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MEPIAHWYH

MeprypdpeTan mepimTwon BAAeog PpéPoug pe TAPATEIVOPEVO
VEOYVIKG (KTEPO, OTO OTTOI0 dICYVWOTNKE TTPOIOVTN OIKOYEVHG £VOO-
NTaTikr YoAdoTaon TOTrou 2. H a00eviig apXIK& OVTIHETWTTIOONKE
HE OLVTNPNTIKG OEPATTEVTIKG HEOO XWPIG IKAVOTTOINTIKG OTTOTEAE-
opoTa. Xe deUTEPO XpOvo LTTEPARON O€ XOAOKUOTOEVTEPOOTOI e
eEWTEPIKN TTAPOXETELON TNG XOARS. MeTG TV eTépPaon N aoBeviig
onpeiwoe VPEDN TNG CUPTI TWHOTOAOYIOG KOI ATTOKATAOTOON TNG
NTaTIkig AsiTovpyiag. (AeAT A" Maidiatp KAv Maven Aénvey 2007,
54(2):169-175)

NEEEIC EUPETNPIACUOU: BPePIKT) XOAGOTOON, TTPOIOUOA OIKOYEVHS
evéonmarTikr) xoAdotaon T01ou 2, avtAiat e§660uV YoAIKWV aAdTwv
(Bile Salt Export Pump, BSEP), yoAokvoToevrepoatopia (Partial Biliary
Diversion).

EIZATOrH

H mpoioboa oikoyevig evbontaTikf xoAdoTaon (Progressive
Familial Intrahepatic Cholestasis, PFIC) eivai piot rpoodeuTikr| niro-
TIKA} V600G TG TaudIKAG NAIKIOG pE AUTOCWUATIKA UTTOAEITOHEVN
KANPOVOMIKGTNT TTOL aipopd 0T diaTapaxh TNG HETAPOPAS Twv
XOMK®WV 0AGTWV. [ePryp&PnKe yio TPATN POP& O HIX OIKOYEVEIX
Amish amroyévawv Tou Jacob Byler, yi'auTo apyik& ovopdioTnke v6oog
Tov Byler. O1 aoBeveig Tapovoidlovy évrovo kvnopé duoavaloyo
HE TO ETTTESO TNG LTTEPYOAEPLOPIVAIUING, (KTEPO, OTEATOPPOIA,
aduvapia BpEPng kai paxiTida. H véoog odnyel mpoodeuTikG og
Kippwaorn ko1 B&vaTo TpIv To £1K0OTO €T0G TNG CWAS.

MEPITPA®H MEPINTOXHZ

OnAv Bpépog voonAeUTnKe 0TV KAIVIKA HOG 0€ NAIKIO 2 Pnvay,
ASyw BpoyxioAiTidag. EmrpdkeiTo yia To deUTepo Taudi parvoTuTi-
K@G LYIWOV YOVEWV pn ouyyevav peTa&l Tous. To rpadTo Trandi Tng
OIKOY£VEIOG, KopiTol eTTiong, ATav LYIES. To PPEPOS YevwhOnKe PETG
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IMINAKAZX 1. AITIA BPEOIKHX XOAOZTAXHZ

A. E§onmaTtika
Atpnoia xoAngdpwv
KboTtn xoAndéyou mépou

B. EvéonmaTikd

1. BAG&Bn nmarokutrépwv
NOIPAEEIG TUYYEVEIS, 10YEVElg
MeTaBoAikég diaTapayés
OnoavpICUWOEIS
Alatopoay€g Bioovveeong Ka
HETAPBOAITHOU XOAIKWDV OAGTWV
IvokvoTikA v6o0g
EMenn ol avtiBpouyivng
YmroBupeoeidiopds
XpwHOOWHIKES avwpoAleg
MopevTepikn dlaTpopn
Neoyvikn alpoxpwpaTwon
AuToGvoON NTTATITION
N6oog Wilson

2. BAéBn xoAnpdpwv
Zovdpopo Alagille
YmromAaoia XoAn@opwv Xwpis
GAeg ovYyyeveig avwpoieg
Néoog Caroli

o1 aveTrrAekTn KONon didpkeiog 37 efdopddwv
HE pUOIoAOYIKG TOKETO Kai Bépog yévvnong 2.950
Yp- H mepryevvnTikg epiodog utrip&e opoAr, evad
EHPAVIOE VEOYVIKO iKTEPO. Agv OjAaoe Kai o1TI{OTOV
pe TPOTTOTIOINHEVO YEAX NG Bpeikiis NAIKIOS.
Katd Tnv eioaywyr] Tou To Bpépog fTav ot oxe-
TIKG Ko Yevikr katdoTaor. Mapovoiale Amia
QVATIVELOTIKH SLOXEPEIR, LTTIKTEPIKA XPoI& dEp-
paTOG, YnAa@nTS ATTOP TTEPITTOL 4 €K., HEYAAN
mpoodio TNy Kol kpavidgpoion. To Bépog kai To
prikog owpartog PBpiokovrav aotnyv 75" E.O.kan n
TMEPIHETPOS KEPOAS peTOED 50™ kot 75™ E.O. XToV
EPYOOTNPIOKO EAEYXO TNG EICOYWYAS DIOTTIOTWONKE
vTTEPTPAvVOapIvooalpia, avénpévn ALP, apéoou T0-
TToU LTTEPYOAEpLBpIVaIpiar Kat uotoloyikr YGT.
ZTnv akTivoypogia 8wpakog (Eik.1) diommoTaen-
KOV UTTEPOEPIOPOS TIVEVHOVWV KOl TPIO KATAYHOTO
TAELPWV He TTWOPO. To evdeXOpEVO KOKOTTOIMONG
OTTOKAEIOTNKE. ZTO LTTEPNXOYPGPNHA KOIAIOG N
NXoOOHA TOL HTTATOG KOI TWV £VOO- KOl €£WNTTO-
TIK®OV XOANPOPWV QTTEIKOVIOTNKE PUOIOAOYIKI].
To Bpégog emropévwg Tapovoiale XoAdaTaon He

EIKONA 1. AkTivoypogpia BipoKos. AIToTMONKavV
VTTEPUEPIOPOS TIVEUPOVDV KAl TPIO KATAYHOTO
TTAELPAIV HE TIWPO.

oaQeig evoeielg paxiTidos.

Qg Bpegiki XoAdoTaon opileTal n) TropdTaon TOv
VEOYVIKOU IKTEpOUL Trépav TG 14ng nuépag (wr|g pe
Gpeon vTrEPXOAePLOpIVaIYia TTOL LTTEPPativel TO 1,5
mg/dl j To 15% Tng oAikAg XoAepubpivng.

Ta aiTia TG Bpe@ikig XoAdoTaong eivar TTOAG
kai oikiAa (Miv.1). AlokpivovTtal o€ e§wnTaTiké
KOl VOONTTIATIKG, GTTOL TO XOAOOTATIKG OUVOPOHO
TIPOKOAEITAN, £iTE AT BAGPN TV NTTATOKLTTEPWY,
&ite atmé PAGPN TV XoAnPopwv.

Mpoxwproape akoAoVBwG o€ eKTEVH dlgpedvon
NG XOAGOoTOONS.

To omveOnpoypd&@nua AITaToS - XoAngopwv (EIK.
2) amékAeioe TNV artpnoia xoAngdpwv. Yrip&e
IKAVOTTOINTIK TIPGOAN Y TOL PAdIOPAPPAKOL ATTE
TO NTTATOKOTTOPA, eV 1 6i086G Tov 0TO €vTEPO
ATav Bpadeia.

O éAeyxog yia AoIpoy6voug TTap&yovTeg , OUY-
yeveig doipwéelg , petafolikd voorjpara, v.Wilson,
IvokLOTIKH, ENenpn ol avTiBpuPivng, avToGvoox
Kol EVOOKPIVOAOYIKG vOooTrjHaTa ATav apvnTIKGS. O
KapOIOAOYIKGG KO 0pOAAPOAOYIKGS €AeyX0G ATOV
Xwpig raBoAoyIké TpoAjpaTO.

H Bioyia fjrrarog kai ) diepedivnon pe CUHPATIKG
péoar, GTTWG KOt 01 EIKGVES OTTO TO NAEKTPOVIKS HIKPO-
OKOTTI0, avEdEIEOV EIKOVA NTTOTIKOV TTOPEYXUHATOS
G €T VEOYVIKAG NTTATITISOG XOAOOTOTIKOU TUTTOU,
pn SioyvwoTiky.

Mop&MnAa pe T Sigpedvnon Tng XoAdoTaong,
€y1ve Sigpebivnon yia Tn poxiTida. XTnv aKTIvoypogia
TNXeOKOPTTIKAG GpOBpwong (Eik. 3) S1ammoTiONKOY
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EIKONA 3. AKTIVOYpO@IO TIIXEOKOPTTIKIS GPOPwONS.
AIOTTIOTOONKOV ONpEi0t OOTIKAG ATPOPIOG pE
AémTuvon Tou @Aoiol, vmepdialdyaon Twv
HETOPUOEWY KOl KUTTEAAOEIOAS Siapdppwaon Twv
YPOHHWV 00TEOTTOMONG.

Onpein 00TIKAG ATPOPIOG He AETTTUVOT) TOL PAOIOU,
LTTEPSIAUYOOT TWV HETAPUOEWV KOl KUTTEANOEIOHG
SIHOPPWON TWV YPAHHGMV 00TEOTTOMONG.

O1 OKTIVOYPOPIESG TWV HOKPWY O0TWV ATAV XWPIG
TaBoAoyIka evpripaTa. O TTpoodlopiopds Tng PiTa-
pivng D kai Tng PTH emifePaiwoe kai epyaoTnpiokd
TN poxiTido.

o TNV QVTIPETOTION TNG XOAGOTAONG KOI TNS
paxiTIdag To PpEPog eTEON O AYWYH PE PAIVO-
BopPiTéAn, ovpoodecofuyoAikd o&0, AITTodIcAVTES
Birapiveg ko €101k diaTpopn pe péong aAboou
TpIyAukepidia. AGYw LTTAOPECTIIHIOG TTOL EPPAVIOE
0TI TTOPEI, TOL XOPNYRONKE KOl YAUKOVIKG aOBETTIO.
To Bpépog €A TNG KAIVIKAG 08 OTOBEPOTTOINUEVN
YEVIKA] KATGOTOON pe 0dnyia va eTTavépyeTal o€

i
AL

EIKONA 2. X1mvOnpoypdipnua Iramos - XoAnpGpov.
ATTékAgioe TNV aTpnoia XOANPOpwv.

TOKTG XPOVIKG S0 THUOTO, ova 156ruEpo TTepiTTou,
YIO ETTOVEKTIPNOM.

2TOUG prveS TTOL BKOAOVONTAY, TO TIPOPIA TWV
NTTOTIKOV SOKIHAOI®OV TOPEPEIVE TTAPOHOIO ME
ekeivo TNG apxIKig eloaywyns, 6nAadr To Ppépog
TOPOLOTAdE LTTEPTPAVOOUIVOOAIHIT, TTPOOSEVTIKG
ETTITEIVOPEVN LTTEPXOAEPLOPIVAIPIT ApéTOL TU-
oV, LYNAEG TIPEG ALP, evad Tar emimeda Tng YGT
o€ eTmaveIANpéveg HETPAOEIG TAV OTAOEPS EVTOG
PLGI0AOYIKWV opiwv. MevikGTEPa N AciTovpyia TOL
ATTaTOG ATAV OXETIKG KOAR Xwpis dlaTaporyr GAAwY
TTOPAPETPWV.

To oUpTrTwpa oL LTTOPRA&BHICE TNV TTOIGTNT
Cwnig Tou Bpéoug TaV 0 EVTOVOG KVNOHOS YI TO
TMEPIOPIOPS TOL OTTOIoL SOKIPGOTNKE LOPOELLivVN,
XOAEOTUPOIVI KOl PIQAUTIIKIVI XWPIG ONHavTIKS
OTTOTEAEOPOTO.

H KAvikij eikéva Tov Bpé@oug, 0 yevopevog EAey-
X0G TToU &fYe aTroKAEITEl GAAEG TTIBAVES dlayVAOEIS,
N XOPOAKTNPIOTIK& 0TOOEPG PLOIONOYIKA TIUK TS
YGT Ko n evixp QvTaTroKpIon OTr XOPNYOUHEVN
oLVTNPENTIKN BEPATTEVLTIKH OywYr], 0dnyovoav AoV
TN dIYVWOTIKA HOG OKEWPN TTPOG TNV KATELOLVON
TV dlatapaywv Tng Ploovveeons f Tou peTafo-
ANOpo0 TwV XOAIKWV GAGTWV.

270 ATrOip oLVTIBEVTAN HUO €16 XOMKWY 0EEWV, TO
XOAIKG Kail TO XNvodeao&UXOAIKS (TTpwToYevH XOMKS
o&€a). Mpiv Tnv €kkpior] Toug oLLEDYVLVTOI pE TN
YAvkivn Kai T Tavpivn. Katd To yebpa, n XoAndoxos
KUOTN ovoTréTal Kol amo&AAel YoAikG o&€a oTo
€vTepo yia va vtrofondndei n amoppdpnan Touv
Aitroug kai Twv AImrodioAu TV BiITapivadv. To 95%
QUTWV EMOTPEPOLY OTO TTAP HEOW TNG TTVAGTOG
KUKAO@OpIOG Kal TTpocAapPavovTal amé Ta NTra-
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HITATOKYTTAPO

XoAnotepOin

CYP7A1/CYP27A1

Yoo

3B - HSD / AKRID1 OO
{ MDR3

XoAkd 0&n Xewode0EIKO 0ED
BAAT 1o ,  OATPNTCP
QUCSU%H 000
(@) o
OO ©
°© "o

HITATOKYTTAPO

Phosphatidyl
choline

J

Kvkhopopia moraiog prefog

EIKONA 4. XynpaTikf ameikévion Tou peTaBoAIoHO0 TV XOMKWY OAGTWV.

TOKOTTOPO (EVTEPONTIATIKGG KUKAOG), £V TO 5%
amoB&AAOVTON OTO KOTTPAVA KOl OVTIKOBIOTAVTO
pe de novo oUvBear| Toug aTO HTTOP (€IK. 4).

ASYw TNG mMOAvVETNTAG ) XOAGOTOON VO OPEMETAN
o¢ dlaTapax 0Tn oVvOean Twv XOAIKWV 0&€wv,
xopnyndnke oto Ppépog xnvodeaofuxoAiké o&o
(Chenofalk) xwpfs, 6pwg, BeAtiwon.

Me 11 diGryvwon mA€ov Tng diaTapayrg oTo pe-
TOPOAIOHS TV XOAIK®V aAGTwY, o0& NAIKIa evog
€TOUG 1 00BEVAG EOTEAN O€ KEVTPO TOL EEWTEPIKOV,
omou emPefaiwbnke n didryvwon Tng Tpoiovoag
olKoyevoUg evdonTraTikig XoAGoTaong TOTTOL 2
(PFIC 2).

H aobeviig ev ouvexeia LTTEPARON o€ e§wTEPIKA
eKTPOTTA TNG XOAS He oTopia. Ze améoTaon 15 ek.
o1ré To oUVOeTO Tou Treitz, £yIve EKTOMI EVTEPOL
prjkoug 10 €k., TO OTT0i0 XpnoIpoTToIBNKE WS 0dN-
YOS Yot TV eKTPOTIH TNG XOAAS péow e€mTePIKAg
oTopiog (EIk. 5).

Mévte priveg peTd TV mépPoon, n aobevig fTav
o€ KA Yevikr] KaTdoToon, efxe BeATIBE 0 kvnopds,
EVM Ol TIPEG TNG XOAEPLOPIVIG KO TWV TPAVOOHI-
vaowv Ppiokovtav og puoioAoyIké Gpia. XuvEICe
va dioTpégeTan pe €161K6 YoAa (MCT Peptide) ko
va AopBaver AmrodioAvTéG PiTapiveg kot oupoode-
008UXOAIKG 0&V.

H ao0evrig BpiokeTal 0€ TAKTIKY TTAPAKOAOVONOM
pe TNV EATTIOO N VT TUEN KIPPWTIKWY OANOIDTEWV
va omroowBnOel, dOTE N aVAYKN HETAPGOXELONG VO
HETOTEDE OTO OTTATEPO PEANOV.

2YZHTHXZH

‘Ewg ofjpepa €xouv meprypa@ei SiGgpopol @ai-
VOTUTIOI TG TTPOIOVONG 0IKOYEVOUG EVOONTIATIKIAG
XOAGOTOONG, YIO TPEI§ ATI6 TOUG OTTOI0VG £XOLV
TTPOCOIOPIOHE TO HOPIOKG EAATTOHATAL.

2tnv PFIC1(v. Byler) n petéAAaén PBpiokeTon oto
yovidio FIC1 ATP8B1 1rou kwbdikotrolel piot ATPGon
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EIKONA 5. E€wTepik ekTpOTTH TNG XOAS pe oTopia. Ze améoTaon 15eKk. amd To oUvdeopo Tou Treitz,
€yive ekTopr] evTépou prikous 10eK., TO OTTOI0 XPNOIHOTIOINONKE WG 00NYOS YOt TNV EKTPOTTH TN XOArS

péow e§wTEPIKAG OTOMIOG.

TOTIO0UL P, N OTTOIO TNBAVOV VOt CUPPETEXEI 0TI HETO-
POPA& TWV OPIVOPWOPONITTISIWV OTO NTTATOKOTTAPO.
AUTH N TPwTEiVN, EKTOG TS TO ATTOP PPioKETAN
OTO €VTEPO KOI TO TTAYKPEQS, YIavTo otnv PFICT
TOPATNPOVVTAI KOl £EWNTIOTIKEG EKONADOEIG, TG
diGppoia i) TaykpeaTiTIdA.

Z1nv PFIC2 n petdAAadn PpiokeTar oTo yovidio
ABCB11 trou kwdikoTroiel Tnv avTAio e€66ov Twv
XOAIKwV aAdTwv (Bile Salt Export Pump,BSEP). H
NTTATOKVTTOPIKI OUYKEVTPWOT TWV XONKWV 0EEwV
00nyel o€ NTTATOKLTTOPIKH PAGBN KOI TTPOOOEVTIKG
Kippworn Tov ATTOTOS.

21nv PFIC3 n petéMaén PpiokeTon oTo yovidio
MDR3  ABCB4, T0 01100 KWOIKOTTOIET PG (PUTPO-
AmdIkr AITréon TNG owAnvopIoKrs pepPpdvng Twv
NTTOTOKUTTAPWV.

H SiGyvwon Twv Siatapaydv Tou peTafoAiopol
TwV XOAMK®V 0AGTwV TiBeTOI QTTO:

A. TV KAIVIKT] EIKOVQ

B. Ta epyaoTnpioké eVpAHATA TNG XOAGOTOONS
Ko TNG paiTiIdag (pualooyikf YGT aToug TOTTOUG
PFIC 1,2)

I'. Tov TpoadiopIops Tav XOAIKWY 0wV 0pou Kot
XOAAG pe TN péBodo FAB - mass spectrometry (fast
atom bombardment ionization mass spectrometry)

A. Tnv avoooioToxNuEi NTTATIKOD 16TOV

E. T0 yovidiakd éleyyo

H y-yAouTtapvlotpavagpepdon (y GT), éva évCupo
TToU KaTe€o v av&avel oTa HIAPOPA XOAOOTOTIKG
OUVOPOHO, KUHAIVETO EVTEG TV PUTIONOYIKWV Opi-
WV 0TI X0A0OTATIKNA V600 ToV aoBevav auT®v (PFIC
1,2). To epyaoTnpiaKé auTé «Tropddo&oy Ppioker e€r-
ynon oto yeyovos 611 'y GT, Trov uTr6 pUOIOAOYIKES
ouvorkes PBpiokeTal oTABEPG oLVOEdEPEVN HE pinx
«GYKLPO YAUKOGUA-WO@ATISUAO-IVOGITOANG OTN
owAnvapiokn pePPpdvn Twv NTTOTOKLTTEPWY, dev
av&Gvel, BIOTI 0 SeOPGG AVTOG eV KATAOTPEPETA
o1é TNV KOBOPTIKH 6PEON TwV XOAIKWDV CAGTWY,
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AGYw TNG XOHNAAS TTEPIEKTIKOTNTAS TOLG OTN XOA
TWV GOBEVAV OUTWV.

H BepatrevTIKi] TTPOCEYYION TWV OIOOEVWV ETTI-
XEIPEITOI:

A. ouvTNPNTIKG PE €1BIKNA BIATPOEPT| pE péong oAV-
oouv TpryAukepidia, AirodioAuTEg Bitapiveg (ADEK),
ovpoodeoouxoAiké o) TTov TpoTroTrolel T oL-
YKEVTPwON pe ETIKPATNON TWV AIYOTEPO TOSIKWDV
XOAMKWV 0AGTWV. XOAEOTUPOWIVY, PIPOPTTIKIVI KOl
OVTIOTOMIVIKG XPNOIHOTIOI00VTal XIS 161aiTEPN
EMTUXIO 0T BEPATTEIGr TOL KVNOHOD.

B. X€IpOLPYIK& PE XOAOKVOTOOTOICK, XOAOKUOTO-
EVTEPOOTOHIO, EIAETKO by-pass, eowTePIKA TTAPOXE-
TEVON TNG XOArG OTNV 0VPOOAXO KUOTN Kol TEAOG
HE HETOPOOXELON [TTATOS.

ZNHOVTIKG PEIOVEKTAHOTO TNG XOAOKUOTOOTOHIOG
eivon n ENenpn avTITEPIOTAATIKOU HXAVIOHOU KOl O
KIVOUVOG XOAOYYEIITIOOG, EVAd N E0WTEPIKI TTAPOXE-
TELON TNG XOAS OTO €vTePO (EINETKS by-pass) ouxvd
EMTAEKETAN PE ETTIHOVO dlappoikd ovvdpopo.

Mo TNV e0wTEPIKA TTAPOXETELON TNG XOAG OTNV
ovpodBEX0 KUOTN LTTAPXOLV ETTIPUAGEEIG, AGYW TOL
KIVOUVOU KOPKIVOYEVEDNG ATTO TO XPOVIO EPEBIOHO
ToU BAevvoySvou aTré Th XOAH.

H Texviki Tng YoAokvoToevTepoaTopiog (Partial
Biliary Diversion, PBD) reprypdipnke 1o 1995. X16%05
NS €ivon va SIOKOTTEN 0 EVTEPONTIOTIKGS KUKAOG, (30TE
VO HEIWOET N OLOOWPELOT TWV TOEIKWV YONKWV
OAGTWV OTO NTTATOKOTTAPO TTOL BC CUVETTAYGTAV
TNV TPOOSEVTIKH KATAOTPO@H Tov. MpodTdOeon
YIO TNV £OpHOYA TNG €ival vor unv €xouv eTTEABEI
KIpPWTIKEG BAGPes oTo jrap. DaiveTan o€ yevopeveg
Browieg 611 n emépPaon 6xi pévo avoyanTiCel, GAAG
BeATiddvel TIG BN LTTAPXOLOEG NTTATOKVTTAPIKES
oAoIdoElG. ZnpavTikA gival ) oupoAf Tng oTnv
LTTOXWPNOT TOL KVNOHOU. MeTOBETEI GTO XPOVO
TN HETAPOOXELAT, TTOL HEXPI TIPOOPATO OEWPEITO
povadikf Beparreia TG véoou, 6Tav n mPoioloa
OIKOYEVHG £VOONTTOTIKY XOAGOTOON OTTOTEAOVOE pick
o116 TIG A0V OLVAOEIG eVOEIEIG TNG OPOOTOTTIKIG
peTapdéoyevong AraTos. TéAog, avoiyel evoiwveg
TIPOOTITIKES KOMl VIO GAAGH XOAOOTOTIKG OUVOPOa 0T
otoia Bpiokel epappoyr], 6TTwg To 0. Alagille.

H opBoToTiki HeTapGoXELON ATTOTOG ATTOTEAES
pIIkA Bepateia TNG v6oov, I8IKG GTAV LTTEPXEI
Kippwar, oAAG eVEXEl TOLG YVWOTOUG KIVOUVOUG
NG HETOPOOXELONG KO TNG XPOVIOG OVOCOKATO-
OTOAAG.

H aA\oyevig HETOPGOXEVOT NTTOTIKAY KUTTEPWV

(ex vivo yovibiokr Beparreia) aroTeAel eVOAAOKTIKA
TPOOTITIKA TNG OPOOTOTTIKAG HETAPOOXEVONG. Me
TN XPrOn GVaGLUVOLAOHEVWV PETPOIWV YIVETOI N
HETOPOPA PUTIOAOYIKWV YOVISIWV 0T TTAOXOVTO
NTTATOKOTTOPQ, TQ OTTOIC, YEVETIKWG d10pBwpéva
AE0V, ETAVEIORYOVTAI OTOV OIODEVI] HEOW TWV
HETEVTEPIWV 1] TWV OPPOAIKAV ayyeiwv. H TeXVIKA
BpiokeTal akSpa o€ TEIPAPATIKG 0TGOI0, GAAG arTo-
TeAel T BepaTreLTIKN EATTIOO TOL PEANOVTOG.

H TrepitrTwon Tng 0o8evous pog APBE va TTpooTE-
Bel 0TIG AAAeG 200 TrepiTov oL €X0LV avapePOEl
péxp1 TV TeAeuTaia 5eTion 0T d1EOVT| BifAIoypapiar.
ZNHEIOVETAI OTI AV KOI Ol TTIPWTES TEPITITWOEIG
TEPIYPAPNKAV OTOUG OITTOYGVOUS TOL Jacob kai
s Nancy Byler, orjpepa T kpoUopaTa apopovv
A€oV 0€ GTOpA Kal TwV 600 PUAWY Kal GAwV Twv
PLAWV.

ZavaPAéTovTag o@aipik& 6A0 TO PAOPA TWV
XOAOOTATIKWY GLUVEPOHWV TNG PpePIkig NAIKIag,
kaToAféape oTo oupTrépaocpa 6Ti n diagopodio-
YVWOTIKI] HOG OKEWPN TIPETTEN TTAEOV VO TrEPIAGBAvel
TNV TTPOIOVOX OIKOYEVH] EVOONTTOTIKY XOASOTOOT) O€
TEPITTWOEIG PPePIKAG YoOAdoTOONG Kol 6T N dia-
YVOOTIKH HOG QAPETPA O TIPETTEN VO PTTAOUTIOOET
HE TEXVIKEG, OTIWG O TTPOCDIOPIOPSS TWV XOAIKWV
oAGTWV Kal n av&Avon Thg o0oTOoNG TNG XOARS.

H €ykaupn diyvwon Tng véoouv, Tpiv Tnv avé-
TTUEN KIPPWTIKWY GANOIDOEWY, OO ETTITPEYPEI TNV
£OPHOYH XOAOKUOTOEVTEPOOTOHIOG TTOL B BEATI-
®oel TNV ToIdTNTA TNG {WAS TWV AoBEVAV Kal B
HETOBEOEI TNV OVOYKOIOTNTO TNG HETOHOOXELONS
0TO PEAOV.

Familial intrahepatic cholestasis
O. Verigaki, A.B. Skiathitou, E. Lagona
(Ann Clin Paediatr 2007, 54(2):169-175)

The case of a 2-month-old female is described with
neonatal persistent cholestasis. The baby presented
with jaundice, hepatomegaly, pruritus, failure-to-thrive,
craniotabes and bone fractures. Laboratory findings
consisted of hypocalcemia, hyperbilirubinemia of
direct type, elevated liver enzymes but with normal
YGT levels.

The extensive investigation of cholestasis revealed
a disorder in the cholic acids metabolism: elevated
serum cholic acids levels and Bile Salt Export Pump
(BSEP) deficiency, findings which set the diagnosis of
Progressive Familial Intrahepatic Cholestasis type 2
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(PFIC 2).

The administration of medical therapeutic agents such
as ursodeoxycholic acid, ritampicin, antihistamines was
unsuccessful. At the age of twelve months, the patient
underwent an operation of Partial Biliary Diversion
(PBD) with external discard of the bile. Soon after the
surgery both clinical symptomatology and laboratory
parameters improved.

We conclude that biliary diversion in our patient
delayed progression to hepatic fibrosis postponing
liver transplantation which is the treatment of choice
of PFIC.

Key words: Intrahepatic cholestasis, partial biliary
diversion.
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