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HaBsefigHo niTepatypHi faHi Ta BNacHe CNOCTEPEXEHH CUHAPOMY Anaxuns B OUTUHW LOLWKINbHOrO Biky. [JaHWA CUHAPOM CYNpOBOKYETbCA XPOHIYHUM
BHYTPILUHbOMEYiHKOBMM X0J1eCTa30M, XapakTepHUMI An3Mopdiamu 0611448, BPOKEHUMI BaAaMM CEPLIEBO-CYANHHOI CUCTEMM, 3MiHAMM CKeNeTy Ta 04en, a
TAKOX HAABHICTIO XapaKTEPHWX TiCTONOMYHUX KPUTEPIiB 32 JaHUMU MOPCIONOriYHOr0 AOCHIHKEHHA 6ionTaTy MediHKW, MiaTBEPMKYETbCA MOEKYNAPHO-

reHeTUYHUM AocifpKeHHAM myTauii reHa JAGGED1 a6o NOTCH2. Po3rnsiHyTO fiarHOCTUYHI acnekTi AaHoi naTonorii.

KntoyoBi cnosa: cuHapom Anaxuns, fiti.

BeTtyn
unapom Anaxuist: Q.44.7 (Cungpom Anakusisg—
Barcona (AWS); cunjipomna rinoriaszis ne4inkoBuX
XOJIiB, apTepiolevinKoBa ANCILIA3isT) — MYJBTHCHCTEMHE 3a-
XBOPIOBAHHS 3 Ay TOCOMHO-/IOMiHAHTHUM THIIOM YCHa/[KyBaH-
Hs, 1110 XapaKTePU3YEThCST YPaKeHHSIM IIeYiHKH, 11aTOJIOTIE0
CepIeBO-CY/IMHHOI CUCTEMM, 3MiHAMU O4Yeii, CKeJIeTy, HUPOK,
a TakoK XapakTepHuMu ausMopdismu obimuus [9, 11, 18].
3yctpivaerbes 3 yactoToio 1:70 000 HOBOHAPOKEHUX JliTEi,
OJIHAKOBO SIK cepe/t 0cib skinouoi, Tak yososivoi crati [11, 14].
[Ticaisa mosABY MOJIEKYJIAPHO-TEHETUYHOTO TECTyBaHHS B Jliar-
HOCTHIII cuHApOMY 1 udpa HabamskaeTbest 4o 1:30 000 [8].
[cTopist 3aXBOPIOBaHHST MOYMHAETHCS 3 pobiT A. Vermas-
seniJ. Boddaert (1962), a B 1969 p. dhpaHity3bKuii rematosor
D. Alagille onucas aexinbka AiTeill 3 ypaskeHHAM KOBYHUX
XO/iB, IKi Majau XapakrtepHi cmiibHi pucu [18]. ¥ 1973 p.
R.E. Mueller Bniepiiie 3amporonyBas TepMiH «apTepioredin-
KoBa auciviasis», a y 1975 p. D. Alagille 3i cuiBaBropamu
OIMCAB TIPYIY JiTeil 3 XOJIECTATUYHUM TEHaTUTOM, SKUI
CYIIPOBO/IKYBABCS YPAKEHHSAM CEpILsl, aHOMAJIsIMKI CKeEJIETY,
0cobmrBoCTAMU (Hi3UYHOTO, CTATEBOTO Ta IHTENEKTYATIBHOTO
PO3BUTKY, a TAKOXK XapaKTEPHUMU OCOOJUBOCTAMU OOTMYYS
[18]. ¥ 1997 p. nikapi Ta Bueni autsivoi gikapui Dinanenndii
BU3HAYWJIN T€H, TIOB'S3aHUN 3 IIUM CUHIPOMOM. Bcranosie-
HO, IO JITOAX i3 CHHAPOMOM AJTaKUJIS MAafOTh MyTallil B TeHi
JAGGEDI1, sxuii Gepe ydacTb y HOPMaJIbHOMY PO3BUTKY
MeYiHKHU, cepIld Ta iHmwmXx oprauiB i cucrem [8, 14, 17, 21].
XBopi Ha CHHAPOM AJaXWJs MalOTh TEHETUYHUH aedeKxT,
06YMOBJIEHU I YaCTKOBOIO JCJEI[IEI0 KOPOTKOTO TJIEYa XPOMO-
comu 20 (20p11-12), me 3umaxomutbcs ren JAGGEDI1 [4].
Bausbko Tpetunm fiTell i3 cuHAPOMOM AJIAKUIISA YCIAJIKOBY-
10Tb 3mian B JAGGED1 Bix 6atbkis. B iHImMX ABOX TpeTHHAX
sunagkiB myTaiis B JAGGED1 e nosoro [14]. Barbku anTtn-
HU 3 MyTaili€o de NOVO MArOTh HU3bKUN PUBUK TIOBTOPHOTO
HAPOJKEHHsT XBOPOI AUTUHU TIOPIBHAHO 3 OGaThbKaMu [iTel,
y SIKMX BUSABJIECHO CIIQJIKOBY MYTAIlil0, ajie BUIUI TOPiBHAHO
3 GaTbKamu, siki He MaioTh XBopoi gutunU [2]. OcraHHiM
JacoM ieHTH(}IKOBAHO HE3HAUHY KiIBKICTh XBOPHX, SKI
maioTh MyTariiio B rerni NOTCH2 [13]. Biznbimicts (90-94%)
XBOPUX i3 CHUHIPOMOM AJNa)kujasg MaloThb MyTallii TeHa
JAGGEDY, i mume 1-2% — rema NOTCH2 [4, 13]. Tenn
JAGGED1 i NOTCH2 kopytoTh CHHTE3 IPOTEIHIB, sIKi 6epyTh
y4acTh y «CUTHAIBHOMY 1UIsiXy» Notch, HeoOXifHOTO /15t HOP-
MaJbHOTO PO3BUTKY i OYIOBH PIi3HUX CTPYKTYp JIOACHKOTO
Opramiamy MiJi 4Yac BHYTPIITHLOYTPOOHOTO po3BUTKY [18].
[I MyTauii B X resax mopyyioTh pO3BUTOK )KOBUHUX HLIAXIB,
cepls, KicToK yepera, xpebTa Ta iHmmx oprasis [6, 14].
Panimre Buminamm cunapoMHy i HecHMHIPOMHY GhopMu
xBopobu Anaxkuis. Cunapomua (popMa acolioBaach 3 ypa-
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SKEHHSIM CepIlsl, HUPOK, CKeJeTy, XapaKTepHUMH pHCaMU
o6muus. Ii yacTo Ha3UBAMM <apTEPioNeUiHKOBA IUCILIA3IAY,
«bimapHa Tinomiaasisg», «BHYTPIlIHbOTIEYiHKOBa OiiapHa
JIUCTeHe3id», a TaKoxX <«cHHApoM Ausaxuniag—Bartconas.
Kosken i3 IMX TepMiHiB Ma€ icTOTHE 0OMEKEHHs, 1 Ha JaHmit
Yyac HANOUIBIIN BKMBAHUM 1 TIPABUJIBHUM € TEPMiH «CUHIPOM
Anaxumnsi». Hecungpomna dopma — rTpymna pisHOpPiIHUX,
He TOB'sI3aHUX MiK c0O0I0 3aXBOpIOBaHb. BpaxoByioun BcTa-
HOBJIEHI MOJIEKYJISIPHO-TEHETUYHI TPUYMHUA 3aXBOPIOBAHHS,
CBOTO/IHI B KJIIHIYHIM HPaxkTHUIll He CJIiJi BUKOPUCTOBYBATH
TepMiH «HecuHpoMHa dpopmay [19].

CunzipoM ANaKuiist IaTHOCTYETHCS 32 HASIBHOCTI TPHOX
i3 I'ATH OCHOBHUX ITATOTHOMOHIYHIX O3HAK (XPOHIYHUI BHY-
TPINIHBOIIEYIHKOBUI XOJIecTa3, XapakKTepHi Au3mMopdii
06y Yst, BPOKEH] Bl CEPIEBO-CYAIMHHOI CUCTEMU, 3MiHU
CKeJIeTy Ta Odeil), XapaKTePHUX TiCTOJOTIYHUX KPUTEPiiB
3a aHUMK MOPMOJIOTIYHOTO IOCIIIKEHHS 6ionTaTy mediHKu
(rinomnaziss BHYTPIIIHBOIIEUiHKOBUX SKOBUHMUX ITPOTOKIB,
301JIbIIEHHS OPTAIbHO-611IapHOrO CIiBBIAHONIEHHS, 3MEH-
MIEeHHsT KiJIbKOCTI ab0 BiCYTHICTh MiKIOJBKOBUX JKOBUHUX
MIPOTOKIB), a TakoX BigmoBimHmx MyTarniii rena JAGGEDI1
a6o NOTCH2 [7,9, 11].

XpOoHiYHUIT BHYTPIIHbOIIEYIHKOBUN XoOJecTad y AiTei
i3 manum cuuapomMoM y 90—100% BUIAIKiB BUHHKAE 3 HAPO-
JUKeHHs a60 MaHi(ecTye B pAHHbOMY HEOHATAIbHOMY T1epio-
Jli, TIepeBasKHO B TIEpIIi 3 Micslli, i TPOSBJISETHCS KOBTSHU-
1eio Tta rinepbigipybinemicio 3a paxyHOK NpPsMOi (pakirii.
[HTEeHCHBHICTD KOBTSHUII € HallblnbIIo0 Ha 4—6-My Micsiti
SKUTTS. TakoxK y XBOPUX MOKYTb 3MiHIOBATHCS (DYHKILIOHAIIb-
Hi TECTU ITI€YiHKU 1 MiJIBUIILYBATUCS PiBEHb KOBYHUX KUCJIOT
y CUPOBATIIl KPOBI, 110 MOKe MPU3BOJUTU /IO HEIPABUIbHOI
JiarHocTrky GiiapHoi arpesii i 10 onepaTMBHOTO JKyBaHHS
3a MetozioM Kacai, sike He peKOMeH/0BaHe TPHU CHUHAPOMI
Anaxus [6]. IIpossBu XpOHIYHOTO BHYTPIIIHBOIIE4iHKOBOTO
XoJiecTady B JliTell BapiloIOTh BiJl JIETKOTO JI0 TSIKKOTO CTYyIIe-
HS Ta KJIHIYHO TIPOSIBJAIOTHCS SKOBTSHUIEIO, CBepOeKeM
mKipyn i KcanToMaMn. XoJectad YTPUMYETHCS TepeBakKHO
J10 IOMIKIJIBHOTO BiKY, 11i3Hillle 10ro IposABI MOKYTh 3MEHIILY -
BaTuch abo crabimisyBaTch. CBepOiK MoOKe NPUBOAMTH
JI0 3HAYHOTO TIOPYHIEHHSI SIKOCTI KUTTS IUTUHY Ta OYTU IPU-
YKMHOIO TpaHcanTanil nedinku [2, 9, 11]. kipauii ceepOixk
MOB'A3YETbCA 3 IABUIIEHHSAM PIiBHA JKOBYHHUX KUCJOT
y kposi. [Tpu 6ioxiMidHOMY JOCHIKEHH] KPOBi y IIMX XBOPUX
BUSIBJISTIOTHCS TillePX0JIeCTEePUHEMIST, T IBUIIEHHST PiBHS aMi-
norpatncdepas, sSIKi KOpeJsioloTh i3 CHHIPOMOM X0JIeCTasy, IIpn
[[bOMY TIOKa3HUKHU OIJIKOBO-CUHTETUYHOI (DYHKIII TIeuiHKu
B GisbiiocTi BunaAKiB He amineni [1, 2].

XapaxrepHi 115t cuHApoMy AJtaskiiist auamopdii obmmaus —
TPUKYTHOI (POpMK OOJINYYST 3 HIMPOKMM BHUITYKJIUM YOJIOM,
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r/MOOKO TTOCAPKEHUMHU 09nMa (TiIePTeTOPU3M ), CIVIOIEHIM
HOCOM Ta TOCTPUM Hig60piaaaM, KaTJTOBYXiCTh, O3HAKU Paxi-
Ty miarnoctyiotbest B 70-95% xBopux [20, 21]; 3minu ckere-
Ta — BKOPOUEHi AUCTAIbHI (haJIaHTH MAJbIIiB, KOPOTKI JIKThO-
Bi KicTku; aHomasisg xpebra — medopmaliis T xpeOiiB
y BUIJISIZIL «MeTesinKa> (PO3ILIEIVIeHHs Tl XpeOIIiB, CIIUHHO-
MO3KOBA IPUIKa, 3MEHIIEeHHs BiacTani Mizk xpebusivmu L1-1L5),
aHoMasii pebep 3ycrpivaorbest y 33—-88% Bumaakis [5].
VY 50-60% miteii Mae Micite BiZicTaBaHHsI B POCTi, OCTEOTIOPO3
i 3aTPUMKA KiCTKOBOTO BIKY.

VpaskeHHst o4yeil — mirMeHTailist CiTKiBKu, 3ajHiil eMGpio-
TOKCOH — MaJla aHOMaJIisl PO3BUTKY Y BUTJISII KiJIbIenomio-
HOr0 HOMYTHIHHS 1 moroBiienHs Jinii [IBan6 (Schwal-
be'sring) Ha JaTepasibHiii rpaHuili palilyKKu, 3yCTPiYacThCst
y 80% xBopux i3 cummpomom Asaxkuiasa [2]. Y 56-88%
MAI[iEHTIB IIarHOCTYETHCS XOPiopeTuHaAIbHA aTpodisl; anoMa-
JIisT TlepeIHboi KaMepu oKa, 36iKHa 9n po36ikKHa KOCOOKICTB,
eKTOTI1 3iHNTIi, aHOMAJTisT AMCKa 30POBOTO HEPBA, TTOPYIITCHHS
pedpaxkiii [9, 20].

[TaTosorig cepiieBo-Cy IMHHOI CUCTEMU Y BUTJISI/IL CTEHO3Y
nepudepuyHUX TiIOK JIeTeHeBOl apTepii, fedeKrTy MiKILTy-
HOYKOBOI TIEPEeTUHKM i/9n medeKTy MiKIepencepaHoi mepe-
THHKHU JiiarHocTyeTbest B 85-98% miteit i3 cunppomom Ada-
skmatst [10, 11, 21]. Haiibinbim yacto (85% Bunaakis) 3ycTpi-
yaeTbes nepudepuyHuil cTeHo3 abo TiloIuiasis JiereHeBoi
aprepii, yacrime 6e3 reMoAMHaMiuHUX TOpylIeHb. L[ Bpo-
JUKEeHa Bajla Moske OyTu i30/10BaHO0 (55% ) ab0 MO€HyBaTU-
s 3 IHIMUMY BaaMu ceplid (aedexramu 1neperopo/iok, Koapk-
Tanieo aopTu Ta iHmmMmm). Y Aedkux AiTeil ormmcani rpy0i
BPOJUKEHI Bajiu cepIid, Taki sk Terpaga Dasio, TpaHCHIO3NIi
MaricTpajbHUX CYAMH, AKi BU3HAYAIOTh TAKKICTb CTaHy IIpU
HaPOJIKEHHI i MOXKYTb CIPUYUHUTU cMepTh XBopux [ 10, 21].

[lo 7101aTKOBUX O3HAK, gKi B CYKYIIHOCTI 3 OCHOBHUMU
JIATOTh 3MOTY THATBEPANTH CUHAPOM AJIaKUIIs, HAJIEKATh:

— aHOMaJIii HUPOK — TIIOIJIa3is, CTeHO3 PeHATbHUX apTe-
piif, HemoBHA poTallid HUPKW, BIJICYTHICTH OJHIET HUPKU
Ta TOIBOEHHSI Ce4oBOIB [2, 3, 15, 16]. YacTo B mireii i3 cuH-
JIPOMOM AJIasKUJIs BUSIBJISIIOTBCST TJIOMepyJioHedpuT, iHTep-
CTULIATbHUNA — HePUT,  TJIOMEPYJIOCKIepo3,  TyOyJo-
Ta HePOCKIEPO3, MeMOPAHO3HI TIIOMEPYJISIPHI BifKJIaIaHHST
JITIIB, TpoTidepaTuBHUI TIOMepYJTOHePUT i3 TPAH3UTOP-
HUM KaHAJIBIIEBUM aIli/I030M, TTOJIKICTO3 HUPOK i ceuoKam 's-
Ha XBOp00a;

— BaCKyJIoMarii — aHoMaJii CyZINH roJIOBHOTO MO3KY: aHe-
BPU3MU Cy/INH FOJIOBHOTO MO3KY, CTEHO3 BHYTPIllIHbOI COHHOI
apTepii, a TakoXk aHOMaJsii CyAWH YepeBHOI MTOPOXKHUHMI:
KOapKTallisl uepeBHOI aopTH, CTEHO3 HUPKOBUX apTepiil.
Backyuonatii € mpudnnoio cMepti B 34% XBOPUX i3 CHHIPO-
MoM Amazxkuiis [10];

— ypaskeHHs HEPBOBOI CHCTEeMH — TIOMipHA PO3yMOBa BijI-
CTAJICTh; BIICYTHICTD CYXOKUJIBbHUX peduieKciB, Tinorasis
MozoJcroro Tija (16%) [11].

BizcyTHicTh CMMIOTOMOKOMIIJIEKCY, XapaKTEPHOTO LIS
CUHAPOMY AJIQXKWJIS, € T/ICTABOTO I TIPOBEIEHHST Ty HKITiNi-
HoI Gioncii meyinku. MopgoIoriuHuMI KPUTEPISIMU CUHIPO-
MY € TilOI1a3igd BHYTPIIHBOIIEYIHKOBUX KOBUHUX ITPOTOKIB,
3MEHIIMEHHST KiJTbKOCTI ab0 BiICYTHICTD MisKIOJBKOBUX KOB-
YHUX MPOTOKIB, MEPUTOPTATLHII (HiOPO3, SIKUIT 3 BIKOM TIPO-
rpecye [2, 20]. BusBnenns wmytanii reniB JAGGED1
i NOTCH2 miisixoM MoJIEKYISIPHO-T€HETUYHOTO JIOCJTi/IKEeH-
HS IA€ 3MOTY OCTATOYHO J[iarHOCTYBAaTH Jlale 3aXBOPIOBAHHA.

€ nBa Bapiantu nepebiry xgopobu. IIpu zezkomy BapianTi
CIIOCTEPITAETHCS 3MEHIIIEHHSI KJIHIYHUX [IPOSIBIB XBOPOOU /10
KIiHIZ TEPIIOro POKY KUTTA TPHU 30epeskerHi GioxXiMiuHuX
3MiH (TiBUIEHHST aKTUBHOCTI TaMMarJyTamijirpancgepasu,
JysKHOI (hocdarasu, xosecrepuny i Tpancaminas). LLi tabopa-
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TOPHI BIZIXUJIEHHSI MOKYTb 30€piraTucsi MPOTIATOM YChOTO
SKUATTS, He TIOPYIIYIOUN Horo sAKicTe. [lpn msaickomy BapianTi
XBOpoba Ma€ IPOrpecyounii mepebir, TpuBajio 36epiratoThest
O3HAKM XOJIecTasy, [iTH BificTaloTh Y (Bi3sMYHOMY PO3BUTKY,
MalOTh O3HAKY 1eDIIUTY )KIPOPO3YNHHUX BiTaMiHiB, HECTEP-
nHUH cBepOiK mKipu i kcanTomu, LIi maTosoriuti cTanu 3HaU-
HO TOPYIIYIOTh SKICTh SKUTTS XBOPOTO i TIpN IPOTpecyBaHHi
3aXBOPIOBAHHSI, [OSIBI YCKJIQJIHEHD TIOTPEOYIOTH IPOBEIEHHS
TpaHCILIAHTAIli] TTedinku [2].

JludepentianbHuii 1iarHO3 €L TPOBOANTH i3 3aXBOPIO-
BAHHSMH, SIKi CYITPOBO/IKYIOTHCS 11032~ Ta BHYTPIITHBOIIEUiH-
KOBUM XOJIECTA30M Yy JIUTSYOMY Billi (aTpesis 1mo3arnedinko-
BUX )KOBUHUX IIPOTOKIB, KiCTa 3araJibHOr0 JKOBYHOTO ITPOTOKY,
3/1aBJIEHHS JKOBUHOTO TIPOTOKY, KaM€Hi JKOBUHOTO TIPOTOKY,
IIporpecyounii ciMeHNIT BHYTPINIHBOIIEUIHKOBHUH X0JIecTas,
JNOOPOAKICHMI ciMEHHMIT BHYTPIIIHBOIIEUiHKOBUI XO0JIecTas,
MeTaboJIuHI 3aXBOPIOBAHHSI [EYIHKH — MYKOBICI[H/I03, XBO-
poba Tome, gedinut o-1 aHTUTPUIICKHY, JIIKOTEHO3H, rajlak-
To3eMid, hPYKTO3eMisi, TUPO3UHEMIs, TIOPYIIEHHS JIiliJIHOTO
00MiHy, HeoHaTaJIbHUIT reMOXpoMaTo3, XxBopoba Bosibrmana,
nepoKkcrcoMasibia HemocTaTHicTh (cuHapom llembBeiirepa),
Ji3ocoManbii XBOPoOM HAKOTIMYEHHS, iiONaTUYHNN HeoHa-
TaJbHUN TeNmaTUT, TIepUHATATBHUI CKJIEPO3YIOUNil XOJIAHTIT,
rirmorepios Ta iu. [2, 3].

Eriomarorenernune sikyBanus cuHApoMy AU Bifl-
cyrne. OCHOBHUM HAIIPSIMKOM Tepallil € 3MEHIIeHH TIPOsBiB
XOJIeCcTady, a TaKoK HMPodilaKkTHKa YCKIAIHEHD, SIKi BELyTb
1o dhopMyBans 1upo3y redinku. Bojnouac, ocnoBoio Tepa-
1ii € KOPEeKIIisl MOPyIIeHb TPaBJAEHHS i BCMOKTYBAHHS JKUPiB
Ta JKUPOPO3YMHHUX BIiTaMiHiB, y 3B'S3KYy 3 YMM PEKOMEHILY-
I0Th JIiKyBaJibHEe XapuyBaHHS 3 OOOB'SI3KOBUM BMIiCTOM
y PpaIioHi MOJiHEHACUYEHUX KUPHUX KHUCJIOT Yy TOENHAHHI
3 OCHOBHMUM XapuyBaHHAM. OCHOBOIO JIiKyBaHHSI € BUKOPH-
CTaHHS TIpemnapartiB ypcoze3okcnxoseBoi kucaotn (YIXK),
Ky npusHadaoTh y 1031 20—30 mr/kr/mno6y. Ipu nobpiii
MepeHOCUMOCTi Tpenapary XBOPi Ha CUHIPOM AJlaskuiis
MoxkyTh nipuiiMaT Y/IXK nporsirom yceboro skutts [5]. s
3MEHIIeHHs1 CBePOIHHS IMIKIPU IPU3HAYAIOTH XOJIeCTUPaMiH
y 103i 240 Mr/Kr/n00y, po3aisieiii y 3 npuiiomMu, MakcuMaiib-
HO — 8 r/100y, a Takosx pudaminun y x103i 10 Mr/Kr, po3zi-
Jeniit Ha 2 npuiiomn, Makcumaibio — 600 mr/no6y. 3 wmicio
METOI0 BUKOPUCTOBYIOTH aHTUTICTAMINHI IpenapaT Ta Mic-
1[EBY Tepalriio 3BOJIOKYBAJIbHUMHI KPEMaMHU.

ITpu smerkomy BapianTi mepebiry 3axBOpIOBaHHSA MPOTHO3
xopormii. TIpu TskKoMy BapiaHTi XBOpoOHM (HOPMYIOTHCS
MATOJIOTIYHI CTAaHW, SKi 3HIXKYIOTb SIKICTH JKMTTS XBOPOTO
i € TOKa3aMu JI0 TPOBe/IEHHS TpaHCIIaHTalliil nedinku. [Tepe-
cajka TeviHnKu B AiTell i3 cunzpomom Anaxuisa y 20—-50%
BUITA/IKIB € PAaMKaJIbHUM MeTO/oM JiKyBaHHs. [lani smitepa-
TYpW CBi4aTh MPO BUCOKY e(heKTUBHICTh TPAHCIIAHTAIl]
MEYiHKN i BiZICYTHICTh PENUIMBIB 3aXBOPIOBAHHS OLJIBIIT HiK
npotsirom 15 pokiB criocrepeskers [2, 12].

Kainiuamiit Bumagok. /luruna Poman ., 2011 p.n.
(puc. 1), Bim apyroi HopManabHOI BariTHOCTI (Tepiia BariT-
HICTh — 37I0POBUH XJIOIUNK), HAa 4-My THKHI MaTl IiepeHecsia
rocrpe pecripatopte 3axBopioBanHs. [losorn isiosoriuni,
Hapoauscst 3 mMacoo tisa 3100 1, goBxkuHOW0 Tijma 50 cm.
Jlo rpyaeii npukaagenuii y nepury 1060y. Ha apyry no0y miciist
HapOJKEeHHS B ANTUHM 3'SIBUJIACh KOBTYIIHICTD HIKIPH, SKa
CYIIPOBO/I)KYBaJIaCh HEBMCOKHMMMU PIBHSIMM  3arajibHOTO
6imipy6iny i 6yia posiiHeHa sk GisiosoriyHa JKOBTSHUISA
HOBOHAPO/KEHHUX, Ha TPETIo 100y MaTH i3 TUTHHOIO BUITHCA-
Ha jgozxomy. Bakiunanis BIK nposesena Ha meprny po0y
SKUTTSL. Y Billl IBOX TUIKHIB aMOYJIATOPHO OTJISIHYTHIA T1eiat-
POM i3 IPUBOJLY MTPOJIOHTOBAHOI JKOBTSIHUIIL, AXOJTIYHUX BUTIO-
posxHeHb. /[y yTouHeHHS MiarHo3y TOCTITaNi30BaHN Y Biji-
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Puc. 2. Xnon4uk P., 4 poku. 061445 TPUKYTHOT (DOpPMU 3 LLIMPOKUM
BUMYKMUM Y0JI0M Ta rocTpuM nigdopiaasm, rmmbokKo nocagKeHnMm
041IMa, CN/IOLLEHM HOCOM Ta LUMPOKUM NepeHiCCaM, KanioByxicTb

JIJIeHHsT TaTOJIoTi HOBOHAPO/KEHUX 1 HEOHOIIEHUX iTei
obmacnoi gutsuoi aikapui M. Bia Ilepksa, e 3HaXoaAnBCA Ha
JIIKYBaHHI TIPOTATOM TPbOX /HIB. B ymMoBax crarionapy npo-
BEJICHO OOCTEKEHHsI 1 BUSIBJICHO: 3HUKEHHS PIBHS TeMOTIO01-
Hy 20 90 r/u, y GioxiMiuHOMY aHasIi3i KpPOBI MifBUIIEHHS
piBHst Ginipy6iny g0 149,6—74,8 MKMOJIb/J1, ipsiMa (bpaxiiist
(30,6-47,6 mrmoun/n), AJIT 60 TU/I, noxosxenus udacy
i TPUBAJIOCTI KPOBOTEYI, 3HUKEHHSI IPOTPOMOIHOBOIO IHIEK-
cy 1o 54%. Y xmomunka sukiaodeni TORCH-indexkmii ta
BipyCHI reaTuTH. 3a JaHUMU YJIBTPa3ByKOBOTO JOCJIIKEHHS
(Y3) opraniB uyepeBHOi HMOPOXHUHU BUABJICHO AUGY3HI
3MiHM TIapeHXIMU TeYiHKM, 3a JaHuMu exokapaiorpadii
(ExoKT) — medekt MiKIIYHOUKOBOI nepeTHKHU. uTnHa
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Pue. 3. LLkipa B AinsHui roMifIkoBO-CTYNHEBUX Cyrno6is 3i crigamm
eKcKopiauin

Puc. 4. TIOOANHOKMWIA >KOBYHWI MPOTOK Yy MOPTaNbHOMY TPAKTI
3 IeCTPyKLUIeto eniTenito. ImyHoricToximiyHa ekcnpecis CD CK-7 (unTo-
KepatuHy-7). ImyHorictoximiqHa peakuis 3 CK-7. Mikpodotorpadis

Puc. 5. Movatok hopmyBaHHA nceBaofonbok. Pibpo3 Kancynu.
3abapeneHHs nikpodykcmHom 3a Ban—TIi3oHom. MikpodhoTorpadisi
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KOHCYJIBTOBaHA BY3bKUMHM creriasictaMu (0(hTasbMoIorom,
OTOPUHOJIAPUHTOJIOTOM, TEeHETHKOM, Kap/ioJorom).
3a pesysbraTamu 00CTEKEHHA BCTaHOBJIEHO fAiarnos « Henos-
Ha arpesis KOBUOBMBIAHMX MHLIAXiB. IeMopariuna XBopoba
HOBOHAPO/KEHNX, Mi3Hs (opma, TocTreMopariyHa aneMis.
Crurmu ausembpiorenesy. Tpucomist o 18 xpomocomi. Bpo-
JoKkeHa Baja cepid (edeKT MiKIIYHOUYKOBOI HEPETUHKH ).
linokcuuno-inemiune ypaxkeHHs IeHTPaJbHOI HEPBOBOI
cucteMu. AHTIONATIS CITKIBKI».

XJIOTMYUK OTPUMYBAB JIe3iHTOKCHKAIIIIHY, TeTTaTOMPOTeK-
TOpHY, aHTHOAKTEPiaNbHy, TeMOCTATHYHY Tepariio, Tpancdy-
3110 CBIsKOMOPOsKeHOI 1iazmu. [logasbiite 06CTesKeHHsI 1 JKy-
Banuga npoxoauB y HACJI «OXMAT/AUT». Beranosieno
niarHos «BpomkeHa Baga posBuTKy: OijiapHa arpesis, HEKO-
puroBaHuii THM; aHeMist I ctynens, koarysionarisi, TOKCHUHNN
rermatuT. BigkpuTe oBasbHe BikHO. Bpomkenuil paxpioiuc-
TuT>. Pesyibratu o0cTe)eHHS: reMornobin — 84—75 1/,
sarajibHuil Ginipy6in — 104—145,3 MKMOJIb/JI, 32 paxyHOK
mpsimoi dpaxriii (82,3—118,5 mrmoun /), AJIT — 1o 4 Hopwm,
ACT — 110 6 HOpM, JiyskHa (pocartaza — 1,5 HopMmu. 3a JaHu-
mu Y 3/1 opramiB uepeBHOI MOPOKHUHI BUSBJIECHO 301TbIICH-
HsI pO3MipiB meuinku, AudysHi 3MiHM NapeHXiMU TEYiHKH.
XJIOIUUK IIOBTOPHO KOHCYJIBTOBAaHUI €HETUKOM: TPUCOMis
no 18 xpomocomi He miarBepkena. [lesinTokcukaiiitia,
rernaToTpoIlHa, IPOTU3aaJbHa TEPallis CHpUsIa HOJIIIIeH-
HIO cTany AnTuHA. Y BepecHi 2011 p. XJIOMINK KOHCYIBTOBA-
Huit y JIY «lacrutyT Xipyprii Ta TpaHCIJIAaHTOJIOTII iMeHi
0.0. llanximoBas, ne BcTaHOBJIEHO JiarHo3 «Bporkena Baga
posButky. bimiapua arpesig. Bimiapuwii 1mmupos mnedinku.
3wmimmana JKOBTIHUIST». Pexomenmosano mpuiiom Y/[XK 3a
CXEMOIO Ta TPAHCIJIAHTAI[I0 eYiHKH Bifl ")KBOTO POJIMHHOTO
noHopa. Martu BiZiMOBUJIACh BiJl POBECHHS TPAHCILIAHTAITiT
medinku. XJIOMYUK aMOyJaTOpPHO TOCTIfHO TpuiiMaB
ypcodanbk, KypcaMu — TerTpasl, XOJIeCTHPaMiH.

¥ 2015 p. y BitMi 4 pokiB quTuHa rocmitamizoBana B [lenTp
nutstyoi renatodiorii 1Y «ITIIAT HAMH Ykpainu» 3i ckapra-
MM Ha IIOCTIHY KOBTYIIHICTD i CBepOikK LIKIpH, IKUI 1OCH-
JIIOBABCS BHOUI, 3 BiZicTaBaHHAM y (ismaHOMY po3BUTKY. [Ipn
OrJIsi/li BUSIBJIEHO O3HAKU CTUIM Ju3eMOpioreHesy: o0inyust
TPUKYTHOI ()OPMM 3 MIMPOKUM BUITYKJIUM YOJIOM i TOCTPUM
mAGOPIISIM, TINOOKO TOCAIKEHUMU OYMMa, CILIONEHIM
HOCOM Ta HIMPOKUM IepeHicCAaM, KaIlIoBYXicTh (puc. 2).
Maca risa — 15,5 xr, 3pict — 91 cm. Di3uuHUI PO3BUTOK BiJl-
MOBiJIa€ BiKy NBOPiuHOI ANTUHU. IIIKipHi TOKPUBYU IKTEpUYHI,
MKipa Ha OTUK CyXa, orpy6iia B MJISTHIT TOMIJTKOBO-CTYITHE-
BUX I IPOMEHEBO-3all' ICTHUX CYIJIOOIB 31 CJIiaMu eKcKopia-
uiit (puc. 3). [TomipHOo BupasHa najbMapHa epuTeMa, TeJeaH-
rioekTasii B IJIGHIl BYIITHUX PAKOBUH, KCAHTOMM IIi/l IPAaBUM
OKOM, Y IJISHIT JIKTIB i ByITHIX PAaKOBWH, BUPa3Ha Cy/[INHHA
ciTKa Ha TepeHiil YepeBHil cTinil, aedopmariissi HIrTbOBUX
IIJIACTMHOK IO TUILY TOJJMHHUKOBUX CKeJielb. Bugumi camnsosi
6J1i10-poskeBi, TyOM sSCKPaBO YEPBOHI, CKJIEPH IKTEPUYHi.
[Tarosorist 3 60Ky IMXATbHOI CHCTEM HE BUSIBJIEHA, BICITYXO0-
BYBaBCsI TPYOHIiT CHCTOIYHIH 1ITyM Ha BepXiBIt ceprii. JKusit
30impiIeHnil B 06'eMi 32 PaxyHOK TeNnaToOCIIeHOMeTaIil,
METeopU3My, M'AKHii, HOCTYIHUN TIMOOKIN Taiblalii, He
6ouounii. Ileuinka nepkyropro (mo Kypzosy) nepesuirye
BiKOBiI HOpMH (110 TIPaBiil cepeHbO KIOYMYIHIN JiHil — 16 cM
(ropma 6 cm), cepennnmiint — 12 cM (Hopma 5 em) 1 JtiBiit Kociit —
10 cm (Hopma 4 cm). IlambpnaTopHo kpaii medyinku 6e36oric-
HUI, PiBHUH, NIiThHO-eTacTUIHOI KoHcucTeHii. Cese3inka
30iIblIIeHa, 3HAXOAUTHCS HA PIiBHI IyNKa, MIIJIBHOI KOHCHU-
CTeHIIi1, Kpail piBHUI1, OBEPXHS TiajKa, He Ooitoua. Mixypo-
Bl CHUMITOMM HeraTUBHI. Biffium TOBCTOro KHIIEUHUKY
JOCTYIIHI TMGOKIN 1asbianii, He 6ooui. [liypes gocrarHiii,
ceya TeMHa. BUIOPOKHEHHsS peryJispHi, odopmieHi, Ges
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MATOJOTIYHUX JIOMITIIOK, TIEPIONYHO CBITIO-)KOBTOTO 3ab6ap-
BieHHs. [lepudepuuti HAOPSKU BifCyTHI.

3a pesysibraTaMu 0OCTEKEHHSI BUSIBJICHO: IIBUIECHHS
piBHg 6inipy6iny kposi (94 MKMOJIb/J) NepeBakHO 3a
paxyHOK mpsmoi ¢pakiii (mpsMuii — 56,0 MKMOJB/),
ayxuoi ¢ocdarasu B xposi — 1340U/1 (Hopma —
<644U/1), ITT — 91,8 U/l (vopma — <23 U/L,), AJIT —
167 On/n, ACT — 140 On/n. Bupasui aminu simigorpamu:
rimepxoJsiectepuHeMis (3araJbHUI XOJieCTEPUH 9,44
(HOpMa — 710 5,7 MMOJIB/J1), JIIOIIPOTEI [N BHCOKO] IIiJIbHO-
cti — 0,45 (Hopma — 0,78—1,81 MMmoJib /1), TpUTTIiTEPUAN —
4,10 (mopma 2,28 MMOJIb/J), JIMONPOTEIAN HU3LKOI
mrinpHocTi — 7,13 (mopma — 0,81-4,4 MmMomb /i), Jimomnpo-
Teian My’ke HU3BKOI MITBHOCTI 1,86 (mopma — mo
1,04 mmoub /1)), ingekce areporenHocti — 10 19,9 (Hopma —
2,86-4,46), nigBunieHHsi pPiBHS JKOBYHUX KUCJIOT —
354 mol/1 (wopma — mo 8,0 mol/1). Osnaku TOpyIIEHHS
remoctady BizcyTHi. Ha ¥ 3/1 opranis 4epeBHO1 MOPOKHIHI
BUSBJIEHI O3HAKM aHOMAJill PO3BUTKY >KOBUOBMBIJHUX
nUIAxiB, Audy3HUX 3MiH TapeHXIMU IeYiHKW, TTepUIop-
TasbHi (Hi6PO3HI 3MiHM; MOpTasbHa TilepTEeH3is; Temaro-
crrenomeradnist (II3P mpasoi noni — 99 mm (+20 mm), TOB-
muHa JIiBoi o — 51 Mwm; ceedinka — B po3mipax 124x52 MM
(Hopma — 65*35 mm)); JimdageHomnario.

Jlutnna xoncysrOoBaHa Kapaiosorom: 3a ganumu ExoKT
BCTAHOBJIEHO HEBEJIMKUI CTEHO3 JIiBOI TiJIKM JIETEHEBOI apTe-
pii. XJ10m4nK KOHCYJIBTOBaHUN O(TAIbMOJIOIOM: BifIKJIa/[aH-
HS MITMEHTY Ha CITKiBI[, OYHE JIHO TI0 THUILY <IIapKETHOTO».
ITposexsero pentrerorpadiio xpebTa: MATOJOTTYHUX 3MiH
3i cToponu xpeGra i MiBKXpPeOIEBUX [MCKIB HE BUSBIECHO.
[TpoBeseHo myHKIHY GioMCio MediHKH.

3a pesyJbTaTaMiu TiCTOJIOTIYHOTO AOCIIKEHHs GionTaTy
MevinKu: JiMdormTapta iHiIbTpallis ToOANHOKUMH KJTIiTH-
HaMU. Y TiMOTJIa30BAaHOMY TIOPTAJIBHOMY TPaKTi — mposide-
partist (hbi6po6IaCTiB, 3 MOOAMHOKUMH JTiM(BOIUTAMY, BOTHH-
ma rinornJiasii, BiZICyTHICTh KOBYHUX TIPOTOKIB. 3MEHIICHHS
KiJTbKOCTI TOpTaTbHUX TPaKTiB. [lopTasbumii i mepumnopTaib-
HUil hiGpo3, 3 GopMyBAHHSIM MOPTO-TIOPTATBHUX MOPTO-TICH-
tpasbHux cent. IlouaTtok (opMyBaHHS MCEBIO/0JBOK.
Di6po3 kartcysu (puc. 5). Mopdosioriuna KapTiHa Xapakrep-
Ha JUIg CUHJPOMY AJaKkuiis 3 TillONJasie€lo MopTaJIbHUX
TPaKTIB i ’KOBYHUX TPOTOKIB, & TAKOXK MOYATKOM (HOPMYyBaH-
HS TICEBAOMONBOK (IUPO3 TeUiHKM). [HeKe ricTosoriyHol
akruBHocti 1o Knodell — 0-1 6an. Cramis dibposy
o METAVIRF3 — F (puc. 4).

JluTiHa KOHCYJIbTOBaHa FeHeTUKOM, BCTAHOBJICHO J1iarHo3
«CungpoMm AJakuiist 3 ayTOCOMHO-JIOMiHAHTHUM TUIIOM
yCHajKyBaHHg». Y ciM'l 3/1iiICHEHO MeIUKO-TeHEeTUYHe KOH-
CyJabTyBaHHA.  MOJIEKyJISPHO-TEHETUYHE  JIOCJIDKeHHS
He MPOBOIJIOCH Yepe3 BiIMOBY GaTbKiB.

3axmounnii giarnos «Cungpom Anaxnia (cragis Gibpo-
3y no METAVIR >F3). Crnienomeranis. Esodarit. Bixcra-
BaHHA Y Hi3UTHOMY PO3BUTKY>.

XBopuit orpumyBaB JikyBanus Y/IXK y nosi 20 mr/kr,
XO0JIeCTUPAMiH, JKHPOPO34YMHHI BiTaMiny, Bitamin K, npenapa-
THU KaJbIlito. Bumcanuii y 3a710BijibHOMY CTaHi i3 pekoMen a-
migMu, sAKi Braoyamw tpuiiom mpenapatis Y/IXK y mosi
20 mr/kr noctiitao, Bitamiuis A, /I, E, K, npenaparis kasbiiio
y BIKOBHUX /[03aX, a TaKOK XOJIeCTMpPaMiHy IIPU IIOCUJIEHHI
cBepO6inHsl. PeKoOMeHZ0BaHO HPOBENEHHS JIEHCUTOMETPIi
B aMOYJTATOPHHUX YMOBaX.

BucHoBku

TaKI/IM YUHOM, CUHAPOM A]Ia)KI/IJIH — Il€ 3aXBOPIOBaHH:,
MarHoCTHKA Ta JIKYyBaHHS SKOTO TOTPEOYE MYJIBTHANCITH-
HJIiHapHOI‘O Hi/IXO[[y, 10 1aCThb 3MOI‘y CBOE€YACHO BIIJINBATU
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Ha MPOTHO3 JKUTTS TUTHHU. [0 KOMIIJIEKCY MiarHOCTHYHIX
3aX0/1iB, OKPIM JTabOPATOPHUX TECTIB /st OLIHKKU (PYHKILIO-
HAJBHOTO cTany medinku, Y 3/] ta MopdosoriyHoro poci-
JKEHHsT O10TITaTiB MeYiHK, HeOOXiIHO BKJIIOYATH PETEJIbHE
00CTesKEeHHS CepIeBO-CYAMHHOI cucTeMu, (QYHKIII HUPOK,
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CuHppom Anaxuns Kak Npu4YuHa xoneTasa y AeTel paHHero Bo3pacTa (KIIMHUYEeCKUi cay4amn)

B.C. Bepesetko, K.3. Muxaiiniok, M.5. fbi6a, E.M. Tkanuk

Y «MHCTUTYT Nneamatpun, akywepcTtsa u ruHekonoruv HAMH YkpauvHbl», . Kues, YkpanHa

MpencrasneHbl AaHHble NNTEPATYPbI N CO6CTBEHHOE KITMHWUYECKOe HabnaeHne cuHApoMa Anaxuns y pebeHka A0LWKObHOro Bo3pacta. [1aHHblid CUHLPOM
COMPOBOX/AETCA XPOHUYECKUM BHYTPUNEYEHOYHbIM XOMECTa30M, XapaKTepHbIMU AU3MOPMUAMN NLA, BPOXAEHHLIMU NOPOKaMU CepAEYHO-COCYANCTON
CUCTEMbI, N3MEHEHUAMM CKEeNeTa U r1as3, a TaKXKe HaNM4YMeM XapakTepHbIX FMCTONOMMYeCKNX Kputepnes Mopdonormyeckoro ncenefoBaHmsa uontara neye-
HU, 1 MOATBEPXAAETCA MONEKYNAPHO-TEHETUYECKUM nccnefosannem mytauun reda JAGGEDT unu NOTCH2. PaccmoTpeHbl AMarHOCTUYECKNE acneKTbl AaH-
HOW natosoruu.

Kntoyesble cnoBa: cHAPOM Anaxuns, AeTu.

Alagille Syndrome as the cause of cholestasis in infants (clinical case)

V.S. Berezenko, H.Z. Mikhailyuk, M.B. Dyba, 0.M. Tkalik

Institute of Pediatrics, Obstetrics and Gynecology of NAMS of Ukraine, Kyiv, Ukraine

This is the summary of literature statistics and our clinical observation of a child with Alagille syndrome. This syndrome is characterized by chronic
intrahepatic cholestasis, facial dysmorphism, congenital cardio — vascular system, skeleton and eye changes, by the presence of characteristic histological
criteria of morphological examination of liver biopsy and confirmed by molecular genetic studies of gene mutations or JAGGED1 NOTCH2. Diagnostic aspects
of this pathology are considered.

Key words: Alagille syndrome, children.
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