, YTo NO3BONSIET NOA-
roTOBUTb pebeHKa, 06¢cNnefoBaTh JOHOPOB ANS Noche-
AYIOLLEeil OPTOTOMMYECKOI TPaHCNaHTaLWUKU NEeYEeHN U
NPUBECTH K 611aronpusTHOMY UCXOAY AN15 XNU3HU.

Bnarogaps cOBMeCTHbIM YyCUNIMAM Bpaueii-cnewmua-
nuctoB Mopo30BCKOI [eTCKOW FOPOACKOW KAUHK-
Yeckoii 60MbHMLbI yaanocb B KpaTyaiillme CPOKM
CTabunmsnpoBaTb COCTOSHWE ManeHbKOro nauueHTa,
NOArOTOBUTb €r0 K XUPYPrUYecKOMy NIeYEHUH U Bbl-
nucatb JOMOWA

B ambynaTopHOM 3BeHe 3A4paBOOXPAHEHUs Bpa-
YM AOJKHbI 6bITb HACTOPOXE B OTHOLIEHMW M3yyae-
MOro cuHapoma. MNosgHaa rocnuTanusaymua pebeHka
(B 4 mecsaua) npuBena K 6unMpy6UHOBOI 3HLedano-

SAMETKHU U3 NMPAKTUKHU

naTuu, pasBuBILEICA A0 TPaHCNNAHTALUN NEeYeHu, a
B NOCNeAyoLeM K HebnaronpuaTHOMy ucxody 3a6o-
NeBaHus — Pa3BUTUIO CTPYKTYPHOI 3Nuiencum Ha 3-m
rOAY XM3HN.

AONOAHUTEABHAA UHO®OPMALUA

Bknap, aBTOpoB. Bce aBTOpbI BHEC/M CYLLECTBEH-
HbIl BKNag B pa3paboTky KOHLeNuuMu, NPOBEAEHNE UC-
CefloBaHMa U NOATOTOBKY CTaTby, MPOYU U 0806pK-
N1 GUHanNbHYIO BepCUto nepep ny6nmkaumen.

KoHpnuKT nHTepecoB. ABTOpPbI AeKNapupyoT oOT-
CYTCTBME SABHbIX U NOTEHLMaNbHbIX KOHDIMKTOB UHTe-
PEecoB, CBSI3aHHbIX C NyOANKaLWei HacToALLEN CTaTby.

WcTouHuk puHaHcupoBaHusa. ABTOpbI 3asBNAIOT 06
OTCYTCTBWM BHELHEero GuHaHCMpoBaHuA Npu npoBe-
LEHUMN UCCNIEeA0BaHMS.

WHdopmupoBaHHOe cornacue Ha nmy6nuKauuio.
ABTOpbI NOAYYUN NUCbMEHHOE COrNacue 3aKOHHbIX
npefLcTaBuUTENeil NauueHTa Ha Ny6nuKauu Meau-
LMHCKNX JaHHbIX. CO CTOPOHbI 3aKOHHbIX NpepcTa-
BUTeNen pebeHKa NoNyYyeHo UHPOPMUPOBAHHOE CO-
rnacue Ha GpoTocbeMKY, 06paboTKy M Ny6nuKaymio
boTorpadwmii.
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