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Mporpecyiounii CiMenHnii BHYTPILLHbONEUIHKOBWIA xonecTas (Progressive Familial Intrahepatic Cholestasis — PFIC) — piakicHe reHeTnyHO 3yMoBe-
He 3axXBOPIOBaHHS MEUIHKM, LLIO XapaKTePU3YETbCS NOPYLLEHHAM CeKPELT KOBYI Ha PIBHI renaTtoumnTy Ta NPOrpecyioymnM xonecTasom. 3axsopto-
BaHHS NPOABNAETLCA NEPEBAXHO B AiTEN PAHHBOI O BiKy, MPU3BOANTL A0 CBEPOEXY, XOBTAHWLI, MansabCcopOLUil Ta 3aTPUMKK (PISUYHOTO PO3BUTKY,
a 06e3 CBOEYaCHOr O NiKyBaHHA — 40 OiNapHOro LUMpo3y, NeYiHKOBOI HeAOCTAaTHOCTI Ta HEOOXIAHOCTI TpaHCNNaHTaLl.

MeTa — OUIHUTK KNIHIYHI, GioXiMIYHI 1 Ncuxodiznyni npoasun PRIC y aitel, a Takox eeKTUBHICTb PI3HMX NIAXOAIB A0 NiKyBaHHA (KOHCEPBATUBHOIO,
hapmMakonoriyHoro i XipypriuHoro).

Marepianu i meTogum. i1 cnoctepexerHam nepebysano 7 aitelt i3 PFIC (2019-2024 pp.), sK1MM NpOBEAEHO 3aranbHOKNIHIYHI, OIOXIMIYHI Ta IHCTPY-
MEHTaNbHI 00CTEXEHHS. DI3NYHMIA PO3BUTOK OLIIHEHO 38 IHAeKCOM Mack Tina (IMT) Ta koediuieHTom po3BuTKY (QD), NCMXOEMOUIHWIA CTaH — 3a
MOAMGIKOBAHO LLIKANO [aMiNbTOHa, IH-TEHCUBHICTE CBEPOEXY — 38 Bi3ya/bHOK aHanorosoto wkanowo (VAS). [NposeaeHo KOHCepBaTMBHY Tepa-
nito, NPU3HAYEHO IHIBITOPU TPAHCNOPTEPA XOBYHMX KUCNOT KNyOOoBOT kuKM (ITXKK) i XipypriuHe BiaBeOeHHS XOBuI.

PesynbTaTtu. B ycix nauieHTis i3 PFICT i PFIC2 cnocTepirany x)oBTaH1UI, cBepOix 3a VAS 610 Ganig; y nauienTis i3 PFIC3 — xoBTaHnuo y 50%,
cBepOiX — 5—7 Ganis. BIOXiMIYHI NOKA3HMKYM CBIAYWAN NPO BMpaxeHuid xonectas. IMT 1a QD Bka3yBan Ha 3aTPUMKY (i3VYHOIO | ICYXOMOTOPHOTO
PO3BUTKY, OCOOMBO Y BMNaakax PFIC2. KoHcepBaTvBHe MikyBaHHA NOAINWKMAO 1a0b0paToOpHi NOKasHKKM B 3 13 5 nauieHTis, ITXKK 3a6e3neuunnu
3HaYHEe 3MEeHLEHHA CBepOeXy Ta NIABWLLEHHSA AKOCTI XUTTA Y 2 AiTel, XipypriyHe BTPYYaHHS 3 TPaHCNIaHTaUIel0 BIAHOBMNO MYHKUIO NeYiHKN
I 3MEeHLWMN0 cBEPOIX Y 2 NaLLIEHTIB.

BUCHOBKMW. ["eHeTVUHe TECTYBAHHA € «<30/10TVM» CTaHAaPTOM BCTAHOBNEHHSA AiarHo3y PFIC. JlikyBarH:A Uil naTonorii cnig nposoAnT/ B Creuianiso-
BaHUX MyNbTUAUCUMNAIHAPHNUX LLeHTPax i3 3aCTOCYBAHHAM NaTOreHeTUYHO CNPAMOBAHNX METOAIB NiKYBaHHA: IHMOITOPIB TPAaHCNOPTEPa XKOBUHMIX
KNCNOT, yPOAE30KCUXOMEBOI KUCOTH, XIPDYPTIUHUX BTRYYaHb | TPaHCN/IaHTaLIl 3@ TAXKOro nepeodiry. PaHHE BUABNEHHA | KOMMIEKCHa Tepania 4atoTb
3MOrY 3MEHLLUTN NPOTrPECYBAHHA 3aXBOPIOBAHHA, NIABULLMNTY AKICTL XNTTA | BIATEPMIHYBaT! HEOOXIAHICTL TPAHCMNaHTaLl.

JlocnigKeHHs BUKOHaHO BIANOBIAHO A0 NPUHUMMIB [TeNbCIHCbKOT AeknapaLil. [TpOTOKON AOCAIAXKEHHS YXBANEHO IOKAbHNM €TUYHM KOMITETOM
yCTaHOBW. Ha NpoBeAeHHA OOCNIAXKEHb OTPUMAHO IHPOPMOBaHY 3rofdy OaTbKiB AiTel.

ABTOPKa 3a4BNAE€ NPO BIACYTHICTb KOHM/IKTY IHTEpecCis.

Knto4oBi cnoBa: nporpecytounii CiMernnmin BHYTPILURbOMNEYIHKOBWIA XOnecTas, AT, IHFGITOpY TpaHCNopTepa XOBYHMUX KUCIOT, TPaHCNIaHTaLig
neYiHku.
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Progressive Familial Intrahepatic Cholestasis (PFIC) is a rare genetically determined liver disorder characterized by impaired bile secretion at the
hepatocellular level and progressive cholestasis. The disease typically manifests in early childhood and leads to pruritus, jaundice, malabsorption,
and growth retardation. Without timely treatment, it progresses to biliary cirrhosis, liver failure, and the need for liver transplantation.

Aim — to evaluate the clinical, biochemical, and psychophysical manifestations of PFIC in children, as well as the effectiveness of different treatment
approaches.

Materials and methods. Seven children with PFIC (2019-2024) were observed and underwent comprehensive clinical, biochemical, and instrumen-
tal evaluation. Physical development was assessed using body mass index (BMI) and developmental quotient (DQ), while psycho-emotional status
was evaluated using a modified Hamilton Anxiety Rating Scale. Pruritus intensity was assessed using the Visual Analog Scale (VAS). Treatment in-
cluded conservative therapy, ileal bile acid transporter inhibitors (IBAT inhibitors), and surgical biliary diversion.

Results. All patients with PFICT and PFIC2 presented with jaundice and pruritus (VAS 6-10), whereas patients with PFIC3 had jaundice in 50% of
cases and milder pruritus (VAS 5-7). Biochemical parameters indicated pronounced cholestasis. BMI and DQ demonstrated impaired physical and
psychomotor development, particularly in PFIC2 cases. Conservative therapy improved biochemical parameters in 3 of 5 patients. IBAT inhibitors
resulted in significant reduction of pruritus and improvement in quality of life in 2 children. Surgical intervention with subsequent liver transplantation
restored liver function and resolved pruritus in 2 patients.

Conclusions. Genetic testing is the gold standard for the diagnosis of PFIC. Management of this condition should be performed in specialized mul-
tidisciplinary centers using pathogenetically targeted approaches, including IBAT inhibitors, ursodeoxycholic acid, surgical interventions, and liver
transplantation in severe cases. Early diagnosis and comprehensive therapy can slow disease progression, improve quality of life, and delay the need
for transplantation.

The study was conducted in accordance with the principles of the Declaration of Helsinki. The research protocol was approved by the Local Ethics
Committee of the institution. Informed parental consent was obtained for participation in the study.

The author declares no conflict of interest.
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Beryn

porpecyiounii ciMeiiHu BHYTPINITHbOTIE-

gyinkoBuii xoJectas (Progressive Familial

Intrahepatic Cholestasis — PFIC) — 1e
piZIKicHe, ajie BKpal TSKKe FeHeTUYHE 3aXBOPIOBAH-
H$ IIeYiHKH, SIKe 4acTo IPOSIBJISETHCS 1€ B PAaHHbO-
My autgdyomy Bimi [2]. OcHoBHOO matodi-
3iosmoriunoio ocobusictio PFIC € mopymuienus
TPAHCIOPTYBAaHHS KOBUHUX KOMITOHEHTIB Yepe3
MeMOpaHy TenaTonTa, o MPU3BOANUTD /10 HAKOITH-
YeHHs TOKCUYHUX )KOBYHUX KUCJIOT Y MeYiHIli, aror-
TO3Y TelaToluTiB, po3BUTKY (Hibpo3y i biaiapHoro
upo3y [1,5]. Bes cBoeuacHoTO JiKyBaHHS XBOpoOa
MPOTPECYE, YACTO MPU3BOAUTD /10 TIEUiHKOBOI HEJ[0-
CTAaTHOCTI i HeOOXiTHOCTI TpaHCIIAHTAITI [7].

Kniriuno PFIC y miTelt nposBiS€TbCS KOBTSHU-
11€10, BUCHAXKIMBUM CBepOekeM, MaibabcopOIieo
Ta 3aTPUMKOIO POCTY, 1110 CYTTEBO BIIMBAE HA SIKICTh
sxutTd [10]. HesBaxkatoun Ha pifiKicHICTh 3aXBOPIO-
Banns 1 va 50 000—100 000 napomzkens) [8], cyuac-
Hi TOCTiIKeHHS CBiluaTh MPO 3HAYHUU TIporpec
y BUBUYEHHI HOTO MOJIEKYJISPHUX MEXaHi3MiB, a Ta-
KO’K BIIKpUBAIOTh HOBI T€pPanieBTUYHI MOKJIUBOCTI —
BiJI 3aCTOCYBaHH 1HTIOITOPIB TpaHCIIOPTEPa JKOB-
yaux kucjaot (I'THKK) go xipypriuHux MeTo1iB
YaCTKOBOTO Bi/IBe/IeHHS sKOBYI [3,9].

Ortxe, panne BusBiennas PFIC, Touna renetnyna
BepudiKailisg Ta MyJIBTAUCITATITIHAPHUN TTAXIJ] 710
JIIKYBaHHS € H/I3BUYAWHO BaXXJIUBUMU JIJIs1 3A110-
GiraHHs TPOrpecyBaHHIO 3aXBOPIOBAHHST Ta TTi/IBH-
MIEHHS SKOCT1 )KUTTs MaIlienTiB [6].

Mema nocaigKeHHsa — OLIHUTH KJIiHI4HI, 610Xi-
MiuHi i1 icuxodizuani mpossu PFIC y miteit, a ta-
KO e(heKTUBHICTh PI3HUX ITiIXOIiB 70 JTIKyBaHHSI
(KoHCEPBATUBHOTO, (hapMaKOJIOTIYHOTO 1 Xipypriy-
HOTO0) Ha OCHOBI JIOCBily pehepeHTHOTO IEHTPY.

Marepiayu i METOU 10CJIIZKEHHS

Jlocmipkeno kiainiuni gaui 7 aiten i3 PFIC, axi
nepebyBasi Ha CIIOCTEPEKeHHI B pedepeHTHOMY
IEHTPI XOJECTATUIYHUX 3aXBOPIOBAHD MEYiHKA B Ti-
teit (nami — lentp) (sikapua Caroro Mukonas
KHII «JIpBiBCbKe TepuTopiajibie MeguuHe 00’el-
HaHHs «baratonmpodisbHa KiriHigHA JIiKapHs iHTEH-
CUBHUX METO/IiB JIKyBaHHA Ta MIBUIKOI MeJIUUHOL
noromorus ) y epiozx 2020—2025 pp.

[TarienTiB no/IiJIeHo Ha TPY MIATPYITN BiIIOBITHO 10
renetnyHo BepudikoBanoro tumy PFIC: PFIC1 —
3namienty, PFIC2 — 2 natientn, PFIC3 — 2 namientn.

Bik marfienTiB Ha MOMEHT 3aJTy4eHHS 10 TOCJIi-
JUKEHHS He BAKOPUCTAHO K CTpaTUgiKaIli oI Kpr-
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Tepiii, ofHaK 000B’I3KOBO ITPOAHAII30BaHO BiK /1e010-
Ty KJIIHIYHUX TIPOSIBIB 3aXBOPIOBaHHS (1UB. TaOI. 2),
110 /IaJT0 3MOTY OIIHUTH PaHHII MOYaTOK i (heHOTH-
noBy Bapiabesbhictb PFIC y mocomipkeniii Koropri.

[liarno3 PFIC BcTanoBseHno Ha mizicTaBi cCyKy-
HOCTI KJIIHIYHUX IIPOSBIB, 1ab0PaTOPHUX TOKAZHM-
KiB i pe3yJibTaTiB MOJIEKYJISIPHO-TEHETUYHOTO 10Ci-
oKeHHs. [eHeTuHe TecTyBaHHS BUKOHAHO METOIOM
CEKBEHYBaHHS HOBOTO MTOKOJIiHHS (next-generation
sequencing — NGS) i3 BUKOpUCTAHHSM MTaHei TeHiB,
acoIiIOBaHMX 13 X0JIeCTATUYHUMU 3aXBOPIOBAHHA-
mu niedinky (3okpema, ATP8B1, ABCB11, ABCB4)
y pedepenTHiii mabopatopii (Sapiens, Himeuunna).

14 o1iHIOBaHHS KJIiHIYHOTO CTaHY TAIliEHTIB
IPOAHAI30BAHO TaKi TapaMeTPH: BiK 1e010TY JKOB-
TSHUI, IHTEHCUBHICTh cBepOEKY 3a Bi3yaJbHOIO
anasorosolo mkajoio (Visual Analog Scale — VAS),
HasSIBHICTH JKOBTSTHUII, a TAKOXK PiBHI 6iyipy06iny,
anmaninaminorpancdepasu (AJIT), acnapraramino-
tpancdepasu (ACT) i ramma-riayTaminTpanchepasu
(TTT) Ha MOMEHT IIEPBUHHOIO OOCTEKEHHSI.

DizuvyHuil PO3BUTOK OIlIHEHO 32 iHAEKCOM Macu
tina (IMT) i koediienTom possutky (development
quotient — DQ), axuii po3paxoBaHoO K BiTHONTEHHS
MICUXOMOTOPHOTO BiKY /10 XPOHOJIOTTYHOTO BiKY, T10-
mHoskeHe Ha 100.

[TcuxoemorttiiiHuit cTaH OI[iHEHO 34 MKAJIOI0 TPH-
BoskHOCTi Tamisbrona (Hamilton Anxiety Rating
Scale — HAM-A), 1o BKJfo4yae 14 myHKTIB i 1a€ 3M0-
'y KiJIbKICHO OITIHUTHU PiBE€Hb TPUBOKHOCTI.

JlikyBaHHS TAIliEHTIB MTPOBEEHO BiTIOBITHO /10
Cy4aCHUX MIKHAPOJHUX PEKOMEH/IAIli i, 30KpeMa,
npusHayeHo KoHcepBaruBHy Tepartiio, ['T/KK, a ta-
KO’K BUKOHAHO XipypTiuHe BifiBeIeHHS KOBYi 3 T0-
JIAJIBIIOI0 TPAHCIIJIAHTAITIEIO TIEYiHKY B TAIIEHTIB 13
TSKKUM 11epebiroM 3aXBOPIOBAHHS.

EdextuBHicTb JiKyBaHHS OIlIHEHO 32 IMHAMIKOIO
KJIIHIYHUX 1 1aGOpaTOPHUX IOKA3HUKIB Y IIpoieci
criocrepeskeHHs (MMOPiBHAHHS iH/IMBIlyaTbHUX 3HA-
4eHb JI0 1 micJIst Tepartil), 30Kkpema, piBHiB OiipyOiHy,
tpancaminas (AJIT, ACT, I'TT), intercuBnocTi cBEp-
6Ky 1 3araJIbHOTO KJITHIYHOTO CTaHy TAIli€HTIB.

Yei narienTu nepeGyBasiu i1 AHHAMIYHIM HATJIsI-
JIOM MYJIBTUTUCITUTIIIHAPHOT KOMaH M (TIe/[iaTpiB,
rernaToJIoriB, TEHETUKIB 1 ICUXOJIOTIB), SIKa PETYJIIp-
HO oIliHIoBaJIa (hi3UUHMH i ICUXO0EeMOITIHUI CTaH.

[locizkeHHs BUKOHAHO BIZITIOBITHO /10 TPUHITN-
miB lembcincbkoi gexmapartii. [IpoTokos gocimKeH-
H$1 YXBaJIEHO JIOKQJIBHUM €THYHUM KOMITeTOM yCTa-
HOBU. Ha mpoBeneHHs MOCHIPKEHHSA OTPUMAHO
iHbopMoBaHy 3roy OaThbKiB IiTei.
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Tabnuys 1
FeHeTUYHM Npodpinb naudieHTiB
MauieHT Twun PFIC leH Binok JlikyBaHHA

1 PFICI ATP8BI1 FIC KoHcepBaTtnaHe

2 PFICT ATP8BI FICT KoHcepBaTvBHe

3 PFICT ATP8BI FICT KoHcepsaTuBHe

4 PFIC2 ABCB1 BSEP Xipypris + TpaHcnnaHTalis

5 PFIC2 ABCB1 BSEP Xipyprig + TpaHcrniaHTauis

6 PFIC3 ABCB4 MDR3 KoHcepBaT1BHe

7 PFIC3 ABCB4 MDR3 [TXXK

Tabruys 2
KniHiuHi nposiBu i na6opaTopHi NOKa3HUMKU HA MOMEHT 3BEPHEHHSA
MokasHuk PFIC1 (n=3) PFIC2 (n=2) PFIC3 (n=2)

Bik ne6ioTy, Mic (0iana3oH) 4-6 2-4 10-14
Ceepbix (VAS, 6anis) 6-8 8-10 5-7
KosTtanuus, % 100 100 50
Binipy6iH, MKMONL/N 70-180 90-200 60-110
ANT, Op/n 120-250 200-400 100-180
ACT, On/n 100-220 180-350 90-160
T, On/n 50-120 80150 150-250

3 orysay Ha Masty BUOIpKY ZOC/IiIKeHHsT poboTa
Mae onmcoBuil xapakTep. CTaTUCTUYHI TTOPiBHSHHS
MiX TZITPyNIaMU He TIPOBEEHO, a Pe3yJbTaTu
HaBeJleHO y BUTJA/I IHAUBIyaJIbHUX 3HAUYEHD,
Me/TiaH i Jliala3oHiB.

Pe3yibraT 10CHiI7KEHHS
Ta iX 00roBOpPeHHs

o nocaimxenoi koropru aiteil i3 PFIC ysiiinio
7 mali€eHTiB, SKUM IPOBEJIU KOMIIJEKCHE
obcTeKeHHs, 30KpeMa, KIiHiuHi, mabopaTopHi
I TEHEeTWYHI JOCJIJKeHHS. Y CiX Mali€HTiB
BepudikyBasu 3a MOMOMOTOI0 TEHETUYHOTO
TecTyBaHH, 1o nigrBepausao aiaruo3d PFIC,
1 MOJIJINJIN HAa TUNU 3aJIeKHO BiJ T€HEeTUYHOTO
nedexry (tadu. 1).

3a oTpUMaHUMU JaHuMU, cepen 7 (42,9%) miteit
tpoe masii PFIC1, moB’sa3anuii i3 MmyTaiisiMu B TeHi
ATPS8B1, mo xoxye 6imok FIC1. ¥ nux mamieHris
KJIiHIYHA KapTUHA MPOSBJIAIACS 3aTPUMKOIO POCTY
i IepeBa’kHO BHYTPIIIHbOTIEYIHKOBUM X0JIECTA30M
i moMipHuM cBepbekeM. Y ci BOHU OTPUMYBaJIU
KOHCepBaTUBHY Tepamiio (ypPCcoae30KCUX0JIEBY
kucaoty (YXK), xonmectupaMin i miATPUMKY
JKUPOPO3UMHHUMU BiTaMiHaMN ).

JlBo€ (28,6%) miteit mas PFIC2 i3 myTartisitmu
B reri ABCB11, mo xoxye 6iok BSEP. XBopoba
B HUX MaJIa TSUKKUI epebir i3 paHHiM LUPO30M I1e-

YiHKM 1 BUpasKeHUM cBepOeskeM, 110 II0TPedyBaIo
XipypriuHoro Bi/IBeIeHHS >KOBYi 3 MOAAJBIIO0
TPaHCIJIAHTAIlEI0 TeviHKY. Taxi jaHi miIKpecIioi0Th
3Hauytictb reHotuiry PFIC2 sixk mporHoctuunOoro
YMHHUKA TSKKOCTI 3aXBOPIOBAHHS.

[Ile nBoe (28,6%) mamientis maau PFIC3,
3ymoBJiennit myTaiisimu B redi ABCB4, mo konye
6110k MDR3. Kiiniuni mposiBu 6yjid MEHIII BUpa-
skenuMu 3 migsuiiieHHsaM [TT 1 i3HbOIO TOSIBOIO
cuMitomiB. OIMH MAIIEHT OTPUMYBAB CTAHAAPTHY
KOHCepPBAaTUBHY Tepallilo, TOAl IK y Ipyroro Ha TJi
sactocyBanus IT/KK Gisbin BupakeHo 3MeHIIMIa-
cs1 IHTEHCUBHICTH cBepOesKy 3a VAS, MO MIINITHCS
n1a60paTOPHi MOKA3HUKHU X0JIecTasy (3HUKEHHS
piBuiB 6ixipy6iny, AJIT, ACT i I'TT) i saranbuuii
KJIIHIYHUU CTaH MOPiBHSIHO 31 CTaHIapPTHOIO Tepa-
Ti€l0.

Orxe, aHasi3 JiKyBaJbHOI TAKTUKH 3aCBiTUYNB, IO
PFIC2 naitvacrirre morpe6GyBaB arpecBHOTO Xipyp-
riYHOTO BTPYy4YaHHs 1 TpaHCIJIaHTallii, TOAl 9K
PFIC1 i PFIC3, ocobmBo 3a oMipHOTO T1epebiry,
Bi/INOBIIa/IK Ha KOHCepBaTUBHY a60 (hapMaKoIoriy-
HY Tepariio, 10 1aJ0 3MOTy YHUKHYTH PaHHBOI
TpaHCILIaHTAIlil.

Ha momenT 3BepHeHHs 10 LleHTPY B NallieHTiB
Bifi3HavamMCs pisHOMaHITHI KJIiHIUHI TPOSIBY Ta Jia-
6opaTopHi anoMmaJii, 3a sskumu BusHauasm Tunt PFIC
i TsKKiCTh X0sTecTasy (Tabir. 2).
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Tabnuys 3
®Di3nYHNIA PO3BUTOK i NCMXOEMOLiiHUI CTaH
MokasHuk PFIC1 PFIC2 PFIC3
IMT (OUiIHIOBAHHA BIAHOCHO BIKY) SHVDKEHHSA/HVKHA MEXa HOPMY SHVDKEHHA B MEXax HOpMU
QD (koediuieHT po3BUTKY) 85-95 70-80 90-100
TpPUBOXHICTb (38 HAM-A) nomipHa BMCOKA nomipHa

Bik n1e610Ty cMMITOMIB y HAIi€HTIB BiPi3HSIBCS
Mix migrTunamu PFIC. ¥ xoropTi naiienTiB i3
PFIC1 (n=3) mepriri mposgBu 3aXBOPIOBAHHS BUHU-
KaJIi IpUOJIM3HO Y Billi OJIM3bKO 5 MicsiliB. Y marti-
entiB i3 PFIC2 (n=2) ne6ioT BijzHauaBcs paHiiie —
6m3bK0 3 Micsnis. HatomicTh y marieHTiB i3
PFIC3 (n=2) kniniuni nposiBU 3 IBJISINUCS Mi3Hi-
1ie — pubM3HO y Bitti 12 micsis. Pesynsraru cro-
CTepesKeHHsI 3aCBIUNIIN MOKINBY Bapiabe/bHiCTh
BiKy 71€6I0TY 3aJI€KHO Bijl FeHETUYHOTO ITiITHITY, O/I-
HaK MOTPeOYIOTH IMiATBEPKEHHS B O1/IBIINX OCITi-
TKEHHSX.

[HTeHCUBHICTD CBepOEsKYy, omiHena 3a VAS, y marti-
entiB i3 PFIC1 konuBasacs B Mexax 6—8 6auiB, Tofi
sk y natienTis i3 PFIC2 cBepbisk 6yB 6isbin Bupa-
skeHnM — 8—10 GaJriB, 110 BiANOBIAAJIO TSIKKOMY CTa-
Hy. Y naientis i3 PFIC3 c¢Bepbixk oriHiOBaBCS SIK
noMipauii — 5—7 6ais. OTpuMaHi 1aHi 3acBigunIm
MOkMBY acortiaiito Mixk Turiom PFIC i Bupaskenic-
TIO CBEPOEKY.

JKoBTsiHUIS cTiocTepirajiacs y BCiX HAIli€HTIB i3
PFIC11i PFIC2. Bogrouac BoHa BiJi3Havaacs JHIIe
B oxnoro namienra 3 PFIC3, 1110 Bifosiziaio Jerio-
My Tiepebiry i msHboMy Ae00TY.

JlabopaTtopHi TOKA3HUKN BKA3yBaJIW HA CTYTIiHb
ypaxentst neuinku. Cepezniii piBerb 6imipybiny
npu PFIC1 xonuBaBcd Bim 70 MKMOJbB/7 110
180 mxmomn /1, mpu PFIC2 — Big 90 MrkMoJIb /71 10
200 mxmosb/71, a ipu PFIC3 — Big 60 MmxMoms /71 10
110 mxmoutb /i1 11i gani 3acBigumiy HaitbiIbIIe mij-
BUIIEHHS JKOBYHUX TTirMeHTiB y narienTiB 3 PFIC2,
110 Bi/IMOBI/IAJI0 TSZKKOMY KJITHIYHOMY 1epebiry XBo-
pobu.

[Mokasuuku AJIT i ACT Takosk BimoOpaskaim TsK-
KicTb rematoriesiossipaoro ypaxkenHst. [Ipu PFIC1 pis-
Hi AJIT komusamucs Bix 120 On/n 1o 250 On/m, ACT —
Biz1 100 Op/a 1o 220 Op /. 1Ipu PFIC2 AJIT nocsras
200—400 On/1, ACT — 180—350 O/, 1110 3aCBi4MIO
BUpakeHe ypakeHHs mnedinku. llamienTtn
3 PFIC3 maym nomipHe nigBuineHHs: (pepMeHTiB:
AJIT - 100-180 On/m1, ACT —90-160 On/m.

Famma-rayramisTpancdepasa, Mapkep XojecTasy
Ta ypaskKeHHs JKOBUHKX IIPOTOKIB, OyJIa IiIBUIIEHOO
y BCix migTumnax, ajge Habinpm (150-250 Omn/n)
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3HavyeHHs crioctepiranucd rnipu PFIC3, Toxi sik npu
PFIC1 i PFIC2 nokasHuku KOJUBAJUCS Bif|
50 On/m o 120 On /i Big 80 Om/n 1o 150 On /i,
BisimoBiiHO. [le BigmoBigano Bijomomy heHoTUIry
PFIC3, ko xonecTtas acorioeTbes 3 edinutom
dochomimiais i mopymenasam poboru MDR3, mo
npu3BOAUTS /10 TiBuIeHusa ['TT.

OTke, aHaII3 KJITHIYHUX 1 TaOOPATOPHUX JaHUX
3acBiguus, o PFIC2 xapakrepusyBaBcst HallGib1In
paHHIM 1e60TOM 1 HalGIIBII BUPAKEHIM XOJIeCTa-
tudyauM cuaapomoMm, PFIC1 — momipauM,
a PFIC3 — 6isibIil mi3HIM TOYaTKOM i3 TIepEeBasKHIM
migsuneraam IT'T i BigHOCHO Jlerkum 1mepebirom.

Awnainiz HisnIHOTO PO3BUTKY Ta ICUXOEMOITITHOTO
crany xitert i3 PFIC ma MOMeHT 3BepHeHHS MTOKa3aB,
110 Pi3Hi MiATUIIN 3aXBOPIOBAHHS MaJIl celuivaHi
BiiMinHOCTI 3a TokazaukamMu [MT, koeditienTom
po3Butky (QD) i piBHeM TpuBoxkHOCTI 3a HAM-A
(Tabu. 3).

KoeditieHT po3BUTKY, iHTErpaIbHUN TTOKA3HUK
MCUXIYHOTO PO3BUTKY JAUTUHU, MaB CYTTEBI Bi/IMiH-
Hocti Mik migrtunamu. [Ipn PFIC1 QD kosuBaBcs
B Meskax 85—95, 1110 Bi/IMOBia/10 c1abKOMY HOPMaJib-
Homy po3ButTky. [Ipu PFIC2 QD 6yB HaltHuKYMM —
70—-80, 1110 XapaKTepPU3yBaJIOCs SIK MEKOBI BUTIA/IKN
3aTPUMKH TICUXIYHOTO PO3BUTKY, 1[0 MOTJIO OYTH Ha-
CJTIZIKOM PAHHBOTO 1 TSXKKOTO X0JIeCTAaTUIHOTO ypa-
JKEHHS MEeUiHKW Ta OB SI3aHOTO 3 HUM XPOHIUYHOTO
nuckomdopTy, 30kpema 3i csepbexem. Ilpu
PFIC3 QD 6yB 90—100, 1110 BiAMOBI 110 CEPeTHBOMY
HOPMaJIbHOMY PO3BUTKY 13aCBiIYMJIO BiTHOCHO Kpa-
[IMU IICUXOEMOLIMHUN CTAaH [ITeH 13 [UM i TUIIOM.

OmninrtoBanHg TpuBOkHOCTI 32 HAM-A nokasarno,
nio B namienTiB i3 PFIC1 i PFIC3 piBenb TpuBoXK-
HOCTi 6YB OMipHKUM, TOJ SIK y matieHTis i3 PFIC2 —
BUCOKUM, IT0 Y3TO/IXKYBAJIOCS 3 TSKIUM KJITHIYHUM
nepebiroM, paHHiM e0I0TOM CUMIITOMIB 1 3HAYHIM
BILIMBOM Ha SAKicTb ;kuTTs. 11 1aHi Bkasajim Ha Tic-
HUH B3aEMO3B’SI30K MiXK TSKKICTIO (DiI3MYHOTO ypa-
JKeHH4 1 ICUX0EeMOIIHHIUM CTaHOM JIiTei.

Cuin 3ayBaxkuTH, 1m0 B KoropTi naiieaTis PFIC2
ACOIIIOBABCST 3 OLJIBIIT BUPAKEHUMU TTOPYIIEHHSIMU
(hiznuHOTO 1 ICUXOEMOIIHHOTO PO3BUTKY, TOJII K
npu PFIC1 cnocrepiranucs momipHi 3MiHH,
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Tabnuys 4
Pe3ynbTaTu nikyBaHHSA AiTei i3 nporpecyoymm ciMeMHMM BHYTPILLUHbOMNEYiHKOBUM XONecTasom
JlikyBaHHA KinbkicTb naudieHTiB Pesynbrar

KoHcepBaTvBHe 5 MoninweHHs GIOXIMIYHNX NOKa3HWKIB Y 3 i3 5, 4aCTKOBE 3MEH-
LEHHA CBEPOEXY

[TKK 2 3HayYyHe 3MEHLIEHHsS cBepOexy, NABULLEHHS GKOCTI XXUTTS Ta Na-
OOPATOPHMX MOKA3HUKIB

XipyprivuHe BiABEAEHHS XOBUI 2 BioHOBNEHHA (DYHKLUIT NEYiHKI NICAS TPaHCNNaHTaUT, 3MEHWEHHS

+ TpaHcnnaHTauis cBepbexy

a PFIC3 xapakrepusyBaBcs BiZIHOCHO KPAIMMU T10-
Ka3HUKaMU PO3BUTKY. Takuil aHami3 miAKpecJauB
BKJIMBICTHh MYJIBTUTUCITUTIIIIHAPHOTO M1 IXO/LY, 1110
nepeabadaB MOHITOPUHT POCTY, IICUXOEMOIIHHOTO
CTaHy i CBO€YacHe JIKyBaHHs, a TAKOX CITPUSIIIO
OTITUMi3alli1 IOBTOCTPOKOBUX Pe3YJIBTATIB y /IiTel i3
PFIC.

AHaJri3 ikyBaJbHUX IMTiAXO/IIB 11010 7 06cTesKe-
nux xiteit i3 PFIC 3acBinuuB pisny epeKTUBHICTD
3aJIesKHO BiJl 32CTOCOBaHOI Teparii (Tadur. 4).

3a OTpUMaHUMM JJaHUMH, KOHCepBATUBHE JIiKY-
BaHHSI, 110 mepeadavano cTaHAapTHI METOIN M-
tpumku nevinkn (Y XK, xonectupamin, BiTaminm
A, D, E, K), 3actocoByBasu B 5 namienti. Cepen
HUX y 3 [iTell mosmnimncs 6ioxXiMiaHI TOKa3HUKH,
30KpeMa, 3HU3UBCs piBenb Ouripy6iny, AJIT i ACT,
1110 BKA3aJI0 HAa YaCTKOBe BiZIHOBJIEHHA (DYHKIIII 11e-
ginku. OfHaK y TUX cCaMUX TIAI[i€HTIB JIUTIIE YaCTKO-
BO 3MEHILIUBCS CBEPOIK, 110 3aCBIAYNIO0 OOMEKEHY
e(peKTUBHICTb CTaHaPTHOI KOHCEPBATUBHOI Teparrii
[IPY BUPa’KEHOMY XO0JIecTasi Ta iHTEHCUMBHOMY CBep-
Oexi.

[HriGiTopu TpaHCIOPTEPa KOBYHUX KUCJIOT 3aCTO-
cyBasn y 2 nartienTiB (PFIC3, a Takox B 1 ckimagno-
my Buniaziky PFIC2). ¥ 1iif rpyrii 3Ha4HO 3MeHIIN-
Jlacst IHTEHCUBHICTH cBepOEeKy, IO OI[IHIOBAIN 32
VAS, i nonimmmiaics mabopaTopHi IOKa3HIKHU, 30K-
pema, HopMasIidyBaBcst ab0 ICTOTHO 3HU3MBCS PiBEHb
KOH'TOTOBAHOTO OLTipybiHy Ta ITe4iHKOBUX (hepMeH-
TiB (AJIT, ACT, I'TT). Kpim Toro, y naitienTiB 1mi/[B1-
IIMIACS SKICTD JKUTTS, 10 Bi0OPasKaIOCs B 3HU-
JKeHHI TPUBOXKHOCTI, KparoMy cHi 1 anetuTi. 1Li
pe3yJIbTaT 3aCBiTYNIN BUCOKY KIiHIUHY e(heKTUB-
mictb IT/KK y ziteit i3 nomipaum i TszkKuM cBephe-
’KeM Ha TJIi XoJiecTasy.

JlBom marmientam i3 PFIC2, y sikux 6yB TsoKKUi
porpecyoumii XosuecTas i BUCOKHUI pU3nK PO3BUTKY
1IUPO3Y, BUKOHAJIN Bi/IBE/IEHHS KOBYI 3 TOIAJTBITIOI0
TpaHcIIaHTali€elo nedinku. [licasg TpancrranTalii
BifiHOBUJIac (DYHKITIST IEYiHKH, HOPMaJTi3yBaTuCs
smabopaTopHi MOKa3HIKH i 3HAUHO 3MEHIIIBCS CBEP-
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61K, 1110 IaJI0 3MOT'Y TIAI[IEHTAM JOCITTH CTabiJIbHOTO
diszuuHoTO i TICMX0eMoIIiitHOTO cTany. [leit pe3yJib-
TaT MiAKPeCcIoE, o pu TsKKuX ¢popmax PFIC,
ocobsmBo PFIC2 i3 patHiM 1e610TOM i TSIKKUM ypa-
JKEHHSIM TeYiHKHU, XipypriyHe BTPYYaHHS € KPUTHY-
HO BKJIBYM JIJIsT 3a1100IraHHsI IPOTPECYBAHHIO /10
TepPMiHAJIBHOI CTA/Iii TA IMiABUITIEHHS STKOCTI KUATTSI.

[Iporpecytounii ciMmeitHUIT BHYTPITIHBOIIEUIHKO-
BUIH X0J1eCTa3 € PiIKICHUM, aJie KJITHIYHO 3HAYY UM
3aXBOPIOBAHHSM ITEYIHKH, [0 MOTPeOY€E PAaHHBOTO
BCTAHOBJIEHHS /11aTrHO3Y 1 KOMILJIEKCHOTO Be/IEHHS.
Hocsin LlenTpy miaTBep/Ky€ HAsIBHICTD XapaKTep-
HUX KJIIHIYHUX MPOSIBIB Y TAKUX MAI[IEHTIB, 30KPEMa,
PaHHBOTO eOI0TY JKOBTSHUIII, BUPAKEHOTO CBephe-
Ky, 3MiH MEYiHKOBUX (DEPMEHTIB 1 TOpyTiieHb (i3ud-
HOTO PO3BUTKY, 1110 Y3TO/KYETHCS 3 TAHUMU JIiTepa-
Typu [2,6].

3a OTpUMaHUMHU HAMU pe3yJibTaTaMi, KOHCepBa-
TUBHA TePaIIis 3a0e3mevnia ToMipHe MO IITeHHS
B nmarieHris i3 PFIC1 1 PFICS3, tozxi ax PFIC2 no-
TpebyBaB PaHHBOTO XipypriuHOrO BTpydYaHHs abo
TpaHcnianTanii nevinku. i gani kopeawoTh i3
MIKHAPOJHUMU PEKOMEHAIISIMU, SIKI MTiIKPeCIIo-
10Th, 10 BSEP-nedinut npu PFIC2 nos’sa3anmnii i3
BMCOKHM PU3MKOM PO3BUTKY IIPO3Y Ta rernarole-
JIOJSPHOT KapIMHOMU, 1[0 POOUTH CBOEYACHY
TPAHCIJIAHTAIIO0 KJIIOYOBUM METOIOM 30€pesKeHHST
xutt4 [3,8].

[ITomo cyuyacHUX TepaneBTUIHUX MiIXO/IiB, TO 3a-
crocyBanug [T/KK y namientis i3 PFIC3 y naBejne-
HOMY HaMH¥ JOCTIKEHHI CITPUSJIO 3HAUHOMY 3MEH-
MIEeHHIO cBepOesKy 1 moJiMenHio 1abopaTopHuX
rmokasHukis. e kopesioe 3 pesysibraTaMu MisKHa-
POJIHUX CIIOCTEPEKEHbD, 10 CBiYaTh PO e(PeKTUB-
nicts I'T/KK y 3HMIKEHH] XOTeCTATUIHUX CUMIITOMIB
i BirTepmiHyBaHHI TporpecyBaHHst (hibpo3y mediHKm
[2,10].

Y mani hisudHOTO i ICUX0EMOTIITHOTO PO3BUTKY,
32 OTPUMaHUMU HAMU JIAHUMH, Y TIAI[IEHTIB IIOMiPHO
sausumcs nokasauku IMT i DQ, a piBeHb TPUBOIK-
HOCTI Bi/ITIOBIIaB TSKKOCTI cuMmtomiB cBepbesky. Lle
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BI/ITTOBI/Ia€ IAHUM JIOCJII/IZKEHb €BPOTIEHChKUX 11€H-
TPIB, sIKi 3a3HAYAIOTh, [0 XPOHIUYHUI CBEPOiXK 1 00-
MeskeHa (hi3uuHa aKTUBHICTD CYTTEBO BIIMBAIOTD HA
AKICTb JKUTTH 1 ICUXOEMOI[INHUN cTaH AiTel i3
PFIC, o nmigkpecioe HeoOXigHICTb MyJIbTUANCIIH-
MJITHAPHOTO TIIXO/LY /10 JIKYBaHHS, BKJIOYHO 3 TICH-
XOJIOTIYHOIO MiITPUMKOIO [3,9].

MixxHApPOIHI €KCIIEPTH TAKOXK IMTiJIKPECTIOI0TH 3HA-
YeHHsI TEHETUIHO1 BepudiKallii Js1 mepcoHigikoBa-
HOTO TiX0My /10 JikyBaHHsd, ockiabku T PFIC
BU3HAYAE SIK KJIIHIYHMIT 11epe0ir, Tak i epeKTUBHICTD
Tepariii. Y HaBe/[eHOMY HaMU JIOCJIi/I>KeHH] TTiATBep-
JKEHO 1110 3aKOHOMIipHicTh: marientu 3 PFIC2 manu
HAUTSKUMIT KITHIYHKIL epe0ir i HaityacTine norpe-
GyBasTi TpaHCIIaHTaIlil, Toi sik marienT 3 PFICT i
PFIC3 3a3Buuaii pearyBajii Ha KOHCEPBATUBHY Te-
parmito a6o IT/KK.

OTpuMani HaMu pe3yJTbTATH IiIJIKOM Bi/[ITOBi/1a-
I0Th CYYaCHUM MiKHAPOIHUM PEKOMEH/IAITiSIM 1I[0/I0
sezetinst PFIC 3 yrouneHHsIM JTOKATbHUX 0COOJTH-
BOCTei:

* DaHHE BCTAHOBJICHHS [IIarHO3Y i FTeHeTUYHE TeC-

TYBaHHS € KJIIOUOBUMHY CKJIQIOBUMH;
* koHcepBaTuHe JikyBanus Ta [T/KK edexrns-
i 11z PFIC11 PFIC3;

* Xipypriu"e BTpy4YaHHd i TpaHCIIJIAaHTAITiS TIEUiH-

ku HeoOxinHi g PFIC2 i3 TSKKAM X01ecTasoM;

* MYJBTUUCIATITIHAPHUHT Mi/IX11 TToJtinmrye ¢i-

3UYHUY 1 ICUXOEMOIINHUIN CTaH AiTeN 1 miiBu-
NIY€E SKICTb JKUTTSI.

Ortxe, y llenTpi HarpaiiboBaHo MO3UTUBHUT J10-
cBix neTpasizoBanoro Benenus Aiteit i3 PFIC, mo
BI/ITTOBIJIa€ CBITOBUM CTaHAAPTaM i ITiIKPECIIOE BaXK-
JINBICTH KOMILJIEKCHOTO OIIHIOBAaHHSI, CBOEYACHOTO
JIIKYyBaHHS 1 MOHITOPUHTY TAIlIEHTIB.

BucnoBku

AwnaJti3 pe3ysisraTiB 06CTeKEHHS 1 JIIKyBaHHs 7 [1i-
teii i3 PFIC cBiguuTh, 1110 fiarHO3 IPYHTYETHCS HA
KOMIIJIEKCHOMY OIlIHIOBaHH1 KJIIHIYHUX MTPOSIBIB, Jia-
6GOpPATOPHUX MTOKA3HUKIB i PE3YJIbTaTiB MOJIEKYJISAP-
HO-TeHEeTUYHOI'0 TeCTYBaHHS METO/IOM CeKBEHYBaH-
Hs HoBoTO mokoJsiinusa (NGS), mo nae 3mory
yrounutu i PFIC i mpoBecTn fioro MoJieKyISpHY
BepudiKaIio.

Vi martientn o6cTexkeHi i3 3acTOCYBaHHSIM KOMII-
JIEKCHOTO TIIXO/LY, SIKUII 1lepebavyac KiHidHe OIli-
HIOBaHHS, 3aCTOCYBaHHA OI0XiMIYHUX TECTIB, 1H-
CTpyMeHTaJbHe N0CTiKeHHs (yJbTPa3ByKoOBe
JIOCJTI/IPKEHHS TIEYiHKH ), & TAKOK MOJIEKYJISIPHO-Te-
HeTHuHe TecTyBanst. Takuil miaxiz 3abesmeuye 1mo-
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OPUTTHAABHI AOCAIAKEHHSI

BHY KJIIHIKO-1Tab0paTOpPHY 1 reHeTHYHY XapaKTepuc-
THKY 3aXBOPIOBAHHS B KOSKHOTO TAIiEHTA.

OTtpumaHi pe3yJibTaTu JOBOJSTD, 1110 KITHIYHUN
nepebir PFIC 3amexuth Bifi TeHETUYHOTO TIiITHILY
3axBopioBanus. [lamientn 3 PFIC1 xapakrepusy-
I0THCA BiZIHOCHO TIOMiPHKUM TIepebiroM i3 mepeBaskaH-
HSM CBePOEKY 1 4aCTKOBOIO Bi/IIOBIII0 Ha KOHCEP-
BatuBHy Tepanito. [lanientn 3 PFIC2 maooTs
HaUTSKYMI 1epebir i3 paHHIM PO3BUTKOM XOJI€CTa3y
i TpoTpecyBaHHSIM MeYiHKOBOI HEJIOCTATHOCTI, 1110
3YMOBJIIOE€ HEOOXIIHICTH XipypriuHOTO BTPyYaHHs
i TpancmanTarii mevinku. [lamientn 3 PFIC3 ma-
I0Th MI3HIIIMIT 1e00T 1 BiTHOCHO KpaIy BiAMOBi1b
Ha (hapMakosioriuny Tepariiio, 30kpema [T/KK, 110
CYTIPOBOJIKYETHCST 3MEHIIIEHHSIM CBEPOEIKY 1 MOJIITI-
EeHHsIM Gi0XIMIYHIX TTOKA3HUKIB.

OTpumaHi faHi TAKPECTIOI0Th BAKJINBICTD TIep-
COHI(hiKOBAHOTO TI/IXOY /10 BE/IEHHS MAI[IEHTIB i3
PFIC, sikuii 6a3yeTbest Ha MyJIBTUAUCIUTLIIHAPHI T
B3A€EMO/IIi Me/[iaTPiB, TeNATOJIOTIB, FTEHETUKIB, XipyP-
riB i neuxoJioris. Takuii miaxiz gae 3mory 3abesie-
YUTH JMHAMIYHE CIIOCTePEKEHH 32 KJIIHIYHUM CTa-
HOM MaIli€HTiB, KOHTPOJeM JabopaTOpHUX
nokasuukis (6iripy6in, AJIT, ACT, ITT), onintoBaH-
HSIM IHTEHCUBHOCTI CBEPOEIKY, a TAKOK MOHITOPHH-
roM (hi3UIHOTO i ICUXOEMOITIITHOTO PO3BUTKY.

PexomenioBana cTparerisi criocTepeskeHHs 11e-
penbadae peryaspHuil KJaiHiko-gabopaTopHUIi
KOHTPOJIb KOKHI 3—6 MicsIliB, iHCTpyMeHTaIbHE 00-
CTeKEHHS [Te4iHKU (30KpeMa, YJIbTPa3ByKOBe J10CJIi-
JUKEeHH: ) KOskHi 6—12 MicAI1iB, a B AIliEHTIB i3 TPO-
rpecyourM (hibpo3om abo IUPO30M — 0ATKOBUI
MOHITOPUHT i3 BU3HAUEHHSIM OHKOMapKepiB 1 T1uHa-
MIYHMM Bi3yaJli3alilHUM KOHTPOJIEM.

IIpakTnyni pekomenganii. Ha ocHoBi orpumano-
O KJTIHIYHOTO JOCBILy MOKHA c(hOPMYTIOBATH TaKi
nizxoau 1o Beenns naiientis i3 PFIC:

KoncepBaTtuBHa Teparis Moke 3aCTOCOBYBATHUCS
B TIAIIEHTIB i3 MEHIIT BUPAKEHUMHU TTPOSIBAMU XO0JIeC-
Ta3y abo B pa3i 06OMeKeHOTO0 I0CTYITY /0 crerudiy-
HOTO JIIKyBaHH, 3a0€3I1e4yI0un YaCTKOBE MOJIIII-
meHHsa gabopaTopuux nokasuukis. [TIKK
Yy KOTOPTi HaBe/IeHUX HaMU MAITIEHTIB aCOIIIOETHCS
31 3MEHIIeHHsIM IHTEHCMBHOCTI CBEPOEsKY 1 mijiBu-
MIEHHSM SKOCTI KUTTS, 110 JIA€ 3MOTY PO3TJIgAaTi
IT/)KK gk edexTuBHMIT BapiaHT Teparii B 1iTeil i3
CePeIHbOTSIKKUM 1 TSOKKUM XOJIeCTaTUYHUM CUH-
JPOMOM.

XipypriuHe BifiBe/IeHHS )KOBUYI i TPAHCILIAHTAIlIA
MEYiHKHU 3aIMIIAI0THCS BAXKIMBUMU METO/IAMU JIiKY-
BAaHHS B MMAIIEHTIB 13 TSXKKUM IIPOTPECYIOUNM Tiepe-
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6irom 3axBopioBaHHs, 30KkpeMa, mpu PFIC2, o
Y3TO/KYETHCS 3 TAHUMU JIi TEPATYPH.

OtpuMaHi pe3yJibTaTi CBiYaTh, 10 Pi3HA KJIiHIY-
Ha BIITIOBi/Ib HA TePaITiio 3aJIe5KUTh BiJl TeHETUYHOTO
migrumy PFIC i cTynens ypakeHHs eqiHKH, 1110 00-
IPYHTOBYE HEOOXiIHICTh BEIEHHS TAKMX IMAIIEHTIB
y clielfianizoBaHux neHTpax. Taki neHTpu 3abesie-
YYIOTh MOKJINBICTh KOMIIJIEKCHOTO /IiaTHOCTYBAaHHS
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