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Pe3rome

Cunopom Anadxcuns — CuHOpoM 3MEHUWEHHS YUCTA MIJCOOTbOGUX JHCOGUHUX NPOMOKIE abo apmepioneyinkoea OUcnaasis.
Tenemuune mymomucucmemme aymocomHo-00MiHAUMHe NOPYUEHHL 3 OYIce 8apiadenbHUMU NPOSABAMU, NEPEBANCHUM YPAICCHHAM
newinKu, cepysl, PO36UMKOM TUYEGUX, CKeNeMHUX MA THULUX AHOMATI.

Mema. Onpayiosants iHpopmayitiHux Odxicepen ma anauiz 61acHo20 00C8idy 3 0aHOi Namoao2ii 01 HAOAHHS CYUACHUX
3HAHbL NPo cunopom Anadicuns. Bnpoeadicents nogux diaenocmuyHux ma aiKy8aibHux Memooie 36axcaiodu Ha neoOXioHicnms
i BANCIUBICTIND CUCMEMHO20 MYTbMUOUCYUNTITHAPHO20 NIOX00Y 00 8€0eHHs NAYIEHMIB 3 CUHOPOMOM Anadcus.

Ilamozenes. Cunopom Anadxcuns, abo Yomcona-Miniepa, € piokichum posnadom, cnpuuunenuii mymayieio 2ena Jaggedl
(JAG1) — AGS muny 1, a 6 2 % eunaoxisé cena NOTCH2 — AGS muny 2, 3 aymocomno-0ominanmnum munom yCnaoxkyeaHms..
Mymayii eena JAGL abo NOTCH2 surauxaiomo degpexm mopghoeenesy jcogunux npomox i ROpyuLeHHst aneioeenesy, a makodic
anomanii ckenenty, ouell, cepyeso-cyOuHHOI cucmemut, HUPOK.

Hiaznocmuka. Bpaxosyouu, wo cundpom Anadcuis npoasiacmvcs no pisHomy, il Modice Oymu nepeunHo 3anioo3peHum
y PI3HUX BIKOBUX 2pYNax, a 3a 6apiabeibHiCmio CUMRIMOMIB — 8UsGIeHUll Y 0Y0b-5K020 NiKaps cneyianicma — HeoHamonoad,
nediampa, okynicma, xipypea 4u kapoionoea ma in. /[o 0CHOBHUX 0ia2HOCMUYHUX KpUmepiie MO#CHA CMIIUBO 8IOHOCUMU
Hacamneped namonoeito nevinku, y 75-100 % eunaokis ye cinonnasis Hco8uUHUX WLIAXIE, BIOCYMHICMb IHMPALOOYIAPHOT
HCOBUHOI NPOMOKU, WO KAIHIYHO NPOABIAEMbCA 3HAYHUM CIMIKUM X0lecma3om. [lo Hacmynnoi cmitikoi 03HaKu CUHOPOMY
Anasxcuns Hanescums KOMOIHAYisA Xonecmasy 3 namono2icio cepyedo-cyounnoi cucmem y 85-95 %. Hativacmiwe ye cmernos
nepughepuunoi necenesoi apmepii abo deghexm MidCuLLYHOUKOBOI nepecopooku, oegexm mixcnepedcepOHoi nepecopooxu,
mempada Panno, ampesis neceni, mowjo. /Jo Haubibw XapaKmepHux 03HAK CUHOPOMY MAKOIC MONCHA BIOHECIU NAMONOSIUHI
3miHu ckenemy, wo 3ycmpiuaiomocsi 6i0 33-80 % xeopux dimeit. Ilpucymni xpebyi <memenuxu», HeNOGHOYIHHO CHOPMOBaHi
xpebuyi, spowenns xpebyis, Spina Bifida. ¥V epyni cunopomy Anasxcuns 3 wacmomoio 20-70 %, 3a danumu pisnux osceper,
diaeHOCMoB8ano namono2ilo cevo8udiibHoOi cucmemu, ye — AHOMAis cev0800i8, MIXYPHO-MUCKOBI pO31AOU, HUPKOBUL
myo6ynsaprutl ayudos ma in. Y 55-75 % nayienmie 3 cunopomom Anaxcuis npucymui ouni 3MiHU — NieMeHMHA pemuHOnamis,
KYmogi cyOunu cimkieku, 3a0Hiti emopiomokcon, onmuuni opyzu. Anomanii cyoun y 15-35 % xeopux — anespuzmu cyoun
2071086H020 MO3KY, CMEHO3 HYMPIUHbOI COHHOT apmepil, xeopoba Mosi-most, @ makoic AaHOMALii CyOUH 4epe8Hoi NOPONCHUHU.
Koapxkmayis yepeenoi aopmu, cmeno3 Hupkogux apmepii. OOnak 00 npakmuiyHo nAmo2HOMOHIYHUX O3HAK CUHOPOMY
Anaxcuns Harexcams xapaxmephi pucu oonuuus —y 710-95 % nayienmis giomivacmscs wupoke 400, 21ubOOKO NOCA0NCeHi
0uyi, ckouleHi 0020pu OUHI WINUHU, BUCMYNAIOYT 8YXA, NPAMUU HIC 3 YUOVIUHUM KIHUUKOM, 3a20cmpene niobopioos 3 eghexmom
MPUKYMHO20 00IUYYS.

Kniniuni nposeu. ¥V 80-100 % nayicumie 3 cunopomom Anadcuns nepuium MaHipecmyiouum KiiHIYHUM NPOSGOM €
NaAmono2isi NewinkKu y 0ysice PisHOMAHIMHUX NPOSEAX. Y HOBOHAPOOICEHUX MA NAYIEHMIE PAHHBO2O GIKY GIH NPOABIAEMbCS
XOnecmasom 3 KAIHIYHOI KAPMUHOI Oydce cX0xco1o Ha biniapny ampesiio. JKosemanuys 3'a6niemoca na 2-3 000y scummsi,
mobmo 6 36uuaiini Oas Qizionoeiunoi scosmanuyi cmpoxu. [pubausno y 213 docriodcysanux namu nayicnmie mas micye
KCGIMIULL NPOMINCOK» — 3MEHULEHHS IHMEHCUGHOCME HCOSMAHUYIL 00 Kinys 1-2 mudichs Jcumms 3 HaCMYnHUM ROCMYNOGUM iT
30LIbUWEHHAM | NOSBOIO 3€]IeHY8aM020 I0MIHKY 00 Kinysa 1 micays. Axonis 6unoposicHers € Hatbinbul paAHHIM MAa ROCMIUHUM
KJTHIYHUM CUMNMOMOM X80p0oOU. XapakmepHum € 8i0CYMHICMb 2enamome2aiii npu HapoOHCeHHI 3 HACMYNHUM 30I1bULEeHHAM
PO3MIPIB NeUiHKU ma sMIHAMU i1 KoHcucmenyii 610 enacmuyHoi 00 WilbHOI npomscom nepuiux 2-x micayie scummsi. [lpubnusno
Ha 1 micayi scumms MONCIUBUM € PO3GUMOK 2eMopaziuno2o cunopomy (Kposomeua i3 ciuzosux obononox LLIKT, nynkosoi
Ppanku, 6Hympiuibouepenti KpogosuIusu), wo ooymosieni oediyumom eimamin K-3anedxcnux gaxmopie zcopmanms Kpoei
6 pe3yrbmami nopyulenns npoyecie ecmokmyeanns gimaminy Ky kuweunuxy, wo mu cnocmepieanu y 3 nayicumie. o
w’samupiunoeo 6ixy y 15-30 % oimeil 3 cunopomom Anasxcuis 3axX60pHOEAHHI MOJCE PI3KO NPO2PeCy8amu 3 HapOCMaHHAM
NeyiHK0B8oI HedoCmamuocmi, NOpManbHoI 2inepmen3sii.

Jdikyeannsn. Ocnosnum 3a80aHHAM JIKY8AUHA Y OUMUHU 3 CUHOPOMOM Anadicus € 60pomvda 3 Xonecmaszom, ma 3MeHueH s
BUCHAIICIUBUX NPOAGIE 3y0Y. Bukopucmosgyecmucs ypcode3okcuxonesa KUCIOMA, XONeCMUpamin, pugamniyun, oHOaHCEempoH,
Hanmpexcon ma in. A6comomno peseasyitinum 6yn0 6KI0UeH s 8 Mepanito cuHOpomy Anasicuis npenapamy mapiiokcioam,
0is AK020 OaA3YEMbCA HA OOCHIOHCEHHT PONi TH2IOIMOPI6 MPAHCNOPMEPIB HCOBYHUX CONEll Y ePXHIX 6i00inax KIy0O080I KUWKU.
Heobxionicme mpancnianmayii neuinku sk npasuio UHUKAE Y YACMUHU NAYIEHMIE 3 CUHOPOMOM ANAnCuiist, o YCKIAOHUBCA
MepMIHAILHOI0 CMAJIEI NEYIHKOB8OI HedOCMamHoCmi, 6axcKoi nopmanvroi einepmensii. OOHI€ 3 NPUYUH MPAHCHAAHMAYTT
npu CUHOPOMY ANAdCUNLA MAKONC € PO3BUTNOK 2eNAMOYeNONAPHOT KAPYUHOMU. 34 HAUWUM CROCTNEPENHCEHHAM A OAHUMU THUUX

65



HEOHATOJOrIA, XIPYPTISi TA NEPUHATANBHA MEAULUHA
NEONATOLOGY, SURGERY AND PERINATAL MEDICINE

T. X1V, Ne 4(54), 2024

voL. Xiv, Ne 4(54), 2024 KEY TITLE: NEONATOLOGIA, HIRURGIA TA PERINATAL'NA MEDICINA (ONLINE)

ABBREVIATED KEY TITLE: NEONATOL. HiR. PERINAT. MED. (ONLINE)
ISSN 2226-1230 (PRINT) ISSN 2413-4260 (ONLINE)
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Anasicuns ne peyuousye 6 mpancniaHmaHmi.
Bucnoeku.

1. Cunapom Anaxuis — pifikicHe HeGe3meuHe [UIsl JKUTTS ayTOCOMHO-OMIHAHTHE 3aXBOPIOBAHHSI, 1[0 3yMOBIIIOE TiMOIJIa3ito

JKOBUHHMX IUISIXIB Ta 3HAYHE XOJECTATHYHE YPpaKECHHA MEYiHKH.

2. TpaHCIIaHTALlsl IEYiHKY K METOJ] PaJUKaIbHOIO JIKyBaHHS CHHAPOMY AJIQXKUIIsi IOBUHHA PO3IVIAAATHCH 10 TIEPioy He3BO-
POTHIX 3MiH 3 ypaxyBaHHsM 30epexeHHs (i3nIHOro i pO3yMOBOIO PO3BUTKY JUTHHH.

3. TlpakTu4HO BCi AiTH 3 CHHAPOMOM AJa)XHJIsl MAaIOTh CYITyTHI BPO/KEHI Baju cepiist abo aHomatii MoO3KoBHX apTepiii. Tomy
BCTaHOBJICHHUH IiarHO3 CHHAPOMY AJI@XKHJIS € IOKA30M [0 PETETBHOT0 0OCTEKEHHSI CEPIIeBO-CYANHHOT CHCTeMH. JlOIiIbHO BUKOHATH
moHaitMeHIe exokapaiorpadidne odcrexxentst Ta MPT rojoBHOTO MO3KYy.

Knrwuoegi cnosa: cunopom Anadicuns; oumuna; xonecmas, mpancnianmayis nedinKu.

BeTtyn

Cungpom Anaxuist (CA) —11e CHHAPOM, 0OMOBJIEHHI
3MEHIICHHSIM KiJIbKOCTI MIX/IOJIbOBHX YKOBYHHUX IPOTO-
KiB ab0 apTepiorneuiHkoBa JucIuIasis. [eHeTHYHEe MYJIb-
THUCHCTEMHE ayTOCOMHO-OMIHaHTHE TIOPYIICHHS 3 JyXe
BapiaOebHUMU MPOSIBAMH, NEPEBAKHUM YPAXKESHHSIM I1e-
YiHKH, CEpIlsl, PO3BUTKOM JIUIICBHUX, CKEJICTHUX Ta 1HIIHX
anomauiii [1,2], mae craryc opdannoro 3axsoproBanss. CA
a0o0 cuHpoM YOTCOHA-AJIaXKuIIsl, 3yCTPIYaeThCs 3 4acTo-
toto 1 Bunagox Ha 30000-50000 >xMBOHAPOKEHHX JTITEH.
3a naHnuMu €BPOIICHCHKOTO pericTpy TpaHCIUTaHTalLl 1e-
YiHKH, Y CTPYKTYp1 3aXBOPIOBaHb, IIPH SKUX TIPOBOAMIACH
TpaHCIIIaHTAllisl IEYiHKH, POBIIHE Micle 3aiMalOTh XO-
JecTaTHUHi 3aXBOPIOBAHHA. IX uacTka ckiagae 10 75 %
y miteit 10 2 pokiB i 1o 43 % y aiteit qo 15 pokis [3].
[lepeBaXkHO I1e Malli€HTH, AKI MAIOTh OLTIapHY aTpesiio,
nedinut Al antuTpuncuny, xBopo0Oy baiinepa, a Takox,
CA. Tlpu neranpHOMY aHali31 apTepionediHKoBa JUCIUIasis
mipu CA € CKJIaJIHUM KOMIUIEKCOM aTOJIOTIYHUX [TPOIIECIB,
KOTp1 Y BUIIAJIKY IBUAKOTO IIPOTPECYBaHHS BUPILIYOTHCS
HIISIXOM TpaHCIUIanTanii nevinky. Kiiro4oBuM naroreHe-
THYHUM MexaHi3MoM pu CA € mopyIieHHs: MOp(horeHe3y
YKOBYHHUX IPOIIECIB 1 CHHTE3Y OUIKIB, 1110 3aJlisIHI y TpaH-
criopTHiii cxemi [4].

MeTa po60oTu. OnpairoBanHs iHPOPMAIIHHUX JIKe-
per Ta aHaji3 BIACHOTO JOCBIAYy 3 JaHOI MaTOJOTii A
HaJaHHA cydacHHX 3HaHb 3 CA. BrpoBamkeHHs HOBHX
MIaTHOCTUYHUX Ta JIKYBaJIbHUX METOAIB, 3BKAIOYH Ha
HEOOXITHICTH 1 BAKIUBICTh CHCTEMHOTO MYIBTHANCIIN-
TUTIHAPHOTO i IXO/Y /10 Be/ICHHS MAIlI€HTIB i3 CHHAPOMOM
Anaxxus.

IcTopuyHmnn ekckypc. vV 1969 p. Jlaniens Ama-
b (paHIly3bKUi TIeiaTp-renarosor) Ta Horo Kojaeru
omyOIiKyBaln JOCTIAHUIBKY CTATTIO, ¥ AKIiH JOKJIaTHO
OMHCaHI XapaKTEPUCTUKU CHHJPOMY, IKUI BiH Ha3BaB
KCHHJPOMOM HeCTadi JKOBYHUX MPOoTOoK» [5]. V mocmin-
HUIBKi# CTATTI MpOaHai3oBaHo 25 miTel 3 «CHHIPOMOM
HECTaul KOBUHHUX MIPOTOKY», y SIKUX HA TOJAATOK JIO JIUC-
¢yHKIi1 neuiHKy, OyTu BUSABJICHI CHICU(IYHI TOPYIIICHHS
¢ynKmii. OkpiM TOTO, y pi3HUX MO Ba)KKOCTI MATOJIOT14-
HHX TIporecax OyId 3a1isiHi HUPKH, cepIie, BiaMidaIncs
AHATOMIYHI 3MiHH 00MM9Ys Ta xpebra. Bnepme Oyna
BHCJIOBJICHA TyMKa, III0 TaKa KOMOiHAIIisI TTATOJIOT1# MOke
OyTH cpuurHeHa ojHieto erionorieio [5]. CykynHicTh
O3HAK HA3BAJIM CHHAPOMOM AJIaKUJIIsl — 33 aBTOPOM, KU
ftoro Boepmie onucaB y 1969 pomi. ¥V 1973 p. Yorconom
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i Minnepom Oyiu onucaHi CHHAPOMaJIbHI 3MiHH 3 OOKY
CepUEeBO-CYIMHHOI cUCTeMH. 30Kpema, Oyio onucano 9
BMIIAJIKiB HEOHATAJIBHOI XBOPOOHU MEUYiHKU Ta CTEHO3Y
JIEreHeBOi apTepii y HEMOBIISAT Ta BUCIIOBIICHO TiIOTE3y
CiIMEHHOTr0 ycraaKyBaHHS IIbOr0 HOBOTO CHHIpOMY [6].
VY 1975 p. 1. Anaxunp Ta HOTO KOJICTH MOMITHIIH, 11O
y rocmitanizoBanux 15 3 30 pireil i3 XxpoHiYHNM XoJecTa-
30M, CHPUYMHEHUM TiIOIIa31€10 POTOK MEYiHKH, TAKOK
OyJ10 1iarHOCTOBaHO KOMOIHALliI0 XapaKTepHUX PUC 00-
JIMYYs, BaJ¥ PO3BUTKY YT XpeOuiB y GpopMi MeTenuka,
CepleBl IIyMH Ta 3aTPUMKY (i3NIHOTO, PO3YMOBOTO Ta
CTATeBOro po3BUTKY [7]. Y3aranbHIO0OUM OTPUMaHI JIaHi,
CYKYIHICTb 3a3HaUCHHX MaTOJIOTiH OyJI0 BU3HAUCHO SIK
CA. CrocTepexeHHs, 3aJJ0KyMEHTOBaHI HAYKOBISIMH,
CIIOHYKaJIH JI0 JOCJIiJKEHHS crioco0y yenaakyBanHs CA,
KWW 3apa3 BCTAHOBJICHO SIK Ay TOCOMHO-IOMIHAHTHUH
THII yCIIa/IKyBaHHsI, HE3BXKal0YH Ha Bapiallii IposiBy XBO-
pobu. Y 1986 p. bephe Ta #ioro koJyieru 3a10KyMEHTYBaJId
nenenito 20-i XxpoMOCOMHU y HEMOBJISITH K1HOYOT cTaTi
3 apTepianbHO-TIeuiHKOBOIO auciiasiero [8]. ¥V 1994 ta
1997 pp., maiixe yepes 30 pokiB miciist nepmux myoika-
Ii#, 110 ONUCYIOTh CHHAPOM AJIaXKMJIsl, KIJIbKa FeHeTHY-
HUX JIOCJIITHUIBKUX TPYI HE3aJIS)KHO OJIMH BiJl OJHOTO,
ineHTH(iKyBaiu naToreuHi Bapiamii B reai JAGGED1
(JAGI) 3 BUKOpUCTAHHSIM METOJIiB TOUHOT'O KapTyBaHHS
qutst 20-1 xpomocomu y martienTtis i3 CA [9,10]. V 2000-x
pOKax JOCIIJHUKH TAKOX 1IeHTU(IKyBaIHu BapiaHTH
rera NOTCH2 y HeBenukoi KiJIbKOCTI mamieHTiB i3 CA.
Pazom renetrui Bapianii JAGL (94 %-96 %) i NOTCH2
(1 %-2 %) cknapgarots npubauzno 97 % Bumajakis
CA [11,12].

MatoreHes. Cunapom Anaxumns abo CHHIPOM
Yorcona-Misuiepa, BBAXKAETHCS PIAKICHUM PO3JIaioM,
cnpuunHeHuM MmyTatiero rena Jaggedl (JAGL) — AGS
tuiy 1, a B 2 % Bunanki rera NOTCH2 — AGS Ttumy 2,
3 ayTOCOMHO-/IOMIHAaHTHUM THIIOM YCTIaJIKyBaHHs. MyTarii
rera JAGL a6o NOTCH2 BukinkaroTh ae(ekt mopdore-
He3y KOBYHHUX MPOTOKIB i MOPYILEHHS aHriOreHesy, a Ta-
KOK aHOMaJTI1 CKEJICTY, OUeH, CepleBO-CyIUHHOI CHCTEMHU
ta HUpoK [13]. baussko 40 % namieHTiB yCIaaKoBYIOTh
MyTaito Bix 6atekiB. Y 60 % myrarii BinOyBaroTscs de
Novo. Y 6arbKiB HOCITB MyTallil IIAHC TIepeaaTH ix IiTIM
ckiazgae 50 %. [lepBuHHI 03HAKK Y HOBOHAPOIDKEHHUX Ta
JUTEil paHHBOTO BIKY MPOSIBIISIOTHCS BUPAKECHUM X0JIECTa-
30M y KOMOIHAIIIT 3 BPO/KECHOO BaJ0K0 CEPIls Ta IHITMMU
cynytHiMu Bagamu [14]. CA BUKIHKAETHCS MYTAIliERO
B reHi JAGL a6o NOTCH2, xoxeH 3 SIKHX BUPOOJISIE
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TpaHcMeMOpaHHi OiKH, sIKi OepyTh y4acTb y CUTHAIb-
Homy nursixy notch. Myrartis rena JAGL (JAGGED)
(94-99 %), posramoBanoro ua 20-it xpomocomi, abo rena
NOTCH2 (1-4 %), po3TanioBaHoro Ha KOPOTKOMY IUIeUi
1-i xpomocomu. I'er NOTCH2 koxye 6imok notch, ren
JAG1 xonye 6inok kniTuHHOT moBepxHi Jaggedl, mirana
Jutst perentopis notch [15]. Curnaim, 1o HaaXoaATh Bif
UX PelenTopiB, OepyTh y4acTh B opraHoreHesi. Myrariii
B [IUX T'€HAX BUKJIMKAOTh MYJIBTHCUCTEMHI KJIIHIYHI IPO-
sBu CA. Y Ginpmrocti BunaakiB myrtatii B reri JAGL e
CKOPOUYCHHSIMH OLIKIB, HIII K BKIFOUAOTH JICJICIIi TCHIB
1 micceHc-myTamnii. 3 ycix 3amydenux opraHiB CA Haii-
Oiyplle BIUIMBA€E Ha MeviHKy Ta cepue. Excnpecis Jaggedl
B Me3eHXiMi BOPITHOT BeHU HeoOXinHa Uit popMyBaHHS
*oBuHKX mpotok. Curaanu Notch2 Baxmusi s mude-
peHITialii remaTto0JacTiB y KIITHHH )KOBUHOTO CIITEII0
Ta X BIKUBaHHS. TOMY KIIACHYHUM [IE4iHKOBHUM IIPOSIBOM
3aXBOPIOBAHHS € HEJOCTATHICTh MIXKIOJIBKOBOT >KOBYHOT
MPOTOKH BHACHIAOK JeekTy MOppoTreHe3y KOBUHUX
npotok. [Topymenus curuanizaiii notch2 npussoauTh
10 1e(eKTHOro eMOpioreHe3y B cepiii. Me3oaepMaibHi
KIIITHHU HE MOXKYTh AU()EpEHITIFOBATHCS B KapIiOMiOINTH;
TaKOX MOXYTh BUHUKATH Je(EKTH €HI0KapialbHOi 110-
JYIIKH Ta aHOMAJIT KJIaraHiB mpaBux Bimiais ceprist [16].
Jaggedl HeoOXimHuit [uist aHTiOreHEe3Y, 1 CHIIbHA EKCIIPECist
OyJa BiJJ3HaYeHa B YCIX OCHOBHHMX CHCTEMHHUX apTepisiX.
Moro nedext Npu3BOAUTH 10 Pi3HOMAHITHHX CyIHHHHX
aHOMaJliif, sIKi CHOCTEepiralThCs NMPHU IiH MaToxorii.
Hoseneno, mo mytamnii npu CA ycragkoByIOTHCS JIHIIE
B 30-50 % BunaKis, TOi SIK MyTarii de NOVO CTaHOBJISATH
pemra 50 %. diarHoctyBatn CA MOXHA 32 JIOTIOMOT'OFO
MpeHaTaTbHUX TEHETUIHHAX TECTIB 1 METOMIB MepeIiMII-
JIAHTALIHHOT giarHocTUKK. OJIHAK, OCKUIBKH HEMAE MPsMOT
KOPEJIATIii MiJK TEHOTHIIOM 1 (DEHOTHIIOM, HE3BaXKa0UH Ha
MMO3UTHBHUI aHaIi3 MyTalliii, 0aThKiB MOTPIOHO TOTIEpe-
JIUTH TIPO KITHIYHUHN TIepeOir MOXKIIMBOTO 3aXBOPIOBAHHS
[17]. OcHOBHMM maToreHeTHYHUM MexaHizmoM npu CA €
nopyieHHss Mop(oreHesy KOBYHUX IPOTOKIB 1 CHHTE3Y
OLIKiB, 10 OEpyTh yYacTh B TenaToOLTiapHii TPaHCTIOPTHII
cuctemi [18,19].

HiarHocTuka. TpaauiiiiHo B KIIHIYHIN TpakTHIN
CA posmisaeTbes came siKk apTepiolediHKoBa TUCTIIa3is
TIEYiHKH 3 CYITyTHIMH O0COOMMBOCTAMH (DEHOTHITY, IO Bi3y-
QJIBHO CBIJTYaTh PO MOMKIIUBY narosorito. OnHak GeHorumn
3 0COONMMBOCTSAMH PI3HUX aHOMAJIiil He 3aBKIN MOXKE OyTH
Ha/lIHHOIO 03HAKOI0. TOMY TTOCTaHOBKA J[IarHO3y BUMarae
giTkoro Habopy Kputepiis [20].

Bpaxosytoun, mo CA mposSBISI€THCS O Pi3HOMY, BiH
MOJKe OyTH TIEPBHHHO 3ali03PEHUM Yy Pi3HUX BIKOBHX
rpymax, a 3a BapiaOeIbHICTIO CHMIITOMIB — BHSIBJICHUHN
y OyIb-sIKOTO JTiKapsI CIICIlialicTa — HEOHATOJIOr'a, TIeIiaTpa,
oKyJicTa, Xipypra uum kapjionora ta iH. [IposiBu #oro mo-
JKYTh OyTH IHIMBIyaIbHIMU 1 HE MaTH SICKPaBOi KIIIHIYHOT
KapTHHY, a00 BKJIIOYATH BCl HaliBa)kyl KOMOIHAIT 3 Bax-
KM yPa)KCHHSM IIeYiHKH Ta CePLEeBO-CyANHHOI CHCTEMH.
Ha cporouiniHii ieHb, He3BaXKalOuH Ha JOCSATHYTHH IpO-
rpec, € 6araTo BiIKPUTHX 3aUTaHb Y PO3YMiHHI I[FOTO 3a-
xBoproBaHHst [21]. | Bce-Taku 10 OCHOBHUX J{IarHOCTHY-
HUX KpUTEPIiB MOXKHA CMIJIMBO BIJIHOCUTH HacamImepesn

maToJIorito nedinky, y 75-100 % Bumaakis 11e rimoriasis
YKOBYHHUX IIUISXIB, BIICYTHICTb IHTPAJIOOYIISIPHOT dKOBYHOT
MIPOTOKH, IO KIIIHIYHO NPOSBISETHCS 3HAUHUM CTIHKUM
xosecTazom [21].

Jo nactymHoi cTiiikoi o3Hakn CA HaJIeXHUTh KOMOI-
HAaIlisl X0JIeCTa3y 3 MaTOJOTIEI CEPIeBO-CYAMHHOI CHC-
teMm y 85-95 % 3a manumu pizHuX aBropiB. Haiiuacrtiie
e CTeHO3 repudepuvHoi JIereHeBoi aprepii a00 gedexT
MIXKILITY HOYKOBOT IEPEropoAKH, eeKT MiXKIepeacep-
HOI Ieperopoak, TeTpana daio, aTpesis JIereHi, ToIo
[17, 22]. o Haii6inapin XapaKTEepHUX O3HAK CHHIPOMY
TaK0X MO’KHA BiJIHECTH MATOJOTIYHI 3MIHH CKEJETY, [0
3yctpivatorses Big 33-80 % xBopux aireit. [Ipucyrai
XpeOlli «MeTeIHKU», HEMIOBHOLIIHHO chopMoBaHi Xxpeori,
3pormmeHHs xpebiis, Spina Bifida [23]. V rpymi CA 3 gac-
tototo 20-70 % 3a maHUMH Pi3HUX JPKEPEIT N1arHOCTO-
BAHO IMATOJIOTII0 CEYOBHUIIIBHOI CUCTEMH, II€ — AHOMAJTis
CEUYOBO[IIB, MiXyPHO-MHUCKOBI PO3J1aJi1, HUPKOBUH TYyOY-
JAApHU anumo3 ta id. [24]. Y 55-75 % marientis 3 CA
MPHUCYTHI OYHI 3MiHH — IIITMEHTHA PETUHOIATIs, KYTOB1
CYJMHH CITKIBKH, 3a]JHIii eMOPIOTOKCOH, ONTHYHI APY3H
[25, 26]. Anomauii cynun y 15-35 % xBOpHX — aHEBPH3MH
CYJIMH TOJIOBHOT'O MO3KY, CT€HO3 BHYTPIIIHbOI COHHOT
aprepii, xBopoba Mosi-Mos1, a TAKOXK aHOMallii CyJuH 4e-
PEBHOT HOPOKHUHU: KOAPKTAIlisl Y4epEBHOI A0PTH, CTECHO3
HUPKOBHX apTepiit [27-29]. OxHak 10 MpaKTHYHO Ma-
TOTHOMOHIYHUX 03HaK CA HaJie)XaTh XapaKTepHi pUCH
00myust —y 70-95 % manieHTiB BiIMIYa€ThCs IIHPOKE
40JI0, TINOO0KO MOCAKEeH] 041, CKOIIIEH] TOTOPH OYHI IIli-
JVHY, BUCTyNAI04i ByXa, IPSIMUN HiC 3 TUOYTMHUM KiH-
YUKOM, 3ar0CTpeHe mia0opiaas 3 epeKToM TPUKYTHOTO
o6nuuust [30] (Puc. 1).

Puc. 1. MaudieHTKka M. BikoM 3 poku 3 cMHAPOMOM
Anaxunsa Ta xapakTepHMMU pyucamMmm o6nnYus.

VYpaxxeHHs! HUPOK, sKi € y aiteit 3 CA, MOxXHa po3i-
JUTH Ha CTPYKTYPHI 1 QyHKIiOHANBHI. J[0 CTPYKTYpHHX
HAJISKATh arcHe3ist HUPOK, T1M0IUIa3is, TUCILIa3is, KiCTO3H1
Tparchopmarii Ta rinpoHedpo3, 00CTPYKTHBHI 3aXBOPIO-
BaHHS ce40BO/IB. DYHKIIIOHANBHI PO3JIaH: TIIOMEPYIIO-
HedpuT, TyOyIsIpHUN HEDPUT Ta iHTEpCTUIIATBHINA Hed-
put. JlikyBaHHS cymyTHbOT HUpKOBOI marosorii mpu CA
norpelye criocTepexxeHHs Hedposora, aHTHO10TUKOTIPO(i-

67



HEOHATOJOrIA, XIPYPTISi TA NEPUHATANBHA MEAULUHA
NEONATOLOGY, SURGERY AND PERINATAL MEDICINE

T. X1V, Ne 4(54), 2024
voL. Xiv, Ne 4(54), 2024 KEY TITLE: NEONATOLOGIA, HIRURGIA TA PERINATAL'NA MEDICINA (ONLINE)

ABBREVIATED KEY TITLE: NEONATOL. HiR. PERINAT. MED. (ONLINE)

ISSN 2226-1230 (PRINT) ISSN 2413-4260 (ONLINE)

JIAKTHKH, 3 TIOAATBIINMHI KOPEKIISIMU Tepartii B 3aJIeKHOCTI
BiJT KOMILIEKCHOTO CTaHy mnarienra [24, 31].

CepueBo-CyIUHHI MPOSIBU CIHOCTEPIralOThCs
y 75-95 % xBopux 3 CA. Haiinomupeninr anoMalii cTo-
CYIOThCS BUXIJHOI'O TPAKTY MPaBOTO HUIYHOYKA, OCO-
OJIMBO PO3rajyKeHol iereHeBoi aprepii—56 % narieHTiB.
Yacto 3ycTpivaeThest TaKOXK MepudepruuHnil JTereHeBUui
CTeHO03 a0 KJIanaHHUi iereHeBuit ctenos [6, 32, 33]. [1a-
LIEHTH TAKOX MOXKYTh MaTH CKJIAIHI CTPYKTYpPHI 3aXBO-
PIOBaHHS cepiis, Taki Ak TeTpana Pamio adbo moaBiHHUN
BUXIiJ MPaBOro NUTyHOYKa. [HIII ypasKeHHs BKIIIOYAIOTh
ne(deKT meperopoaKy, MpaBy AyTy aOpTH, KOapKTaILilo
A0pTH, CUHAPOM TiNoIuIasii JiBoro cepus Ta moABiiHY
BEpXHIO TOPOKHUCTY BeHY. YpaxkeHHs cepist mpu CA €
BaKJINBUM, OCKIJIbKH BOHO 3aJIUIIAETHCSI OCHOBHOIO TIPH-
YUHOIO CMEPTHOCTI, OCOOJIMBO B IUTSIOMY Billi. AHOMAJIIT
CepIIs Ta CYIUH CYTIPOBOKYIOThH IPAKTHYHO BCIiX MAIli€H-
1iB 3 CA [34]. [loenHaHHS Ba)KKOT BaJK CePIs 3 MEYiHKO-
BOIO HenocTaTHICTIO Tpu CA € MOTaHOI0 TPOTHOCTUIHOIO
03HAKOI0, OKPIM TOT0, IEYIHKOBA HEJOCTATHICTh 3HUKYE
Pe3yJBTaTH BIDKUBAHHS ITEH MICIISI KapAi0XipypriqHux
BTpy4aHb [22,32].

HaitgacTimoro ceprieBo-CyAHHHOIO aHOMAJIIEI0 TTPH
CA € cTeHo03 Ta Tinoriasis JereHeBUX apTepiil, Ha HUX
npumnagae maiike 75 % ycix BpOMKEHUX Baj CepIs.
VY monoBWHM BHNAJKIB YpaKEHHS JIETCHEBUX apTepiit
130J1bOBaHI, Y PEUITH MAalli€HTIB MOEJHYOTHCS 3 ITHIIMMHU
nedexramu ceprs. [loTpiOHO BIAMITHTH, IO JETEHEBI
aprepii, Sk IPaBuIIO, ypaxkeHi 3 000X CTOpIH, rinorJa-
30BaHi Ha BCbOMY MPOTI3i, 3 JOMATKOBUMH (DOKaJIbHUMHU
CTEHO3aMH Ha PiBHI YaCTKOBHX Ta CETMEHTAPHUX T1JIOK
[13, 17, 32, 35]. Iumri Baau mpaBUX BiAJIIIIB CEPIls CKJIa-
naroTh omusbpko 20 % maTonoriit cepus, e — TeTpaga
dajs10, aTpesis JiereHeBoi apTepii 3 BETUKHUMHU a0pPTO-
JIETEeHEBUMH KOJIaTepassiMH, 130JIbOBaHUI KIIAITAaHHUH
Ta HaJIKJaNaHHUHW CTEHO3H JIETEHEBOI apTepii, CIiabHUN
aprepianpHuii ctoBOyp [13, 32, 36]. Banu niBux Biaminis
cepis BUABIAIOTE ¥ 11 %, mo HUX HamexaTh aHOMAIil
A0pTAJIBHOTO KJIaNaHa, HaJIKJanaHHUHW CTEeHO3 aOpTH,
MepepuB Jyry a0pTH, KOAPKTAIlisi AOPTH, aHEBPU3Ma CHU-
Hyca BanbcanbBu, aHOMaJIbHUH APEHaXK JISTEHEBUX BEH,
CTEHO3 JITEHEBUX BEH, rinepTpodiuHa KapaioMionaTis
[32, 33, 37]. Y 6 % niarHOCTYIOTH 0OCOOIHMBO PigKiCHY Kap-
JIOJIOTTYHY KOMOIHAIII10, @ CAaME — OJTHOYACHE TO€THAHHS
BPOJKCHUX BaJl JTIBUX Ta IPABHUX BIIIIIIB CepIls, HATIPH-
KJiaJ1, Terpaan Dasio 3 Ba0K0 a0pTaabHOrO KianaHa [28,
36]. B penitu BUNaaKiB TPAIUISIOThCS ASDEKTH MiXIIe-
pencepaHoi i MKILTYHOYKOBOI TEPETOPOIOK, AaHOMAITI]
MIOPOXKHUCTHUX BEH, aTPIOBEHTPHUKYJIIpHA KOMYHIKaILis,
BIIKpHTa apTepiaiabHa MPOTOKA, BiAXOIKEHHS KOPOHAp-
HOI apTepii BiJ JereHeBoi aprepii, cyauHHe Kinbie [17,
28, 36,]. OxpeMy HACTOPOKEHICTh BUKIMKAIOTh aHOMAJII |
MO3KOBHX apTepiil yepe3 pu3uk (aTaJbHUX Ta IHBaIIU-
3YIOYUX BHYTPIIIHOYEPEITHUX KPOBOBMINBIB. Cripusi-
109UM (OHOM JUTS TAKUX KPOBOTEY BUCTYIAE 3HIIKEHA
3JIaTHICTh NIEYIHKN CHHTE3YyBaTH (pakTOpH 3ropTaHHs Ta
peHOBacKyJIsIpHa apTepianbHa rineprensis [1, 38]. Ile-
pebpoBacKyJIsIpHI MaTOJOTIl 1iarHOCTy0Th y 23-56 %
JiTell. 3aXBOPIOBaHHS MEPEBaKHO 3aXOIIIIOIOTH OaceiH
BHYTPIIIHIX COHHHUX apTepii 3 oxHiel abo JBOX CTOpiH
OJIHOYACHO. 3MiHU B CyJIMHAX MPEJCTaBJICHI CTEHO3aMH,
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JOTIXOEKTaTHYHUMHU CYJAMHAMHU, aHEBPU3MaMH 1 XBOPO-
6010 Mosi-most [1, 27, 29, 39, 40]. SIx noka3yroTh HEIO-
JABHI TIOBIJJOMJICHHS, aHOMAJii BiCIIepaTbHUX apTepii
CIIOCTEPITraloThesl HAMEHII YacTO — X BUSIBIISIIOTH Y 5 %
mamieHTiB 3 CA. IlaTomoriyni 3MiHH NpeACTaBICH] BaX-
KMMH CTEHO3aMU Ta NMPOrPEeCyOUYUMH aHEBPU3MaMH de-
PEBHOTO CTOBOYpa, HUPKOBUX, ME3EHTEpiaJbHIX, Celle-
31HKOBOI Ta MaHKpearoayoaeHansHol aprepiit [38]. Kpim
TOTO, B JIiTepaTypl HasBHI JOMOBI/I MPO BUMAIKU CHUH-
JIPOMY CepeIHbOT A0PTH, CTEHO31B M AKIIOYNTHIX apTe-
piit, mepudepuaHnX apTepiid KiHI[IBOK, apTEPiOBEHO3HUX
manbshopmarriii [16, 35, 41].

V nauientiB 3 CA MOXyTb OyTH 3aJTydeHi sIK IepeIHs,
TakK 1 3a1H1 KaMepH oka. 3aHiil eMOpiOTOKCOH, aHOMAJTis
AxceHdenbia Ta MIKPOPOTiBKa € IepeBaKatouMHu aHO-
MaJlisIMH TIepeIHbOI KaMepH, TOAI SIK MIrMEHTHa PETHHO-
T1aTist, aHOMAJTii TOJIOBKH 30pOBOTO HEPBa Ta MAaTOJOTIYHI
CYAMHH € TUTIOBUMH 3HaX1/IKaMH B 3aTHbOMY CETMEHTI OKa.
AnHoMautii He MopyIIyIOTh (YHKITIOHATBHUH CTaH XBOPOTO
ajie € BXXJINBUM KOMITOHEHTOM ITOCTAHOBKH J11arHo3y.
[lirMmeHTHa peTHHOMATIsA MOXe crocTepiratuca y 75 %
narientiB 3 CA [25, 42]. TlarienTn MOXKYTh MatH 1e(heKTH
nepuepUYHOro MoJsl 30py pa3oM i3 Hikrasomiero. [Ipu-
pomHa icTopist mporpecyBaHHs Ae(eKTiB Mo 30py y ma-
mieHTiB 3 CA 3aHIIAETHCS] HEBU3HAYCHOK. XPOHIUHUN
X0JIeCTa3 NUX MAIli€HTiB MOXKe MPU3BECTH A0 nedimuty
BiTaMiHy A 1 10 BHpa3Ku pOriBKH, pyOIls Ha poriBmi Ta
KCepo3y OYHOTO JIHA, IO MPU3BEJIE 10 BTpatH 30py. Tomy
MIBUJIKA JIaTHOCTUKA € BAKJIMBOIO, 1 TAKUM MaI[i€HTaM CIIiJL
3alpPOTIOHYBATH PaHHE JiKyBaHHs [25, 43].

[MoctranoBka miarno3y CA y HOBOHapOIKEHOTO BHMa-
rae Jiy)ke yBaXXHOTO oIy 1 ananizy. JlaboparopHi no-
CJIIJKCHHSI MalOTh BKJIFOYATH JOCTIKeHHS sxoBui, JIIT,
I'TT, xonecrepuny, npu kiaacuuHux Bumnajakax CA piBeHb
AKTUBHOCTI aMiHOTpaHcdepas He € I0Ka30BO BUCOKHUM, alie
Oyze BU3HAYATUCh 3HAYHA TIIIepX0oIeCTepUHEMIS 1 TPHUIITi-
uepuzemist, Bucoka ['TTII [3, 44]. BaxxsiiBo mam’siTatH, 1o
yac audepeHIiitHoi 1iarHOCTUKY 3 O1JTiapHOI0 aTpe3ieio
€ oOMexxeHHM, a iHII GOpMH XoJIecTasy MaloTh MOIOHY
KapTuHy — 1edinut Al aHTUTPUIICHHY, MyKOBICIIHI03 Ta
iHII MeTaboiuHi xBopoOu. [TinBUIIEHHS piBHS IPSMOT
¢pakuii 6inipy6iny, [T'TII, AJIT, ACT, cBepOix, cruieHo-
Meralis Ta iHIIi TaToJIOTiYHi 3MIHH y TICUiHIll 3yMOBJIEHI,
sIK OyJIO BHILIE CKa3aHO, BIJCYTHICTIO MIKIOJIBKOBOI IIPO-
TOKH, a CITIBBIIHOIICHHS dKOBYHHUX TPOTOKIB JI0 MTOPTaJh-
HUX IJISIXIB MEHIIE Ha MOJIOBUHY. KiNbKIiCTh 1 CcTymiHb
rinormiasii MPOTOK 3aJIKUTh Bij BIKY MAaIli€HTa, a OMHU-
CaHi BUTIAJIKH XOJIAHT10IECTPYKTHUBHAUX 3MiH y TaIli€HTIB
3aJIe’)KaTh caMe Bij CTYIEHIO BUPAKEHOCTI rinmorasii.
XapakTepHUMHU TSI TICTOJMIOTIYHUX TOCHIKEHb XBOPHX
3 CA e Baxkuii Oinipy0OiHOCTa3 Ta 3amajabHUN TOpPTalb-
Huit Gpi6po3. TakuM YUHOM, PU HETATUBHOMY PO3BUTKY
TIPOIIECY HACIIIKOM € IIUPO3 Ta IHKOJIN I'eNaTolelosIpHa
kaprmHomall, 44, 45].

Jus mino3pu Ha CA HEOOXiTHO HE MEHIIIE YOTHPHOX
KputepiiB. [liarHo3 Moxke OyTH BCTaHOBJIEHO TaKOXK 3a
HagBHOCTI ciMeifHoTro aHamMHe3y CA Ta TeHeTHYHO M-
TBepkeHHo1 MyTarii JAGL. A Takox IpH MO3UTHBHOMY
TFEHETHYHOMY JIOCIII/DKEHHI Ta KIIHIYHO BUPAKEHHUMH 03-

naxamu [18, 19, 21, 46].
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KniHiyni nposaBu. ¥V 80-100 % namienris 3 CA nep-
ITUM MaHI(PEeCTYIOUNM KIIHIYHUM IIPOSIBOM € MaTOIOTis
MEYiHKH y 1y’Ke PI3HOMAHITHHX NPOsSBax. ¥ HOBOHAPOJI-
JKEHHMX Ta Mali€HTIB PAaHHBOr'O BiKYy BiH MPOSBIISETHCS
XO0JIECTa30M 3 KIIIHIYHOK KapTHHOIO, 1yKE CX0KOI0 Ha
OiniapHy arpesito. JKoBTsSHUIS 3’IBIIsIETHCS HA 2-3 100y
KUTTS, TOOTO B 3BUYAITHI JIsI i3107I0TIHOT JKOBTSTHUIL
ctpoku. [Tpubnusno y 2/3 gocnimxyBaHUX HAMH Ta-
LIE€HTIB MaB MICIE «CBITJIMI MPOMIXKOK» — 3MCHIIICHHS
IHTEHCUBHOCTI XOBTAHUI 10 KiHIA 1-2 TUXKHS )KUTTS
3 HACTYITHUM MOCTYIOBHUM ii 301IBIICHHSM 1 MTOSBOIO
3€JIEHYBaTOro BIATIHKY 10 KiHUs 1 micsiis. AXodist BU-
MOPO’KHEHb € HAHOIBII PAHHIM Ta MOCTIHHUM KJIIHIYHUM
cumnToMoM xBopobu. Ceda TemMHa. XapakTEepHUM €
BIJICYTHICTH T€IIaTOMET i1 IPH HAPOJIKEHHI 3 HACTYII-
HUM 301IbIICHHSIM PO3MIpiB IEYiHKHU Ta 3MiHaMH i1 KOH-
CHCTEHIIIT Bil €1aCTUYHOT 10 IIJILHOT IIPOTATOM MEPIINX
2-x micstniB skuTTA [3, 31, 44, 47]. [pubnusHo Ha 1 micsi
XKHUTTS MOXKIIMBUM € PO3BUTOK T€MOPAriYHOr0 CHHIPOMY
(kpoBoTeua i3 cnuzoBux obonoHok IIIKT, mynkoBoi paH-
K1, BHYTPIllTHBOUYEPETTHI KPOBOBHIIMBH), 10 00YMOBIICHI
nedimutom Bitamin K-3anmexHuX GakTOpiB 3TOPTAHHS
KpOBI B pe3yJIbTaTi MOPYLICHHS IPOLECiB BCMOKTYBaH-
H4 BitaMiny K y KHMIIEUHHUKY, [II0 MU criocTepirain y 3
narieHTiB. BijioMo, 1110 BCMOKTYBaHHS )KHPOPO3UHMHHUX
BiTaMiHiB BiZOyBa€eThCS 3a y4acTi jKOBUI, IO HE MOCTY-
nae y kutneanuk [48, 49]. Y Bimi 1-2 micsiti, sk npaBuio,
(dbopmyeTbes neiluT Bard, CTyHiHb BUPAKEHOCTI SIKOTO
3aJISKUTh BiJ| XapuyBaHHs quTHHH. HaiiOlnbn Bupasxe-
HUH Ae(DIIUT CIIOCTEPIiraeThes MPU TPy THOMY XapayBaHHI
a00 BUKOpPUCTAHHI MITYYHUX CyMIilIeH, sIKi peKOMEH-
JYIOTBCS JUISl XapuyBaHHS 3/I0pOBHX HOBOHAPOKEHUX
nited. [Ipy BUKOpUCTaHHI JIIKYBaJbHOTO Xap4yBaHHS
nedinuT Baru Moke OyTH BiACYTHIM a00 MiHIMaJbHO
Bupaxkerum [19, 50].

[MinTBepkenns renoruny CA He jae MporHo3y Ha
TSOKKICTh ypakKeHHs mediHku. J[o m’aTHpIuHOro BiKy
y 15-30 % nirteit 3 CA 3axBOpIOBaHHS MOXE PI3KO MPO-
rpecyBaTH 3 HapOCTAHHSIM IEYiHKOBOi HEAOCTATHOCTI,
noprajibHoi rinepren3ii. KpiM MOXIIMBOTO po3BHUTKY Iie-
YIHKOBOI HEJOCTATHOCTI, BAKKOIO MPOOJIEMOIO IS Talli-
enTa 3 CA € cBepOix — 11e 6€3COHHS, BUCHAKIUBUHN 3y
3 3HAYHUMH TOIIKO/PKCHHAMH IIKIPHUX OKPUBIB Ta BTO-
punHuME iH(ekuisMu [51, 52]. V nauieHTiB 31 3HAYHO
BHCOKHM PiBHEM XOJIECTEPHHY PO3BHUBAIOTHCSI KCAHTOMH,
10 CIIPUYUHSIOTH AUCMOPQiI3M Ta pi3Hi TIJIECHI CIIOTBO-
penns (Puc. 2).

VY nauieHTiB 31 3HAYHO BUCOKUM PIBHEM XOJIECTEPUHY
PO3BUBAIOTHCSI KCAHTOMH, 110 CIIPHYUHSIOTH TUCMOP]izm
Ta pi3Hi TiNeCHI cTOTBOpEeHHS. TakoX 3arpo3y MOXKe CTa-
HOBUTH PO3BHUTOK JIOBIOCTPOKOBHX CEPLEBO-CYAHHHUX
yCKJIaJaHEeHb. XPOHIUYHUI X0JiecTa3 y MeBHOI Kareropii
TAI[IEHTIB YCKJIAJHIOETHCS 0CTEOUCTPODIEIO 1 HaCTUMH
nepejsoMaMu. XpOHiYHE HOPYIIEHHS BCMOKTYBaHHS
Bitraminy K cripusie po3BuTky kpoBoTed. CyKyIHICTb
TaKuX 00CTaBMH Y BaKKHX BHIIaJIKaX CTBOPIOE HEIMO-
BIPHO Ba)KKi YMOBH JUISI XKUTTS TALI€HTA 1 € IPUYHHOIO
MOCTIHHOTO TIepeOyBaHHA Y pi3HONMPOQITBHUX CTAIli0-
Hapax [48, 53].

Puc. 2. MNauieHT B. Bikom 8 pokiB i3 cuHgpomom
Anaxuns Ta cnigamu po3yyxiB i HaABHICTIO
KCaHTOM.

3a 15 pokiB y Harii KiiHili crocTepiraaocsk 12 marii-
€HTiB 3 miaTBeppKeHnM CA, 3 HUX 5 JIBYaTOK 1 7 XJI0M4H-
KkiB. [lepe0ir 3axBoproBaHHA y 3 aiTeil moTpeOyBaB TpaH-
crutanTanii. OCHOBHUM 10Ka30M OyJia HapocTaroua MeviH-
KOBa HEIOCTATHICTh, BKKUH 3y, BayKKa ()OpMa ypasKeHHSI
KCaHTOMaMH OOJTHYYS Ta KiHIIBOK, HAPOCTAIOYi TIPOSIBU
MOPTAJIBHOI rinepTeH3ii. Yci namieHTH BiACTaBalu B POCTI
Ta IHTEJEKTyaIbHOMY PO3BHTKY.

JNlikyBaHHA. OCHOBHUM 3aBAaHHSM JIiKyBaHHS
y nutuHu 3 CA € 60poTh0a 3 X07IecTa3oM, Ta 3SMCHIIICHHS
BUCHQ)KJTUBUX ITPOSIBIB 3y11y. BukoprcToByeThCst ypcoe-
30KCHXOJIeBa KUCJIOTA, X0JIECTUPaMiH, pudaMIinuH,
OHJAHCETPOH, HAJNTPEKCOH Ta iH. AOCOIIOTHO peBes-
HiiHUM OyJio BKItOUYeHHs B Tepamnito CA mpemnapaty
MapIiokciOaT, Jist AKOTo 0a3yeThCs Ha JOCIIIKEHHI POl
1HT10iTOPIB TPAaHCTIOPTEPIB KOBUHUX COJICH Y BEPXHIX
BiIi1aX KJIyOOBOI KUIIKK. BUKOpUCTAaHHS MpenapaTy
3HAYHO MOKpaIllye CTaH OpraHi3My HaimieHTa 3a paxyHOK
3MEHIIIeHHS XomecTasy [54-56]. OqHak cuMITOMaTHYHE
NOKpaIlleHHsI He 3MiHIoe pupoaHiii nepedir CA. Yacom
y BaXXKHX BHIAJKaX TaKOX CHMITOMAaTHYHE MOKpa-
mieHHS nae niaasMadepes. Y KiIBKOX TMOBiTOMIIEHHSAX
3HaXoauIach iH(GOpPMAIlisl TPO CIPOOH XipypriuHOTO
BiJIBE/ICHHS >KOBUI 30BHIIIHIM Ta BHYTPIIIHIM METOJOM
y DOIUPOTHYHIN CTamii 3aXBOPIOBAHHS 3 METOIO yCy-
HYTH PO3BUTOK KCAaHTOM. AJIe Taka TAKTHKa TaKOX HE
BIIJINBA€E HA MPUPOAY 3aXBoploBaHHs. [Ipu TpuBantomy
migBuIeHH] 6inipy6iny Buie 6,5 Mr/mr i Xomectepuny
Buie 220 Mr/mt mporpecye po3BUTOK IIUPOTHIHUX 3MiH
i meviHKoBa HeocTaTHICTH [57, 58].
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Jlo nmpenapariB repuioi He0OXiIHOCTI MPH JiKyBaHHI
CA Hasiexarb )KOBYOTIHHI 3 TeNaTorpoTeKTOPHOIO Ta XO0-
JIAHTIOMPOTEKTOPHOIO JII€I0, TaKi SIK: YPCOAC30KCHXOJIEBA
kucnoTa B po3paxyHky 10-20 mr/kr/moby, denodbapbitan
B AKOCTI JKOBYOTIHHOTO 1 3aCTIOKIAINBOTO 3ac00y, 110
IHJYKY€ MiKpOCOMH Te4iHKU B 1031 5-10 mr/kr/ 106y,
XoJllecTepaMiH-aHIOHOOOMIHHA CMOJIa, 1110 HE PO3CMOK-
TyeThesi, 3B’ s3ye xoBuHi kuciotu — 0,5 v/ kr/no0y,
pudamninuH — iHaykuis uuroxpomy P450, 6-anbda-
TiIPOKCHUITIOBAHHS KOBUHUX KHCIOT — 10 Mr/kr/m006y,
HaNTPEKCOH — omioinHuii antaronict — 0,25 mr/kr/no0y,
ongancetpon — 0,1-0,2 mr/kr/nens, nudenrigpamin, aH-
TUricTaMiHHI npenapatu [57, 59].

3HavYHE MOKPAIICHHS CIIOCTEPIranoch y Nalli€HTIB, 110
MaJIi MOXKITUBICTh OTPUMYBATH MapIIiOKCHOAT — iHTi0iTOp
TPAHCHOPTY )KOBYHHUX KUCIIOT B TEPMiHAJIBHOMY BiJIijIi
kay6oBoi kumikn — 0,1-0,2 mr/xr/no6y [54-56].

HeoOxigHicTh TpaHCIUTAHTAII] TEYiHKA SK MPABHIIO
BHUHUKA€E Y YaCTHHU NanieHTiB 3 CA, 110 yCKIIaHUBCS TEp-
MIHAJILHOK CTAII€I0 MEYIHKOBOI HETOCTATHOCTI, BaXKKOT
MOPTANBHOI TinepTeH3ii. OfHiEr0 3 MPUYNH TPAHCIUIAHTAILl
mipu CA TakoX € pO3BUTOK I'eTIaTONEIONSPHOI KaPIIMHOMH.
VY TakuX Mami€eHTiB TPHUBAJIO CIIOCTEPIra€ThCs 301TBIICHHS
nokasHuKa anbha-peromnporeiny [60, 61].

3a HaIIUM CHOCTEPEeKEHHSAM Ta JaHUMH 1HITUX IICH-
TpiB TPaHCIUIAHTAIliSl TOBHICTIO BHPINIYE IIi TpoOIeMu
1 Mae yCHinrHUH pe3yibTaT, OCKUIBKH JoBeneHo, mo CA
HE PEeUHIMBYE B TPAHCIUIAHTI. Ba)KKUM MOMEHTOM Y ITi-
KyBaHHI TPaHCIUIAHTOBAHUX MAIli€HTIB OyB BHOIp JOHOPA,
amke CA € ayTOCOMHO-IOMiHAHTHUM PO3JIaI0M 1 KOKEH
3 6aThKiB MOKe HecTH aehekTHHit reH [62]. PomnHHIM
IOHOPaM TPOBOAMBCS KJIACHYHUN CKPUHIHT QPYHKIIIT
MIEYiHKH Ta YePEeBHOI MOPOKHUHH, OI0MCis MyHKIIHHUM
METOJOM JIJIsl BUKIFOUEHHS MK 10JIbKOBOT )KOBYHOI I1PO-
TOKWU. 3a HAIITIM JIOCBiZIOM, HaBITh P BiJICYTHOCTi CTUTM
9H (PCHOTHUIIOBHUX O3HAK, 010TICist € 000B’SI3KOBOIO TIPH KBa-
ni¢ikarmii poANdiB NepIIOro MOpPsAIKY Ha JOHOPCTBO Ta-
mienTa 3 CA [62, 63]. YV Hamiii rpyTi TpaHCIUTAHTOBAHUX
MAIi€HTIB YCI BUMarajiu JOHOPCHKOTO OPTaHy y 3B’I3KY
3 TUCKBaITi(hiKaIliero 000X POANUIB MEPIIOTO MOPSIIKY.

3a TaHWMU PI3HUX aBTOPIB, Y 3B 3Ky 3 BIACYTHICTIO
YiTKO1 KOpemslii, TeHOTHII-PEHOTHUIT TCHETUIHI TOCTi-
JDKEHHS 1 1X poJIb Y JOHOPCTBI TITSAM HE € YiTKO BH3HAYE-
HHUMH 1 poAnYi He pO3MIISIAOTECS SK JOHOPH IIPU YCKIIA/I-
nenomy CA [64]. Tpammsirch BUITAIKH, ¢ TOKa3aMu
HE0OXiTHOCTI TpaHCIIaHTaIlii OyB HEKOpETOBaHUI 3y,
YCKIIaTHEHUH XPOHIYHUMU 1HQEKIiAMH, PeIHANBYIOU]
Ba)XKKi TIEPEIOMH, KCAHTOMH 3 Ae(hopMarisiMi Ta CIIOTBO-
peHHs o0mmuus. BincTaBaHHS 3pOCTy 1 PO3BUTKY Ma€ SIK
MIPAaBUIJIO TEHETHYHY OCHOBY 1 € OCHOBHHM ITOKa30M JI0

NMiTeparypa:

tpancmianTanii. [1{o crocyerbes 3pocty, TO HaBITH MicIsA
TPaHCIUTAHTAIII] KIHIICBUI 3pICT MAIli€HTa MOXKE 3aJIHIIIA-
THCh HIKYHMM, HIK Y OJJHOJITKIB. ICHYIOTB lyMKH, 1110 Ya-
ctrHa mamienTiB 3 CA MaroTh BPO/DKEHY PE3UCTEHTHICTD
JI0 TOPMOHY pocTy [65].

Yei marienTH, o 3HaXOAMINCh Ha JIKYBaHHI y HaIIiH
KITHII, TOCTYIIIIH s AU epeHITIHHOT TIarHOCTHKH 3 Ji-
arHo3oM OiniapHa arpesist. OOu1Ba 3aXBOPIOBAHHS MAIOTh
TIo/1i0HI ITPOSIBU X0JIeCTa3y y HeOHaTaJIbHOMY BIlli, a came:
axOJIYHMH CTIJIElb, TITOIIa3is 30BHIIIHIX )KOBYOBUBITHUX
IIISIXIB, @ caMe YKOBYHOTO MiXypa, BUCOKHI piBeHb Oii-
py6iny, migsumernas aktuBHOCTI ACT, AJIT, I'T'T, inkomun
y HamieHTiB 3 OiTiapHOIO aTPEe3i€r0 TAKOXK BUSBIAIOTHCS
BpoOJKeHi Baju cepiist [66, 67].

[Ipu mpoBeneHHi OioMCil MEUiHKH, KA € OCTATOYHIM
KpHTEpieM JliarHo3y Npy OiiapHiii arpesii, HeoOXiaHO Bpa-
XOBYBATH, 10 MPOTSroM nepiux 30 THIB )KUTTS MAIlIEHTIB
TiCTOJIOTIYHI 03HAKU XapaKTepHi Jy1st OitiapHOT arpesii Mo-
KyTb OyTH 3Ma3aHi [67].

st yeninrHoro JikyBaHHs OiniapHOi arpesii nmpose-
JICHHsI CBO€YacHOi moproeHTepoctomii 3a Kacai e nHaii-
O1IBII yCHIIIHUM 1 €()eKTUBHUM METOJIOM JIiKyBaHHs. Bu-
T1aJIKOBO BUKOHaH1 ToproeHTepoctoMmii mpu CA, 3a JTaHuMu
PI3HMX IIEHTPIB, JIEMOHCTPYIOTh TipIIMI Pe3yNbTar i Heo0-
X1IHICTh TPaHCIUIAHTAIi Y OUTBII paHHBOMY Billi, OJTHAK
Ha pe3ysbTaT MPOBEACHOI TPAHCIUIAHTALlI] HEe BIUIMBAIOTh
[68, 69]. Tomy mIBH/IKA TIaTHOCTHKA € BAXKIIUBOIO 1 TAKUM
TIAIIEHTaM CJIiJ1 3aITPOIIOHYBATH PAHHE JIIKYBaHHSI.

BucHoBku

1. Cunnpom Anaxkuisi — piKicHe HeOe3neuHe s
JKHUTTS &y TOCOMHO-/IOMIHAHTHE 3aXBOPIOBAHHSI, 1110 3yMOB-
JIFO€ TINOIIa3110 )KOBYHMX HUISXIB Ta 3HAYHE XOJIECTAaTHYHE
YPaKEHHSI ITeUiHKH.

2. TpaHcrutaHTalis MEe4iHKH SIK METOJ] PaAMKaJILHOTO
JIKYBaHHSI CHHAPOMY AJIQXWJIsl IOBUHHA PO3IIISIATUCH
JI0 TIepiojly HE3BOPOTHIX 3MiH 3 ypaxyBaHHSIM 30€peKeHHS
(i3UYHOTO 1 PO3yMOBOI'O PO3BUTKY JTUTHHU.

3. IlpakTH4HO BCi JITH 3 CAHIPOMOM AJIQXKHUIISl MAIOTh
CYIyTHI BPOKEHI BaJiu ceplis ad0 aHOMaJTiT MO3KOBHX ap-
Tepiii. ToMy BCTaHOBIICHUH /11arHO3 CUHAPOMY AJIaXKHIIS
€ TIOKa30M JI0 PETEILHOI0 00CTEKEHHSI CePLIEBO-CYINHHOT
cucremu. JIOIiIbHO BUKOHATH IIOHAWMEHIIIE €XOKapaio-
rpadiune oocrexxerns: Ta MPT ronoBHOro Mo3ky.

KoHdrikT iHTepeciB. ABropu 3asBIsiiOTh PO Bij-
CYTHICTb KOHQIIIKTY iHTEpECiB.
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ALAGILLE SYNDROME IN THE MODERN VIEW OF AMULTIDISCIPLINARY APPROACH
TO THE PROBLEM

O. Shchur?, H. Kurylo!?, V. Petrovt, O. Terletskiy*

Danylo Halytsky Lviv National Medical University*
(Lviv, Ukraine),
Municipal non-profit enterprise «Lviv Territorial Medical Union «Multidisciplinary Clinical Hospital of Emergency
and Intensive Care «St. Nicholas Hospital»?
(Lviv, Ukraine)

Summary.

Introduction. Alagille syndrome (AS) is a syndrome of a decrease in the number of interlobular cells bile ducts, also known as
arteriohepatic dysplasia. AS is a genetic multisystemic autosomal dominant disorder with highly variable manifestations, predominantly
affecting the liver, heart, face, skeleton and other anomalies may include.

Aim. Literature review and analysis of our own experience to update the current knowledge about AS. To introduce new diagnostic
and treatment methods, taking into account the need and importance of a systemic multidisciplinary approach to the management of
patients with Alaghil syndrome.

Pathogenesis. AS, or Watson-Miller syndrome, is a rare disorder caused by mutation of the Jaggedl (JAGL1) gene — AGS type 1,
and in 2 % of cases by mutation of the NOTCH2 gene — AGS type 2, with autosomal dominant inheritance. Mutations of the JAG1 or
NOTCH?2 genes cause defects in bile duct morphogenesis and angiogenesis, as well as abnormalities of the skeleton, eyes, cardiovascular
system, and kidneys.

Diagnostics. Since AS manifests itself in different ways, it can be suspected in all age groups and, depending on the variability
of symptoms, can be diagnosed by any specialist — neonatologist, pediatrician, ophthalmologist, surgeon, cardiologist, etc. The main
diagnostic criteria are primarily liver pathology. The main diagnostic criteria are primarily attributed to liver pathology, 75-100 % of
cases are hypoplasia of bile ducts, absence of intralobular bile duct, which is clinically manifested by significant persistent cholestasis.
The next strong sign of AS is the combination of cholestasis with cardiovascular abnormalities in 85-95 % of cases. The most common
is stenosis of the peripheral pulmonary arteries or ventricular septal defect, atrial septal defect, tetralogy of Fallot, pulmonary atresia,
etc. Other typical anomalies include skeletal pathologies, which occur in 33-80 % of affected children. These are «butterfly» vertebrae,
inferiorly formed vertebrae, fusion of vertebrae, spina bifida. In the AS group, the frequency of urinary system abnormalities is 20-70 %
according to the data, they affect the ureters, bladder and pelvis disorders, renal tubular acidosis, etc. In 55-75 % of patients with AS there
are ocular changes — pigmentary retinopathy, retinal angle vessels, posterior embryotoxon, optic drusen. In 15-35 % of patients there
are anomalies of peripheral vessels — aneurysms of cerebral vessels, stenosis of internal carotid artery, Moya-Moya disease, as well as
anomalies of vessels of abdominal cavity: coarctation of abdominal aorta, stenosis of renal artery. However, the pathognomonic signs
of AS include characteristic facial features — 70-95 % of patients have a wide forehead, deep-set eyes, slanting upward slits, protruding
ears, a straight nose with a bulbous tip, a pointed chin with the effect of a triangular face.

Clinical manifestations. In 80-100 % of patients with AS, the first clinical manifestation is liver failure of various stages. In neonates
and young patients, cholestasis is present with a clinical picture very similar to that of biliary atresia. Jaundice appears on the 2nd or 3rd
day of life, i.e. in normal physiological days jaundice period. About 2/3 of the patients studied by us had «light interval» — a decrease
in the intensity of jaundice until the end of the 1-2 weeks of life and the following month its gradual increase and the appearance of
a greenish tint. Acholia is the earliest and most constant clinical symptom of the disease. It is characterized by the absence of hepatomegaly
at birth, followed by an increase in the size of the liver and a change in its consistency from elastic to dense during the first 2 months
of life. At about 1 month of life, the development of a hemorrhagic syndrome is possible (bleeding from the mucous membranes of the
gastrointestinal tract, umbilical wound, intracranial hemorrhages), which is due to a deficiency of vitamin K-dependent blood coagulation
factors as a result of a violation of the processes of absorption of vitamin K in the intestine, which we observed in 3 patients. By 5 years
of age, 15-30 % of children with AS develop acute liver failure and portal hypertension.

Treatment. The main goal of treating a child with AS is to relieve cholestasis and reduce the debilitating symptoms of pruritus.
Ursodeoxycholic acid is used, cholestyramine, rifampicin, ondansetron, naltrexone, etc. may be added. It was absolutely revealing the
inclusion of marlioxibat, which acts on the inhibitors of transporters of bile acids in the upper parts of the ileum. Liver transplantation,
as a rule, becomes necessary in some patients with AS, which meets end-stage liver failure and severe portal hypertension. Another
indication for transplantation is hepatocellular carcinoma. According to our experience and data from other centers, transplantation
completely solves these problems and has a successful outcome, as it has been proven that AS does not recur in the transplant.

Key words: Alagille syndrome; Child; Cholestasis; Liver Transplantation.
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