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HaBeaeHo niTepaTypHi faHi Ta BnacHe CNOCTEPEXEHHS CUHAPOMY AnaXuns B AMTUHU AOLIKINbHOMO BiKY. [JaHWii CMHAPOM CynpOBOMKYETHCS XPOHIYHUM
BHYTPILUHbOMEYiHKOBUM X0NECTa3oM, XapakTepHUMu An3mMopdismMu 061n44s, BPOMLKEHUMU BaAamMu CEPLIEBO-CYAMHHOI CUCTEMN, 3MiHAMW CKENETY Ta 04el,
a TaKOX HAfBHICTIO XapakTepHUX TiCTONOMYHMX KpUTepiiB 3a AaHUMKU MOPIONOriYHOr0 AOCAIMKEHHS 6ionTaTy nediHkW, NigTBEPLKYETbCS MONEKYNAPHO-

reHeTUYHUM AocnimkeHHam MyTauii reHa JAGGED1 a6o NOTCH2. Po3rnsHyTO fliarHOCTU4HI acnekTy AaHoi naTonorii.

Knioyosi cnosa: cuHapom Anaxuns, gitu.

BcTyn
naapoM Anaxwmrs: Q.44.7 (Cuaapom Amaxumasa—
Barcona (AWS); cunapomHa Tirnoriasist mediHKoOBUX
XOJIiB, apTEPiOTICYiHKOBA [UCTIIA3isT) — MYJBTUCUCTCMHE 3a-
XBOPIOBAHHSI 3 Ay TOCOMHO-IOMiHAHTHUM THUIIOM YCIIa/IKyBaH-
HS, 1110 XapaKTEePU3YEThCS YPAKEHHAM TI€UiHKH, ATOJIOTIEI0
CepleBo-Cy/IMHHOI CUCTEMU, 3MiHAMM OYeli, CKeJIeTy, HUPOK,
a TaKoK XapaKTepHuMu ausMopdismu obmrdaus [9, 11, 18].
3yctpivaerbes 3 yactoroio 1:70 000 HoBoHAPOKEHUX MTiTEH,
OJTHAKOBO SIK cepe/ 0cib sKiHOUOoi, Tak yosioBivoi crati [11, 14].
[Ticns nosiBU MOJIEKYJIAPHO-FE€HETUYHOTO TECTYBAaHHS B Jliar-
HOCTHII cuHApoMy 1 nndpa Habmmskaerbes 1o 1:30 000 [8].
IcTopist 3aXBOpIOBaHHS TOYMHAETHCS 3 pobiT A. Vermas-
sen i J. Boddaert (1962), a B 1969 p. ¢hpatitysbkuii renatosior
D. Alagille ommcas meximbka fitTeil 3 ypaskeHHIM KOBUHUX
XO/liB, sIKi Manu xapaktepsi crispai pucu [18]. ¥ 1973 p.
R.E. Mueller Brepime 3ampomonyBaB TepMiH «apTepionedin-
KoBa auciuiasis», a 'y 1975 p. D. Alagille 3i cnisaBropamu
onucaB Trpyny JAiTeil 3 XOJeCTATUYHUM TeHaTUTOM, SKHii
CYNPOBOJKYBABCS YPAXKEHHSIM CepIls, aHOMAJIisIMU CKeJIeTY,
0cobMBOCTAMI (Bi3IMIHOTO, CTATEBOTO Ta IHTENEKTYATHHOTO
DO3BUTKY, @ TAKOK XapaKTEPHUMU OCOOJMBOCTSIMU OOIMYUsT
[18]. ¥ 1997 p. nikapi ta Bueni gutsiaoi gikapui Oimamenndii
BU3HAYMJIN TeH, IIOB'SI3aHUI 3 MM CHH/pOMOM. BcraHoBie-
HO, IO JIIOAN i3 CHHAPOMOM AJIasKUJIg MAIOTh MYTAIlil B TeHi
JAGGED1, saxwuii Gepe ydyacThb y HOPMAJIbHOMY PO3BHUTKY
MeYiHKH, CepIls Ta iHIMX opraHiB i cucrtem |8, 14, 17, 21].
XBopi Ha cWHApPOM AN MalOTh TeHETHUHUIT 1edeKT,
00YyMOBJIEHUI YACTKOBOIO JIEJIEIIEI0 KOPOTKOTO I1JIe4a XPOMO-
comn 20 (20p11-12), ne smaxomuthbes ren JAGGED1 [4].
Bausbko TpeTunu riTell i3 cunapoMoM AJaxuiist yCIa[KOBY -
to1b 3mian B JAGGED1 Big 6arbkiB. B iHIINX [BOX TpeTHHAX
Bura/ikis myraitis B JAGGED1 € nosoio [14]. Barbku guru-
HU 3 MyTarfieio de novo MaioTh HU3bKUN PUBHUK MOBTOPHOTO
HAPOJKEHHS XBOPOI AUTUHK TIOPIBHAHO 3 GaTbKaMu JiTei,
y SIKUX BUSBJIEHO CIIA/[KOBY MYTAIlilO, aJie BUIIUII TOPiBHSIHO
3 GarbKamH, siki He MaioTh XxBopol mutuau [2]. Ocrannim
gacoM ileHTu(iKOBaHO HE3HAYHY KiJTbKICTh XBOPHUX, SKi
maiorb myTatio B reai NOTCH2 [13]. Bisbmricts (90-94%)
XBOPUX i3 CHHAPOMOM AJaXujd MaioTh MyTallii reHa
JAGGEDT, i sume 1-2% — rena NOTCH2 [4, 13]. Tenn
JAGGED1 i NOTCH2 koaytoTh CHHTE3 TIPOTETHIB, siKi 6epyTh
VUacTh y «CUTHATLHOMY TIIsiXy» Notch, Heo6xinHoro st Hop-
MaJIbHOTO PO3BUTKY i Oy0BM PIBHUX CTPYKTYP JIOACHKOTO
OpraHiamy i Yac BHYTPINTHLOYTPOOHOTO po3BUTKY [18].
[T MyTanii B 1IMX reHax MOPYIIYIOTh PO3BUTOK KOBYHUX IIISXIB,
cepiIrs, KicTOK deperta, xpebTa Ta iHrmux opramis [6, 14].
Paninie Bupisisyin CMHAPOMHY 1 HeCHHAPOMHY (opMu
xBopoOu Asazxuiist. CuHapoMHa hopMa acotiioBaIach 3 ypa-
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SKEHHSIM CepIlsl, HUPOK, CKeJeTy, XapaKTepHUMU pHcaMU
obmiraus. Ii wacTo HazwBaMM <«apTepiomedinKoBa AMCILIAZis>,
«bismiapHa rinoruasis», <«BHYTpilTHbONEUiHKOBa OimiapHa
UCTeHe3id», a TaKoX «cWHApoM Ausaxuisi—Bartconas.
KoskeH i3 nux TepMiHiB Ma€ icToTHe 0OMEKEeHHS, 1 Ha JaHui
yac HaWOIIbII BKUBAHUM 1 MPABUJIIBHUM € TEPMIiH «CHHIPOM
Anaxunsy». Hecunnpomua ¢opma — rpyna pisHODiTHUX,
He TOB'S3aHUX Mi’K c060I0 3aXBOPIOBaHb. BpaxoByioun BcTa-
HOBJIEHI MOJIEKYJISIPHO-TEHETUYHI TPUYMHN 3aXBOPIOBAHHS,
CBOTOHI B KJIIHIUHIN TPAKTUINI HE CJIiJi BUKOPUCTOBYBATH
TepMiH «HecHHIpOMHa Gopmar [19].

Cungpom Anakniid MiarHOCTYETHCS 32 HASBHOCTI TPHOX
i3 I'ITW OCHOBHUX ITATOTHOMOHIYHUX O3HAK (XPOHIUYHUI BHY-
TPIIIHBOTIEYIHKOBUI ~ XOJecTa3, XapakTepHi auamMopdii
06JInuYst, BPOJPKEHI Bajll CEPIIeBO-CYAMHHOI CHCTEMU, 3MiHN
CKeJIETYy Ta Ouell), XapaKTePHUX TiCTOJIOTIYHUX KPHUTEpiiB
3a JJaHUMU MOP(MOJIONTYHOTO JOCIDKEeHHS OioTTary MmediHKu
(rinomnJadisg BHYTPINIHBOIEYIHKOBUX KOBYHMUX IPOTOKIB,
301JIbIIEHHST TIOPTAIBHO-GIIaPHOTO CIiBBIIHOIIEHHST, 3MEH-
IIEHHST KIIBKOCTI a0 BiJICYTHICTH MIKIOJBKOBUX SKOBUHUX
MPOTOKIB), a TaKOX BimmoBimHux myTtariii reHa JAGGED1
a6o NOTCH2 [7,9, 11].

XpoHIYHWIT BHYTPINTHBONIEYIHKOBUI XOJecTa3 y miTel
i3 manum cungapomom y 90—100% BumajikiB BUHUKAE 3 HAPO-
JUKeHHst b0 MaHiecTye B paHHBOMY HEOHATAIbHOMY Tepio-
i, IEPEBAKHO B TEePIi 3 MicCsIl, i MPOSIBJSIETbCS JKOBTSHU-
1eio Ta rinepbinipyGiHeMieo 3a paxXyHOK TpsMOI (hpakiii.
THTEHCUBHICTD JKOBTSIHUIN € HAlOLIbIIOW Ha 4—6-My Micsili
SKUTTS. TakoxK y XBOPUX MOKYTb 3MiHIOBATHCS (DYHKITIOHAb-
HI TeCTU MEYIHKU 1 HiZIBUIYBATUCS PIBEHDb KOBUHUX KUCJIOT
y CHpOBATIli KPOBI, 1110 MO3Ke TIPU3BOUTH /10 HEIPABUJIBLHOL
JiarHocTuky GiyiapHoi aTpesii i 10 onepaTuBHOTO JIKYBaHHST
3a MetomoM Kacai, sike He peKOMeHIOBaHe TIPU CHHIPOMI
Anaxuina [6]. IIposBu XpoHIYHOTO BHYTPIMIHBOIEUiHKOBOTO
X0JiecTa3y B JliTeil BapiloloThb Bijl JIEFKOTO 10 TSPKKOTO CTYyIIe-
HI Ta KJIIHIYHO TPOSBISIIOTHCS JKOBTSHUIIEIO, CBepOekeM
HIKIipy 1 KcaHTOMaMu. XO0JeCcTa3d YTPUMYETLCS IE€PEBAsKHO
IO TOTITKIJILHOTO BiKY, Mi3HiIle OTO MPOSIBU MOKYTh 3MEHIITY -
BaTuch abo crabimisyBaruch. CBepbisk MOKE MPUBOAUTH
JI0 3HAYHOT'O MOPYIIEHHS SIKOCTI KUTTSI AUTUHU Ta Oy TH T1PU-
YHHOIO TpaHcanTaiii neuinku [2, 9, 11]. [kipauii ceepbix
MOB'A3Y€ETHCA 3 IMIABUIIEHHSAM PiBHSA KOBYHUX KHCJIOT
y kpoBi. [Ipu 6ioXiMiYHOMY TOCTIKEHHI KPOBI ¥ I[IX XBOPUX
BUSIBJISTIOTHCS TiTIepX0JIeCTEPUHEMIS, TiABUIIEHHS PiBHS aMi-
HoTpaHcdepas, SIKi KOPeToI0Th i3 CHHIPOMOM X0JIeCTasy, Py
[[bOMY TIOKA3HUKK OLIKOBO-CUHTETHYHOI (DYHKIIT MedinKu
B OLIBIIIOCTI BUMAMIKIB He 3MmineHi [1, 2].

XapakTepHi 1171t CHHAPOMY AaKUIIs [u3Mophii obmmdst —
TPUKYTHOI (HOPMU OGIUYUST 3 MIMPOKUM BHUITYKIMM YOJIOM,
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rGOKO TOCAKEHIMU 09nMa (TiIePTENTOPHU3M ), CIIOIEHUM
HOCOM Ta TOCTPHUM THAGOPIISIM, KATUIOBYXiCTh, O3HAKHU Paxi-
Ty miarnoctyiorsest B 70-95% xBopux [20, 21]; aminm ckere-
Ta — BKOPOYCHI IUCTAThHI (haJIAaHTU MAJIBITIB, KOPOTKI JIIKTHO-
Bi KicTKH; aHoMmasis xpeOra — aedopmarisa Tin xpelOiis
y BUIJISII «MeTesinKay (PO3HIEIIeHH ST TiJl XpeOIliB, CIIMHHO-
MO3KOBa TPUKa, 3MeHIIeHHs Bigcrani Mix xpebigmu L1-15),
armoMarnii pebep 3ycrpivaiotoess y 33-88% Bumankis [5].
V¥V 50-60% miteit Mmae Miclie BiZicTaBaHHsI B POCTi, OCTEOIIOPO3
i 3aTPUMKa KiCTKOBOTO BiKY.

VYpaskeHust oueil — mirMeHTallist CiTKiBKH, 3aHill eMOpio-
TOKCOH — MaJjla aHOMaJIisl PO3BUTKY Y BUIJISII KiJIbIEOi0-
HOTO MOMYTHiHHs i moroBsiienns Jinii [IBan6 (Schwal-
be'sring) na marepanbHiii rpaHuIi paiiLyKKH, 3yCTPIYa€ThCst
y 80% xBopux i3 cuHapomoM Anaxkuis [2]. YV 56—88%
MAIIEHTIB IIaTHOCTYETHCS XOpiopeTUHAMbHA aTpodisi; aHOMa-
JIisT TIepeiHbol KaMmepu oKa, 361KHa Y1 po36isKHa KOCOOKICTD,
€KTOMII 3iHUIli, aHOMaJIig IUCKA 30POBOTO HEPBA, IIOPYIICHHS
pedpaxmii [9, 20].

[TaTosoris ceprieBo-CyAMHHOI CUCTEMU Y BUIJISA/I CTEHO3Y
nepuhepUYHUX TiJIOK JIETeHEeBOi apTepii, Ae(erTy MisKILTy-
HOYKOBOI NepeTuHKM i/9u nedexTy MixiepeacepaHoi mepe-
TUHKU JIaTHOCTYEThCsT B 85-98% miteit i3 curapomom Auta-
sxuist [10, 11, 21]. Haii6iabmr yacto (85% Bunaakis) 3ycrpi-
yaeThesl TepudepuuHmii creHo3 abo TImomnasis JiereHeBoi
aprepii, yacrime 6e3 reMojMHAMIYHUX MoOpyIeHb. g Bpo-
JKeHa Bazia Mozke OyTH i30160BaHO0M0 (55%) ab0 MOEAHyBATH-
cs1 3 iHIMMMHY BajiaMu cepIis (JledeKTaMu eperopojiok, Koapk-
Tamieio aopTu Ta iHmmMu). Y AedKux Aiteid onucani rpy6i
BPOJUKEHI Basi cepiis, Taki sik TeTpana Dasio, TpaHCIo3uIList
MaricTpajJibHUX CyIUH, SKi BU3HAYAIOTh TSKKICTh CTAHy IIPH
HapOJUKEHHI i MOXXYTh CIIPUYNHUTH cMepTh XBopux [10, 21].

Jlo nonatkoBUX O3HAK, SKi B CYKYIHOCTI 3 OCHOBHUMHU
JAI0Th 3MOTY Hi/ITBEPAUTI CUHAPOM AJTKWIIS, HaJIeKaTh:

— aHOMAJTi1 HUPOK — TilOIJIa3is, CTeHO3 PEHAJIbHUX apTe-
pili, HeTOBHA POTAIlid HUPKU, BiJICYTHICTH OJHIET HUPKHU
Ta MOJIBOEHHS Ce40BO/IB [2, 3, 15, 16]. Hacro B aiteit i3 cun-
IPOMOM AJIAKUJISI BUSIBJISIOTHCS TJIOMEPYJIOHEPPUT, iHTEp-
CTUIIATbHUN  HePUT,  TJIOMEPYJIOCKIepo3,  TyOyJo-
Ta He(hPOCKIEPO3, MEMOPAHO3HI TJIOMEPYJISIPHI BiJIKJIalaHHST
JininiB, npoidepaTHBHMIL TIIOMEPYIOHEDPUT i3 TPAaH3UTOP-
HUM KaHAJIBI[EBUM allM[030M, MOTiKiCTO3 HUPOK i CeUOKaM ‘sI-
Ha XBOp00a;

— BacKyJIonarii — aHoMaJIii Cy/InH TOJIOBHOTO MO3KY: aHe-
BPU3MU CY/IMH TOJIOBHOTO MO3KY, CTEHO3 BHYTPIiIIHbOi COHHOI
aprepii, a TaKOX aHOMAJii CYIUH YepeBHOI MOPOXKHUHU:
KOapKTallisl 4epeBHOI aOpTH, CTEHO3 HUPKOBUX apTepiil.
Backysionarii € npuuunnoio cmepti B 34% XBOPHX i3 cHIpO-
MoMm Anakus [10];

— YpaskeHHsI HepBOBOI cCTeMU — IIOMipHa PO3yMOBa Biji-
CTaJTCTh; BiICYTHICTh CYXOKMJIBHUX pedJIeKCiB, TIMOIIasisa
Mosoucroro Tisa (16%) [11].

BigcyTHiCTP CHMITOMOKOMILTEKCY, XapaKTepHOTO MIJI
CUH/IPOMY AJTaKWJIsL, € Ti/ICTABOIO JIJIsl TIPOBEIEHHS Ty HKITii-
Hoi Giorncii edinku. MophosoriaHuUMYU KPUTEPISIMI CHHPO-
MY € rinoliasisg BHyTPIilIHbOIIEYiHKOBUX KOBUHUX [IPOTOKIB,
3MEHIIEeHHs KibKOCTI ab0 BiICYTHICTD MiXKIOJTBKOBHUX JKOB-
YHUX MPOTOKIB, MepUIOpTATbHIN (Bhibpo3, AKUil 3 BiIKOM Mpo-
rpecye [2, 20]. Bugsnenna wmyramii renis JAGGED1
i NOTCH2 muisixoM MOJIEKYISIPHO-TEHETUIHOTO TOCJTiIKEH-
HsI JIa€ 3MOTY OCTAaTOUHO JiarHOCTYBATH JlaHe 3aXBOPIOBAHHSI.

€ nBa Bapiantu epebiry xsopobu. IIpu zezkomy Bapianti
CIIOCTEPITAETHCS 3MEHIIEHH KIIHIYHIX MTPOSIBIB XBOPOOH 110
KIHI[A TEpIIOTo POKY KUTTS MpU 30epeskeHHi GloXiMiuHUX
3MiH (IiBUIIEHHS aKTUBHOCTI TaMMaraytamijrpancdepasy,
ayxHOI ocdaraszu, xomecreprny i Tpancaminas). I1i mabopa-
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TOPHI BIAXWJIEHHS MOXKYTbh 30€piraTucs NpPOTATOM YCHOTO
JKUTTS, He Hopyliytoun foro gxicts. [Ipu masckomy Bapianti
XBOpoOa Ma€ Mporpecyiounii mepebir, TpuBaso 36epiraioThes
O3HAKM XOJIeCcTasy, JiTU BiZICTAlOTh Yy (hi3MUHOMY PO3BUTKY,
MAaloTh 03HAKHU JIebilUTy JKUPOPO3UNHHUX BiTaMiHiB, HeCTep-
mHUH cBepOisk miKipw i kcarntomu. L1i marosorivmi cramny 3Had-
HO MOPYUIYIOTD SIKICTb JKUTTSI XBOPOTO 1 IIPpU IPOTpecyBaHHi
3aXBOPIOBAHHS, MOSIBI YCKIATHEHD TTOTPEOYIOTh TTPOBEIEHHSI
TpaHcIVIaHTAaIlil nevinku [2].

[udepenttianbanii giarao3 cig TPOBOIUTH i3 3aXBOPIO-
BaHHSIMU, SIKi CYyIIPOBOIKYIOTHCSI 1103a- Ta BHYTPIilIHbOIIEYiH-
KOBHM XOJIECTa30M y AUTSYOMY Billi (aTpe3is Mmo3amnediHKo-
BHX JKOBUHUX ITPOTOKIB, KiCTa 3araJIbHOTO JKOBUHOTO TIPOTOKY,
371aBJIEHHSI JKOBYHOTO IPOTOKY, KaMEHi >KOBYHOTO HPOTOKY,
[Iporpecylounii ciMmeiiHuil BHyTpPillIHbOIIEUiHKOBUIL X0JIecTas,
NOOPOSIKICHUIT CiMEHMIT BHYTPITHBOIIEYIHKOBUI X0sIecTas,
MeTaboJTiuHi 3aXBOPIOBaHHS MIEYIHKH — MYKOBICI[U/103, XBO-
poba Tore, redinuT o-1 aHTUTPUTICHHY, TTIKOTEHO3H, TrajaK-
To3eMist, PpyKTO3eMis, THPO3NHEMIs, TIOPYIIEHHS JIiITiTHOTO
00MiHy, HeOHATaJIbHUIT TeMOXPOMaTo3, XBopoba Bosibrmana,
MepPOKCUCOMaIbHA HemocTaTHicTh (cuHapoM IlesbBelirepa),
Ji30COMaIbHI XBOPOOU HAKOIMYEHHs, iAionaTuuHmii HeoHa-
TaJBHUI TETATHUT, IEPUHATAIBHUN CKIEPO3YIOUNil XOJIAHTIT,
rinorepios Ta iu. [2, 3].

Eriomarorenetnyne JTiKyBaHHS CHHIPOMY AJIQKWUISA Bijl-
cytHe. OCHOBHUM HATIPSIMKOM Tepallii € 3MeHIIeHHsT [TPOsIBiB
X0JecTasy, a Takoxk MpodilaKTUKa YCKIaJHEeHb, SKi BeIyTh
110 hopMyBaHHSI IIMPO3y TNeduinku. BojHovac, oCHOBOIO Tepa-
1ii € KOpPeKIlis MOpyIIeHb TPABJICHHS 1| BCMOKTYBAaHHS KUPiB
Ta )KMPOPO3YMHHUX BiTaMiHIB, y 3B'43KYy 3 UMM PEKOMEHY-
I0Th JIiIKyBaJbHE XapuyBaHHsA 3 OOOB'S3KOBUM BMiCTOM
y pauioni noJsliHeHaCHMYEHUX JKUPHUX KUCJIOT Y IO€IHAHHI
3 OCHOBHUM XapuyBaHHAM. OCHOBOIO JIIKyBaHHS € BUKOPU-
CTaHHS TpernapatiB ypcogesokcuxosesoi kucaoru (YIXK),
Ky npusHadaioth y 031 20-30 mr/xr/moby. [Ipu po6piit
MIEPEHOCHMOCT] IIpernapaTy XBOpi Ha CHHAPOM AJaKus
MoxkyTh tipuiiMat Y/IXK mpotsirom yeboro skuttst [5]. st
3MEHINEHHsT CBePOIHHS MIKipU TPHU3HAYAIOTH XOJECTUPAMIH
y 11031 240 mr/Kr/n00y, po3aiseniii y 3 npuiloMu, MaKCUMaJIb-
HO — 8 1/1100y, a Takox pudamminuH y 103i 10 Mr/Kr, posi-
JieHiit Ha 2 npuitomu, MakcumaabHo — 600 mr/mno0y. 3 1ieo
METOI0 BUKOPUCTOBYIOTh aHTUTiCTAMiHHI TIpernaparu Ta Mic-
1IEBY Teparliio 3B0JIOXKYBATbHIMHU KPEMaMU.

[Tpu serkomy BapianTi mepebiry 3aXBOPIOBaHHS POTHO3
xopommii. Ilpu TssKKOMy BapianTi XBOpoOH (HOPMYIOTBCS
MATOJIOTIUHI CTaHU, SKi 3HMKYIOTb SKICTH JKUTTS XBOPOTO
i € TIoKa3aMu /10 POBeJICHHS TpaHcIIanTallil neuinku. [lepe-
cajika Medinky B miteil i3 cumapomom Anaxuis y 20—-50%
BHUIIQ/IKIB € PAIMKAJIbHUM MeToJ/loM JiKyBaHHs. [lani jiTepa-
TYpH CBiYaTh MPO BUCOKY e(peKTUBHICTh TpaHCILIAHTAIlii
MEYiHKK 1 BIZICYTHICTD PEIUANBIB 3aXBOPIOBAHHS OB HiX
mporsiroM 15 pokiB crioctepeskennst [2, 12].

Kainiunuii Bunagok. Jutuna Poman ., 2011 p.m.
(puc. 1), Bix apyroi nopmasipHOi BariTHOCTI (Tepiia Barit-
HICTh — 3/I0POBUI XJIOMMYWK ), HA 4-My THKHI MaTH TIepeHeca
rocTpe pecripatopHe 3axBopioBanus. [losoru isiosoriuni,
HapoauBest 3 Macoro Tima 3100 T, gosxkuHOW Tima 50 cM.
Jlo rpyaeii npukaagenuii y neputy 100y. Ha apyry no0y micus
HAPOJKEHHS B IUTUHU 3'SABUJIACH JKOBTYIIHICTD IKIipH, SKa
CYTIPOBOJ/UKYBAaCh HEBUCOKMMHU PIiBHAMHU 3arajbHOTO
Gimipy6iny i Oyna posminena gk (i3iosoriyHa SKOBTAHUIISA
HOBOHAPOJIKEHUX, HA TPETIO 100y MATH i3 AUTHHOIO BUIHCA-
Ha pozomy. Baxumuanis BIDK nposenena wa nepury p00y
SKUTTS. Y Billl IBOX THIKHIB aMOyJIaTOPHO OTJISTHYTHIT Te/iiaT-
POM i3 IIPUBO/LY IIPOJIOHTOBAHOI KOBTSIHUII, aXOJIIYHUX BUIIO-
poskHeHb. /1 yTOUHEHHS AiaTHO3Y TOCIIiTaTi30BaHUH Y Bifl-
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Puc. 2. Xnon4uk P., 4 pokn. 0611445 TPUKYTHOT (DOPMK 3 LLUMPOKIM
BUNYKNUM 40JI0M Ta FOCTPMM Nig6b0piaasam, rmmboko NocafKeHNMu
041Ma, CMIIOLLEEHNM HOCOM Ta LUMPOKUM MepeHiccam, KannoByxicTb

JIJIEHHST TIATOJIOTii HOBOHAPOJXKEHUX 1 HEOHOIIEHUX JiTei
obaacHoi gutsavoi gikapui M. Bina Ilepksa, ne 3HaX0AMBCA Ha
JIIKyBaHHI TIPOTSATOM TPHOX JIHIB. B yMoBax crarionapy mpo-
Be/IeHO 00CTE/KEHH | BUABJICHO: 3HUKCHHS PiBHS TeMOTI00i-
uy g0 90 r/m1, y GioxiMiuHOMY aHami3i KpOBi MiABUIICHHS
piBHa 6iaipy6iny mo 149,6-74,8 MxMoub/J1, ipsiMa (hpaKiiist
(30,6—47,6 mrmosb/n), AJIT 60 TU/l, nomosxkeHHS dacy
i TPUBAJIOCTI KPOBOTEUI, 3HUKEHHST TPOTPOMOIHOBOTO 1HIEK-
cy 10 54%. Y xnomumka BukiaodeHi TORCH-indexmuii Ta
BipyCHI rernaTuT. 3a JaHUMHU YJIBTPa3ByKOBOT'O JOC/I/PKEHHS
(Y3]1) opraniB 4epeBHOi MOPOXHWHU BUSBIEHO AnDy3HI
3MIHM TapeHXiMU TedYiHKM, 3a AAaHUMH eXokapaiorpadii
(ExoKI') — medext mixmuryHOukoBOi mepetnHku. /lutmHa
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Puc. 3. LLKipa B finfiHLi rOMIiNIKOBO-CTYNHEBUX CYro6iB 3i cnigamu
eKcKopiaLin
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Puc. 4. TIOOANHOKMA >OBYHWA NPOTOK Yy MNOPTanbHOMY TPaKTi
3 ecTpyKuieto enitenito. ImyHorictoximiyHa ekcnpecist CD CK-7 (umuTo-
KepatuHy-7). ImyHorictoximivna peakuis 3 CK-7. MikpodhoTorpadpis

Puc. 5. Tlovatok dhopMmyBaHHA nceBnofosboK. Dibpo3 Kancynu.
3abapsneHHs nikpodykcmHom 3a Ban—Ti3oHom. MikpodhoTorpadis
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KOHCYJIBTOBaHA BY3bKHUMU crieliiamictaMu (0 TagibMOIOToM,
OTOPUHOJIAPNHTOJIOTOM, TEeHETHKOM, Kap/ioJIoroMm).
3a pesysibraTaMu 0OCTEKEHHST BCTAHOBJEHO Aiarnos «Henos-
Ha aTpesis JKOBUOBMBIIHUX MUIAXiB. [eMoparidma XBopo6Ga
HOBOHAPOJKEHUX, Ti3Hs (opMa, TocTreMopariyHa aHemis.
Crurmu nusem6bpiorenesy. Tpucowmis o 18 xpomocomi. Bpo-
JoKeHa Bajia ceplist (leeKT MiKIIJIYHOYKOBOI MEPETHHKH ).
lmokcwuno-imeMiyHe ypaskeHHS I[€HTPAJIbHOI HEPBOBOI
cucTteMu. AHTIONATis CITKIBKH».

XJIOTMYMK OTPUMYBAB JIe3iHTOKCUKAITIHY, TeIaTOPOTEK-
TOPHY, aHTHOAKTEPIaIbHYy, TEMOCTATHYHY Teparlito, TpaHchy-
3110 cBiKOMOpOsKeHOi iasmu. [Tojanbiine o6CTeReHHs 1 JTiKy-
Banus npoxoquB y H/ICJI «OXMATAUT». Beranosieno
miarnos «Bpomskena Baga po3BuTKy: GimiapHa aTpesis, HeKo-
purosanuii tu; anemia I crynens, koaryJonaris, TOKCUYHII
renatuT. Bigkpure oBanbHe BikHO. Bpospkenuit pakpiormc-
TUT>. Pesyibratu obCTesKeHHs: TeMoraobin — 84—75 1/,
saranpHuil Gimipy6in — 104—145,3 MKMOJb/JI, 32 PaxyHOK
npsimoi dpaxiii (82,3—118,5 mxmosns/n), AJIT — 1o 4 Hopw,
ACT — 5o 6 Hopm, srysxHa ocdaraza — 1,5 Hopmu. 3a gaHu-
Mmu Y 3]1 opraHis uepeBHOT TOPOKHUHI BUSIBJIEHO 301/IbIITEH-
Hsl PO3MIpiB reuinku, AudysHi 3MiHU MapeHXiMU TTeYiHKH.
XJTOTTYUK TTOBTOPHO KOHCYJIBTOBAHHUI T€HETHKOM: TPUCOMIs
mo 18 xpomocomi He miaTBep/KeHa. /le3inToKcHKaIliiiiHa,
TeraToOTPOITHA, ITPOTH3AATbHA TEPAIis CHpPUsIa TOTIMIIeH-
HIO cTany auTuHu. Y Bepecti 2011 p. XJTOIUNK KOHCYJIBTOBA-
wuit y 1Y <«Iactutyt Xipyprii Ta TpaHCILUIAHTOJIOTII iMeHi
0.0. [IlamimMoBay, jie BCTAHOBJIEHO JiarHo3 «Bpomkena Baia
posButky. bimiapna arpesig. Bimiapuuii 1mupos medinkm.
3mimana KoBTSHUIST». PexomengoBano npuitom Y/[XK 3a
CXEeMOIO Ta TPAHCIJIAHTAILIIO TTeYiHKU BiJl JKMBOTO POJAMHHOTO
JoHopa. Maru BiiMoBUIIaCh BiJf IPOBEAECHHS TPaHCILIAHTaLil
nevyinku. XJIOMYUK amMOyJaTOpHO MOCTIHHO TpuiiMaB
ypcodanbk, KypcaMy — FeNTpaJl, XOJTeCTHPaMiH.

¥ 2015 p. y Biti 4 pokiB auTiHA rocritaiizoBana B IleHTp
mutstaoi renatosorii 1Y «IITAT HAMH Ykpainu» 3i ckapra-
MU Ha TIOCTIiHY JKOBTYIIHICTD i cBepOIK MIKIPH, SIKUii [OCH-
JIIOBaBCA BHOUI, 3 BificTaBaHHAM Y (hisuaHOMY po3BUTKY. [Ipn
OIS/l BUSIBJICHO O3HAKU CTUTM AU3eMOPIOreHesy: o6 mddst
TPUKYTHOI (pOPMU 3 TMUPOKUM BUIYKIUM YOJIOM i TOCTPUM
migGopinsaM, TIMOOKO TTOCAIKEHUMN OYMMa, CILIONEHUM
HOCOM Ta HIMPOKHUM TIepeHiccsM, KallJoByXicTh (puc. 2).
Maca riza — 15,5 kr, 3pict — 91 em. Dizuynuii po3BUTOK BijI-
noBiziae Biky aBopiuHoi aiutnnu. [IkipHi mOKkpuBM iKTepuyHi,
HIKipa Ha JIOTHK cyXa, orpyOija B JISHI[ TOMIJIKOBO-CTYITHE-
BUX 1 TIPOMEHEBO-3aIT ICTHUX CYTJIO0IB 31 CJIIaMu eKCKopia-
uiit (puc. 3). [lomipHo BupasHa naapMapHa epuTeMa, TeleaH-
rioexTasii B 1iJITHIN BYIIHUX PAKOBUH, KCAHTOMU I1i/l IIPAaBUM
OKOM, Y TiJISHIN JKTiB i ByITHUX PAaKOBUH, BUPa3Ha CyINHHA
ciTKa Ha TepeHiil YepeBHii CTiHIl, AedopMallis HirTbOBUX
TIJIACTUHOK 110 THITY TOJMHHUKOBUX CKeJlellb. BuamMi cim3osi
6J1i10-poKeBi, TYOU SICKpaBO YEPBOHI, CKJIEPH IKTEpUYHi.
[Tatosorist 3 60Ky IMXATLHOT CHCTEMI He BUSBIEHA, BUCTYXO0-
BYBaBCs IPyOUil CCTOJIYHUIT 1ITyM Ha BepXiBiii cepiis. Kusit
36imprennii B 06'eMi 3a paxyHOK TemmaToCIIeHOMeTadii,
MeTeopu3My, M'SKUH, NOCTYmHUi ramboKiil maibnaiii, He
6omounit. Tledinka nepkyropro (1o KypsioBy) mepeswuirye
BiKOBi HOpMU (TI0 TIpaBiil cepeHbO KITIOUIYHIH JiHii — 16 cm
(HOopMa 6 cm), cepeHHiiT — 12 ¢m (HOpMa 5 ¢M) i JIiBiit Kociit —
10 cMm (Hopma 4 cm). TambmaTopHo Kpait medinku 6e360Jric-
HUH, PIBHUN, MLJIbHO-eJACTUYHOI KoHcHcTeHIlii. Cese3inka
361IbIIIeHa, 3HAXOMUTHCSA Ha PIiBHI TYIKA, NJIBHOI KOHCHU-
cTeHIil, Kpali piBHUH, MOBepXHs TaaKa, He 6oaoda. Mixypo-
Bi CUMTIITOMW HeraTuBHi. Bimfinu TOBCTOTO KUIIEYHUKY
JIOCTYIIHI rimboKiil manbnaiii, He 6oJIOUi. Jliypes nocratiii,
ceya TeMHa. BurnoposkHeHHs1 peryssphi, odopmieHi, 6e3
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MaTOJIOTTYHKUX JOMIIIOK, TIEPIOIMYHO CBITI0-KOBTOTO 3abap-
BaenHs. [Tepudepuuni HAOPAKU BiJICYTHI.

3a pesyJsbraTaMu 00CTeKEHHST BUSIBJIEHO: IIiIBUIIIEHHST
piBHs 6imipy6iny Kposi (94 MKMOJb/JT) MEPEBAKHO 3a
paxyHok upsimoi dpakiii (npsmuit — 56,0 MKMOJIb/1T),
ayxuoi ¢docdarasu B kposi — 1340U/1 (wopma —
<644U/1), ITT — 91,8 U/l (nopma — <23 U/L)), AJIT —
167 On/n, ACT — 140 On/n. Bupassi 3minn Jimigorpamu:
rirlepxosiecTepuneMisi (3arajbHuil Xosectepun — 9,44
(Hopma — 110 5,7 MMOJIb /1), JIMOTIPOTEI TN BUCOKOI MIiTHHO-
cti — 0,45 (Hopma — 0,78—1,81 Mmmoutb /1), TpUTITiEPUIT —
4,10 (mopma — 2,28 MMOJIb/J), JTIMONPOTEIAN HU3BKOL
mispHoCcTi — 7,13 (nopma — 0,81—-4,4 mmourb /i), sinornpo-
Teiam myxe HU3bKOI migbHOcTi — 1,86 (Hopma — 1o
1,04 mmomb /1)), infexc ateporenHocti — 10 19,9 (nopma —
2,86-4,46), ninBuiieHHd piBHA JKOBYHUX KHUCJIOT —
354 mol/l (nopma — 10 8,0 mol/l). OzHaku nopymieHHs
remocTady BincyTHi. Ha ¥ 3/l opraniB 4epeBHOI TOPOKHUHA
BUABJEHI O3HAKU aHOMasill PO3BUTKY >KOBUYOBUBIJIHUX
HIIAXiB, AU@Y3HUX 3MiH HMapeHXIMU Ie4YiHKH, [epUuIop-
TajibHi (hiOpO3HI 3MiHM; MOpTaNbHA TilIEPTEH3id; Tenaro-
crrenomeradtist (IT3P mpasoi moai — 99 mm (+20 mm), TOB-
rHa JiBOI oyt — 51 MM; cestesinka — B po3mipax 124x52 MM
(nopma — 65*35 mm)); riMdagenonariio.

[lutuHa KoHCyJIBTOBaHA KapaiosoroM: 3a qaHumMu ExoKI’
BCTAHOBJIEHO HEBEJNKUII CTEHO3 JIiBOI T'iJIKM JlereHeBoi apTe-
pii. XJTOomUMK KOHCYIBTOBAHUN O(PTATBMOTIOTOM: BiIKIa[aH-
He IIrMEHTY Ha CITKiBIL, OYHE JIHO II0 TUILY <IIAPKETHOIO».
ITposenero penrreHorpacdito xpedTa: MATOJOTIYHUX 3MiH
3i cToponn xpebrTa i MiKXpeOUeBUX UCKIB HE BUSIBJIEHO.
[Tposeaeno myHKIiiHy 6i0NCio nevinKy.

3a pesyJbraTaMi TiCTOJOTIYHOTO IOCTIKeH s GiomTary
nevinku: JiMmbonuTapua indiabrpallis Mmoo uHOKUMU KJIiTH-
HaMU. Y TillOTUIa30BAHOMY MOPTAJIbHOMY TPaKTi — Tporide-
paiisi Gi6Gpobmactis, 3 MOOAMHOKUMY JiM(POIUTAMU, BOTHU-
Ima Tinomnasii, BiICyTHICTh KOBYHUX MPOTOKIB. 3MEHIIEHHS
KIJIBKOCTI TOPTa/IbHUX TPaKTiB. [lopTanbHuii i mepunopraib-
HUit (Hi6Po3, 3 (hOPMYBaHHIM TIOPTO-MIOPTATBHUX TOPTO-TI€H-
TpasbHux cent. I[louarok QopmyBaHHs TICEBIO/0OTBOK.
®Di6pos karncysm (puc. 5). Mopdosoriuna KapTiHA XapakTep-
Ha /U CUHAPOMY AJIa)kuis 3 TillOIUIasi€lo IopTaJbHUX
TPAKTIB i JKOBYHMUX MPOTOKIB, & TAKOXK MOYATKOM (hOPMYyBaH-
HsI TICEBIOJI0JIbOK (1IMPO3 TeuiHku). [Haexc ricToJsoriynol
aktusnocti mo Knodell — 0-1 6ax. Crazis $i6posy
o METAVIRF3 — F (puc. 4).

JluTHa KOHCYJIBTOBaHA TEHETHKOM, BCTAHOBJICHO /IIarHO3
«Cungapom Anaxumias 3 ayTOCOMHO-JOMIHAHTHUM THIIOM
yCHaaKyBaHHS». Y ciM'l 3iIICHEHO MeIMKO-TeHeTHYHe KOH-
cynbTyBaHHA.  MoOJIeKyJIIpHO-TEHeTUYHe  J[OCJIi/[KeHHS
He TIPOBOIMJIOCH Y€Pe3 BiZAMOBY GaTbKiB.

3akmounuii giarnos «Cungapom Amaxuist (ctais hibpo-
3y mo METAVIR >F3). Crienomeradisi. Esodarir. Bincra-
BaHHA Yy (Di3UYHOMY PO3BUTKY>.

XBopwuit orpumysas Jgikysanus Y/XK y nosi 20 mr/xr,
XOJIeCTUPaMiH, JKHPOPO3YNHHI BiTaMiaM, BiTamin K, mpemapa-
TU KaJibllito. Buncanuii y 3a/10BiJibHOMY CTaHi i3 peKkoMeH 1a-
migmu, Aki Briovyasn npuiiom npenapartis YAXK y mosi
20 mr/kr octilino, BitaminiB A, /I, E, K, mpenaparis kasbItito
y BIKOBUX /1032X, a TaKOK XOJIeCTUPAMiHy IPU MOCHJIEHHI
cBepbinHsa. PexoMeHIOBaHO MPOBEICHHS IEHCUTOMETPIi
B aMOyJIATOPHUX YMOBaX.

BucHoBku

TakuM 4nHOM, CUHIPOM AJIAKNJIS — 1€ 3aXBOPIOBAHHS,
JIarHOCTUKA Ta JIKYBaHHS SKOTO MOTPEOYE MYJIBTUAMUCIIN-
IUTIHAPHOTO TAXO/Y, 10 aCTh 3MOTY CBOEYACHO BIIMBATH
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Ha TIPOTHO3 JKUTTS AUTUHU. [0 KOMIUTEKCY AiarHOCTUYHUX
3aX0/liB, OKPIM JTaOOPATOPHUX TECTIB AJIS OIHKHU (hYHKITIO-
HAJBHOTO cTaHy nedinku, ¥ 3/] Ta Mopdosoriunoro poci-
JUKEHHsI GIONTaTiB MeYiHKK, HEOOXIIHO BKJIFOUYATH PeTesbHE
00CTEeKEHHS CEPIEBO-CYANHHOI cucTeMu, (HYHKII HUPOK,
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MIIMIYHKOBOI 3a71031, oueil. 715 miATBep/yKeHHS 1iarHo3y
CJII TPOBOIUTH PEHTTEHOJIOTIUHE JOCHIKeHHsT XpelrTa,
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CuHgpom Anaxuns Kak NnpuydMHa xoneTasa y AeTeil paHHero Bo3pacTta (KJIMHUYecKuii cnyyai)

B.C. bepesetko, K.3. Muxaiintok, M.B. fbi6a, E.M. Tkannk

'Y «MHCTUTYT NnegmaTtpumn, akywepcTtea n ruHekonorum HAMH YkpauHbl», 1. Kues, YkpanHa

MpeacTasnenbl AaHHbIe NUTEpaTypbl U COGCTBEHHOE KNMHNYECKOE HAOMIOLEHNE CUHAPOMA Anaxuns y pe6eHka [OLWKOIbHOro Bo3pacta. [JaHHbIA CUHAPOM
COMPOBOX/JAETCA XPOHNYECKUM BHYTPUMEYEHOYHBIM XONECTa30M, XapakTepHbIMU AM3MOPUAMU NULA, BPOXKAEHHBIMU NOPOKaMu CepAeYHO-COCYANCTON
CUCTEMbI, UI3MEHEHWSIMI CKENeTa 1 ras, a TaKKe HaN4nem XapakTepHbIX FMCTONOrMYeCcKUX KpUTeprueB Mopconornieckoro UCcneaoBaHus 6uonTara neye-
HU, N NOATBEPKAAETCA MONEKYNSAPHO-TEHETUYECKUM uccneaoBaHnem mytaumm reHa JAGGEDT unn NOTCH2. PaccMoTpeHbl AMarHoOCTUHECKMEe acneKTbl AaH-
HOIA maTonorny.

Kntoyesblie €noBa: CMHAPOM 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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