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B paboTe onvcaH KNMHUYECKII ClyYali MPOrpeccupyioLlero CeMenHoOro BHyTpuneyeHoYHoro xonectasa
TUna — crHapoma balnepa. Y pebeHka ¢ pefikol HacleiCTBEHHON MAaTONOMMeN, HAXOAALErocs Ha IncTe
OXMIaHMA MO nepecagke neyeHu, Ha GoHe KOMMMEKCHON Tepanuu, BKoYaloLweln AneTotepanuio, MeguKka-
MEHTO3HYI0 Tepanuio, yaanocb JOOUTbCA NOIOKMUTENIbHON AUHAMUKNA KIUHUYECKUX 1 1abopaTopHbIX MOKa-
3aTesnen, yCKopeHua TeMNoB GrU3MYeCcKoro, NCMXOMOTOPHOTO U MHTENIEKTYaNIbHOrO Pa3BUTUA, YTO B LIEIOM

ynyywmio nporHo3 onepaTtnBHOro BMeLwaTesibCTBa N KavyeCTBa KNU3HU 60NbHOTO.
KnioueBbie cnoBa: CMHOpOM Balhnepa; KOHCepBATUBHOE nevyeHne; oeTn.

SUMMARY

The case report describes a progressive familial intrahepatic cholestasis Il type Byler's syndrome with
structural abnormality of the bile canalicular membrane. A child with a rare hereditary pathology,who is on
the waiting list for liver transplantation, on the background of complex treatment, including diet therapy,
drug therapy achieved a positive dynamics of clinical and laboratory parameters, acceleration of physical,
psychomotor and intellectual development, that in general has improved the surgery prognosis and quality

of life of the patient.

Keywords: Byler's syndrome; conservative treatment ; children.

H porpeccupyromuii CeMeiiHbIil BHY TPUIIEYEHOIHBIN
xonecras II tumna (cungpom baiinepa) — HO3070-
rndeckas GopMa BHYTPUIIEYEHOUYHOI'O XOJNIecTasa 13
TPYIIIBL HAC/IACTBEHHBIX 3a00/IeBaHMIT, CBA3AHHALA C
HapyIIeHreM 9KCKPelN XeHO/Ie30KCMXO0IeBO KICTIO-
TBI Yepe3 KaHaJIblleBYI0 MeMOpaHy relaToLyuTa 13-3a
OTCYTCTBMA Ha ee IoBepxHoCcTH II-rukonporenHa [1].

IruonorndeckuM GpakTOpoOM ABIAETCA MYTALNA
rera ABCBI1, 10KaI1M30BaHHOT0 Ha XpOMOcoMe 2q24 n
OTBEYAIOLIErO 3a SKCIOPT JKETUYHBIX KUCTIOT U3 KIIeT-
KJf, YTO IIPMBOANT K HAPYIICHNIO SKCKPELNI Kemdn
U TIOSIBJIEHUIO YKe/ITYXM, YMEPEHHOI TellaTOMeTannm,
HEIIOCTOSIHHOM aXO/MMM CTY/Ia, TEMHOTO LIBeTa MOYI,
BBIPa>KeHHOT'0 KO>KHOT0 3y/ia [2; 3], K/IMHIYeCKMUM IIPO-
ABJICHUAM iePUIINTA )KMPOPACTBOPYMBIX BUTAMIHOB
A, D, E, K, nuppo3sa nevyenu.

Kpurepuamy OuMarHOCTUKU ABIAIOTCA: HU3KUN
VIV HOpMasIbHblil ypoBeHb I'TT B KpoBy; yBenmmdeHne
ypoBH: OunupyOuHa 3a cueT npamoit ppaxuuy, O,
JKeTIHBIX KMCIIOT B cbiBOpoTKe KpoBu, AJIT, ACT. ITo
JAaHHBIM JJMHaMMIYeCKO relaToOMIncuuHTUrpadum
BBIAB/IAIOTCS HAPYIIEHN S TTOT/IOLeH N S Te9€HOYHbIMMU
KJIeTKaMJ U CeKPeLVI B >KeIub pafuodapMIpenapara.

Mopdonornyeckue n3MeHeHNsI TKAHU HeYeHN BKIIIO-
YalOT BOCHA/TNTETbHBIE ABIEHNS C TUTAHTOK/IETOYHBIM
renatuToM, Gpubpos, nponudepannio FykTy [4].

IuddepeHnanpHyo [UaTHOCTUKY C/IEAyeT IIPO-
BOJUTD ¢ 60/e3sHbio baiinepa, Iporpeccupyromum ce-
MeIHBIM BHYTPUIIEY€HOYHBIM Xonectasom III Tuma,
CUHZIPOMOM AJTa>KMJULsi, HacleACTBEHHbIMI (epMeH-
TOMATUSMY ¥ HO30/TOTMYeCKMMY GOpMaMu MEPOKCH-
COMaJIbHOI HEJOCTATOYHOCTU. Y OONBUIMHCTBA I1a-
IIMeHTOB ¢ 6osesHblo baiinepa (mporpeccupyrommuii
BHYTPUIIEYEHOYHBIN XojiecTa3 I TuIa), cBA3aHHON ¢
myTtanueit rera AT38B1 B xpomocome 18q21-22 n mo-
CTEeYIOIIell ero 3KCIpeccueil B TKaHU JKelyL04HO-
KUIIEYHOTO TPAKTA, IIOCTOSIHHO OTMEYAloTCs fArapes
¢ MababcopOLVel )Kypa U IIoTepeit 6eIKa, IPUCTYIIbI
ITaHKpeaTNTa, YTO HeXapaKTepHO A cnHgpomabail-
nepa.

[Tpn mporpeccupymoueM ceMeliHOM BHYTpUIIede-
HOYHOM xosecrase III Tuma oOHapyXuBalTCA MyTa-
uuu reda ABCB4, kogupyromiero rankonporers MD3.
IledexTHBLI 6e/10K BBIIOTHAET QYHKIUIO IIePeHOCYMKA
dbochonunuaos B MeMOpaHax >KeMYHbIX KaHAJIBIIEB,
[I09TOMY KOHIeHTpanus GpocdonmnnumoB B >Kendn
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MO>KET COCTaBNATh MeHee 15% HopMbl. [TTaBHBIM fiMa-
THOCTMYECKUM KPUTEPUEM SIB/ISIETCS TTOBBIIIEHHBII
ypoBeHb ramMma-rayTamynarpancdepasst (ITT) npn
HU3KOM MJIY HOPMa/IbHOM yPOBHeE JaHHOTO pepMeHTa
y meteli ¢ cuHpoMoM Baiinepa.

Cunppom Anaxkunns (CMHIPOM TUIION/IA3UK
JKeJIYHBIX IIPOTOKOB, CUHAIPOM YoTcoHa-Mminepa,
apTepuoneYeHOYHas AUCIIAa3Nsi) — TeHEeTUYeCKoe
3a00jIeBaHIIe C Ay TOCOMHO-JJOMIHAHTHBIM ITyTeM Ilepe-
Ja4n, HaToreHe3 KOTOPOro OCTAeTCsI HeM3BeCTHBIM. [1ist
Hero XapaKTepHbI aHOMa/IVI YI/VIV HOPOKMU Pa3BUTUA
IPYTUX OpraHoB. JIMarHoCTyKa CMHAPOMa AJTa>KIIIA
OCHOBaHa Ha BbIsIBJIEHI N XapaKTePHBIX 0COOEHHOCTEN
¢deHoTHIA (LIVMPOKMIL, BBICTYIIAIOI I 100, IMIIOIIA3YLA
CpefiHelT TpeTy INIA, ITy60KO IOCa>KeHHbIe, INPOKO
paccraBiieHHBIe I71a3a (TUIIEPTEIOPU3M), JIVHHBIN
IIPAMOII HOC C YTONIIEHNEeM Ha KOHYMKE, BBICTY A0V
mo00po/IoK, pefkas aepmarornuduka u ap.) u 2 uin
6o0rtee TUMYHBIX AHOMAJIVUI 1/VTM IOPOKOB Pa3BUTHS
IpyTuX opraHoB (mepudepnyeckuil CTeHO3 WIN I'i-
MOTI/1a3Ms1 JIETOYHON apTepuu; pasnuiHble aHOMaTNN
r71a3 — 3a/HUIT WU TIepeHNIT 9MOPMOTOKCOH U JIP.;
CKeJIeTHBbIe aHOMaJINY; peXke BCTPEYaroTCs aHOMaINK
MOYEBbI/Ie/TUTETBHON CUCTEMBI). 17151 MO TBEP)K AeH U
IMAaTHO3a IPOBOANTCS IYHKIMOHHA I OMOICHA IIeYeH N,
IIpY KOTOPOJI BBIAB/IAIOT IMIIOIUIA3MI0 BHYTpUIIede-
HOYHBIX YKeTYHBIX IIPOTOKOB [5; 6].

ITpn nacnencrBenHble pepmentonarusax (TTXK-
CUHAPOM U AP.), HEPOKCUCOMaTbHBIX HapYIICHUAX
(manpumep, cungpom LlenpBerirepa u [ip.) onpemens-
I0TCSI CTIeIOBbIE KOHI[EHTPALIVI KeTIHBIX KUCTIOT IPU
IIOBBILIEHVV TIPOMEXXYTOYHBIX IIPOJYKTOB 13 CHTE3a
B CBIBOPOTKE KPOBH ¥ XK€Y, YTO SIBJISIETCSI OCHOBHBIM
KpuTepueM, TI03BOISIONUINM TPOBOAUTH AuddepeHin-
QJIbBHYI0 IMAarHOCTUKY UX ¢ cMHApoMoM baiinepa [7].

Jleuenne cuanpoma baiinepa HarpaBIeHO Ha TMKBU-
TaLuIo ABJIeHNII XoecTasa 11 3yfa. HasHauaror ypcope-
30KCUXOJIEBYIO KIC/IOTY, XOJIECTYPaMUH, pyQaMINIIVH.
O6s13aTeNbHBIM SIB/ISIETCS BKITIOUEHIE B PALIMOH KMPO-
PacTBOPUMBIX BUTAMUHOB, CPEIHELCTIOUYEYHBIX TPU-
[IUIIEPU[IOB, IOBBIIIIEHVIE O€TKOBOIL 1 SHEPTreTIYeCKOii
Harpysku. IIpu pasBuTum ocnoXHeHMII — LUppo3a
[eYeHy ¥ IIe9€HOTHON HeJOCTaTOYHOCTM — IOKa3aHa
TpaHCcIaHTanys nedenn [10; 11].

Hesouka [I., Bo3pacT 4 ropa.

Pe6eHOK 113 He6/TaTONONTY YHO CeMbI; TAHHBIX aKy-
LIEPCKOTO, FeHeaIOrNYeCcKOro, CeMeTHOr0 aHaMHe3a
HeT. VI3BeCTHO, 4TO 110 aKTy MUIULuu B AHBape 2008 1.
IeBOYKa ObI/Ia JOCTaB/IeHa B MH(EKIMOHHOE OTHesIe-
HIIe TOPOJCKOI KIMHM4YecKoi 6onpHuibl (fanee 'KB)
I10 MeCTY KUTEIbCTBA B COCTOAHNM CPeIHel! CTeIleH N
TSDKECTY C CUMIITOMaMM MHTOKCUKAL[MK U KOXXHOTO
3ypa. IIpu o6cnegoBanyy: MapKepsl reratutos A, B, C
He BbIABJIEHBL. Y 3V opraHoB OpIOIIHOI onocTy — 6e3
natonoruu. Jlajee HeOZTHOKPAaTHO 06CIeROBaIach B
KO>KHO-BeHepororndeckom pucrancepe (KBJI) mo mo-
BOZY MJ/IaJieH4eCKOl1 GOPMBI aTOIINYECKOTO IepMaTHUTa,
TOCIIUTAIM3UPOBANIACh B MH(PEKIVIOHHOE OTHE/ICHIE
I'KB ¢ grarHo3oM LMTOMETaJOBMPYCHON MHQEKINN
(CMV-undexuns). [lepronyyecky nonydana gedeHue:

COpOEHTBI, pepMeHTDI, AHTUTUCTAMIHHBIE ITPeIaparsl,
MeCTHO aJiBaHTaH, TellaTOIPOTEKTOPHI (YPcocaH) — ¢
MUHVMAaJIbHBIM OO UTETbHBIM 3P PEeKTOM.

C mapra 2009 r. )xuna B jome peberka. Cpequ nepe-
HeCeHHBIX 3a00JIeBaHUIL: BeTpsAHAs OCIIA, BTOPMYHBII
XPOHMYECKNIT OOCTPYKTUBHBI NueNnoHeppUT 6e3 Ha-
pyleHns GpyHKIUY movek (edenne: Gpyparut, kaneg-
poH), pectinparopubie nudpexun (OPBY, rpumnn). Ha
MPOTSKEHNM TPEX JIeT COXPAHAICA 3y, XKe/ITYIIHOCTD
KO>KHBIX ITOKPOBOB, UKTEPUIHOCTb CKJIep, pacIeHM-
BalolMecs KakK MpOSABIEHU IUTOMEraJToOBUPYCHON
MHpeKIUN.

B centabpe 2010 r. mpu opopMIeHUN [JeBOYKY
B IIPMEMHYIO CeMbl0 OOpalany Ha ce0s BHUMaHNe
JKeJITYITHOCTD KOXKHBIX TIOKPOBOB ¥ CKJIEP, CBET/IBIN
CTyJI, TeMHas OKpacka Moun. B auBape 2011 r. pe6eHOK
B TS)K€/IOM COCTOSTHUY SKCTPEHHO FOCIUTAIN3NPOBaH
B FaCTPO3HTEPOIOTUYECKOE OTHENIEHNE JJETCKOW KIIN-
HIYeCKOJI OOIBHMIIBI ITO MECTY XXUTENbCTBA. TaKecThb
COCTOsIHUA ObIIa 00YC/IOBIeHA CUMIITOMaMU MTHTOKCH-
Kanuy u runep6unnpyounemun. IIpy ocMorpe onpepe-
JIATINCDH BBIPasKeHHa A JKeNTYIIHOCTb KO>KHBIX IIOKPOB,
UKTEPUYIHOCTD CKJIEP, MHTEHCUBHBIN KOXXHBIN 3y,
MHOXXeCTBEHHbIe 3KCKopmanuu. [leueHb BICTyIIama
U3-IOf Kpasl peOepHOIl LYTHU 10 CpeSHEKIIOYIYHON
MVHUY Ha 4,5 cM, ceneseHKa — Ha 2 cM. CTy1 — CBET/IbIN
1 0(OpMJICHHBIIT, MOYa — TeMHasd. B 6uoxummaeckom
aHajIM3e KpOBM II0Ka3aTe/ Iy O01ero/IpsaMoro Oummpy-
6una — 347/287 mxmonn/m; AJIT/ ACT — 45/81 en/n.
Mapxkepsi rennatutoB B 1 C, ITIP nyromeranoBupycHoIi,
OnureitHa-bapp BUPYCHOI MHPEKINMIT — OTpULIATe Ib-
ublie, uccmenoanue [11P: PHK HGV — monoxxurenpsHo.
ITo panubIM Y3V OpraHoB OPIOIIHO IIOIOCTY BbISABIIE-
HBIL: reraroMeranus, JuQQysHble U3MEHEHN IIeYeHN
C IIpM3HaKaMM BBIPA)KEHHOTO BHYTPUIIEYEHOYHOTO
XOJ/IeCTasa ¢ yMEpeHHBIMI PeaKTVBHBIMY V3MEHEeHM-
AMU B HOMKENTyJOTHOI JKene3e. BrICTaB/leH I1arHos:
XpOHUYECKNI TeNaTUT, XOJIeCTaTU9eCKII BApUaHT, MU-
HIIMAa/IbHOJI CTEeIIeHV AKTMBHOCTH. BUPYCHBIN remaTut
G, MMHMMAJIbHOII cTeneHy akTuBHOCTH. [IpoBopmioch
nedeHye: NHPY3MOHHAA Tepanus ITI0KO30-COTeBbI-
MI PacTBOPAMIIL, YPCOCAH — C HEMPOJO/IKNTEIbHBIM
TepaneBTUYeCKUM 3¢ dekToM (mokasaTenu obero/
npsamoro 6ummpy6una — 134/90 mxmons/m; AJIT/ACT —
50/80 em/n).

B maprte 2011 1. ;eBOYKa BepBble TOCIUTANU3NPO-
BaHa B OT/ie/IeHNEe NeAMaTPUIeCKO TaCTPOIHTEPOTIO-
I'UM, renatonorun u gueronoruy knvuauky HVW nn-
taHusA PAMH B TsXeloM COCTOSHVY, 00YCTIOBICHHOM
CUMIITOMaMU MHTOKCUKALIVY, KeITYXOl, BbIpakeH-
HBIM KO>KHBIM 3yJJOM, IICUXOIATUIeCKVMI peaKIVs-
mu. Poct 86 cm, Bec 11 (< 3 percentil) kr. O6parann
BHUMaHMe: HU3KUI pOCT BOJIOC, ITyOOKO IOCa keHHbIe
I71a3a; KOXKHbIe TOKPOBBI TEMHO-XEITOTO I[BETa, Cy-
XUe, ¢ MHOXKECTBEHHBIMM 3KCKOPMALVAMY; CKIIEPbI
UKTepu4Hble. YacToTa AbIXaHMA — 28 B MVH; ITY/IbC —
100 B M1H; apTepuanbHOe gaBneHye — 95/60 MM PT. CT.
YBenM4YeHHBIII B 00beMe XKMBOT (OKPY>KHOCTb )KMBOTA
54 cM) mocTyTIeH Iy 60Ko¥i maabmanyy 1 6e360mesHeH-
HBIJI BO BCEX OT/ie/ax; IeYeHb BBICTYIIa/Ia M3-TI0f] Kpas



pebepHOIT fyry Ha +1, +3, +3 CM 10 CpeTHEKTIOYMYHOIA,
IIpaBOJi MapacTepHAIBLHON 11 CPEAVHHON TVHUAM COOT-
BETCTBEHHO, TIOTHasI 11 6e3607e3HeHHas1. Cene3eHKa He
nanbpnposanack. CTyI CBET/IO-Cephlil, MOYa TeMHas.
Habmromanach 3afep>kka CMXOMOTOPHOTO U PeYeBO-
rO pa3BUTUA, [IeBOUYKA MaJIOKOHTaKTHa. [lokasaTenn
ob1ero aHanM3a KpoBu OBUIM B Ipefieliax HOPMBIL; B
OMOXMIMMYECKOM aHa/IM3e KpOBM: OMINpyOH 001 it/
npsamoit — 128,07/79,9 mxmons/m; AJIT — 87, ACT —
114,1 en/m; 1D — 766,8 ME/m; xonectepuH 6,0 MMOTIB/TI;
Tpurmuepupsl — 4,49 MMOJb/NT; KpeaTMHNH Kpo-
BU — 167,7 MKMOnb/1T; MoueBMHA — 1,95 MMOmb/IT;
AVCIpOTeNHeMuA: 06muit 6enox — 75,3 r/1, anboymu-
HBI — 45,7 /11, rno6ynmuusl — 29,5 /71, al-¢ppaknua —
6,72%, o 2-ppaxuua — 20,81%, B-ppakunsa — 15,47%
. Hepynommasmun — 0,943 r/n (mpu HOpMe 0,2-0,6),
al-auturpuncud — 3,07 r/n (0,9-2,0); mokasarenn
MMMYHOTPAaMMBI, TaKTaTa, KUCIOTHO-IIEIOYHOTO 1
9/IEKTPOUTHOTO COCTaBa KPOBY He IIPEBBIIIAIN HOP-
Ma/IbHBIX 3Ha4eHU . OTMeJasoch MOBBIIIEHE YPOBHSA
¢ubprHorena o 4,81 r/n v anTurpoMbuHa-3 o 138%.
JKemunble KuCIOTH KpoBU — 227,9 MKMOJIB/N (HOpMa
0,0-10,0). Anbpda-deronporenn — menee 0,9 ME/mn
(Hopma 0-16). AHanu3 KpOBM Ha OpraHNYeCKIie aMITHO-
aIMOZIONIATV, OPTaHMYeCKIIe allV/ly PUI Y HApyIIeHne
(-OKMC/IeHN S 5KMPHBIX KJMCJIOT IIATOIOT MY He BBIABIIL.
ITpu onjenke GyHKLIMM OYEK: B 0OIIeM aHa/IMU3e MOYH,
aHa/M3e CyTOYHON MO4YM IO AJJNCY — IIOKasare-
IV HOPMBI; IpoBefieHNe QYHKIVOHAIbHAS IIpoba 1o
3VIMHULIKOMY BBIABVIO HUKTYPUIO PV COXPAHHBIX
BBIJIe/IATEIbHON U KOHIIEHTPAI[MOHHON PYyHKIMAX I10-
YeK; OTMeYaIoCh CHIDKeHNe KM PEHCa 110 93H,0TeHHOMY
KpeaTMHUHY 1o 37 M/I/MUH - M* (HopMa > 60).

ITo panubiM Y3V opraHoB OPIOIIHOI ITOIOCTY XKeTd-
HBIJI IIy3bIPb YMEHBIIEH B pasMepax — 41 x 8 MM ¢
JTa0MJIBHBIM IIepern6oM B 00/1aCTH Teya ITy3bIps, CTEHKY
YTOJIILEHBI 10 2 MM, B IIPOCBETE OIIPEeJie/IAeTCS «B3BEChY.
[MomxenymodHas >kenes3a yBenudeHa: TONOBKa — 14,
Teso — 13, XBOCT — 14 MM. OXOre€HHOCTb CpefiHAA,
CTPYKTypa OJHOpPOAHAsA, KOHTYP POBHBIN U YeTKMNIL.
BepTukanbHbBIEe pa3Mephl IeYeHU CpefHMe: jeBasd
ponsa — 51 MM, IpaBas JoasA — 75 MM, KOHTYpP POBHBII,
IapeHXuMa HeogHoponHasd, fudPy3HO yIIOTHEHa,
9XOTeHHOCTDb IOBBIIIeHA. B BopoTax meueHu 7/ysen
9 x 7 MM. CTBOJI BOPOTHOII BEHBHI 5,3 MM, CTEHKU yTONI-
IIEHBl; YIVIOTHEHBI CTEHKV B/IIEYEHOYHBIX YKeTIHBIX
npoTokoB. CeneseHKa He yBenuueHa: 79 x 30 x 25 M,
IapeHXJMa OJHOPOJHA, 9XOT€HHOCTDb CPeIHAS, COCy-
Ibl He pacIIVPEHbI, CTBOJ CE€3€HOYHON BEHBI 3,5 MM
(puc. 1). OnpeneneHne COKpaTUTEIbHON GyHKIIUK
JKeTYHOTO ITy3BIPsI BBISIBUJIO 3HAYNMTE/IbHOE €€ CHIU-
eHue. Tak, HaToIak 06'beM Iy3bIpA COCTaBUI 2,2 ML,
yepe3 20 MIHYT IIOC/IE )KeTIETOHHOTO 3aBTpaKa I 0
60-11 MMHYTBI He U3MeHWIcA (2,2 Mi). Yepes 75 MUHYT
pasMepbl XKeITYHOIO IIy3bIps COCTABUIN 10 53 X 8 MM
(2,9 M) u ciycts 90 MMHYT BEepHYIUCH K MICXOTHBIM
HaHHBIM. JakmodeHne: Y3 npusHaku anuddysHoro
M3MEHEHN ITapeHXVIMBI [IeYeHN, CUHPOMa XOJIeCTa-
3a, JI/y3/I0B B BOPOTax IledeHy, TabuIbHOI gedopma-
I[N >KeJTYHOTO Iy3bIpsA. BelpaskenHas pucdyHKIms

JKeTIHOTO ITY3bIPS 110 TUITOTOHNYECKOMY THUITY.
[Tpu ynpTpa3ByKOBOM MCCIESOBAHUM ITOYEK
BBISBJ/ICHO yBe/TIMYeHNe Pa3MepOB 00eNX IT0YeK,
ymnotHeHne creHok YJIC.

ITo faHHBIM PEHTIC€HOBCKOI CIVpPaTbHON
koMmnbioTepHOI! ToMorpaduu (PHII Tpancnnan-
TOJIOTMY M MICKYCCTBEHHBIX OPIaHOB) IIOATBEPXK-
IeHO Hajudye rermaToMeTanuy M TUINIHON
COCYIVICTOV aHATOMMM TIe4eHN; JOIIOTHUTENb-
HBIX CTPYKTYp OPTaHOB OPIOLIHOJ IIOJIOCTY U
3a0PIOIIMHHOIO IIPOCTPAHCTBA HEe BBIABJICHO.

IIpr mpoBemeHNM AMHAMWYECKON rema-
robynmucuuuturpaduu (PI'Y Poccmitcknin
HAay4YHBIII IIeHTP PeHTTeHOPaZMOIOTUN)
OTIpeJieTIAICD BbIPaKeHHbIe HAPYIIeHN A HaKO-
IIUTEIBHO U BBIIE/IUTEIBHON (QYHKIIVIL ITeYeH .
HaxomnurenpHast GyHKLMSA SKTIHOTO Iy3bIPA
He M3MeHeHa. HapymeHnsa coKpaTuUTenbHOM
(GYHKIVY XKETYHOTO My3bIps — CpefHell cTe-
IIeHV BBIPA)KEHHOCTH 33 CYeT IIPexXOpAlIeil 3a-
Tep>KKM oTTOKa. HapymeHuil mpoxoanMocTn
MarucTpajabHBIX IIPOTOKOB II0 BU3Ya/lIbHOM
OLIeHKe He BBIABIICHO (puc. 2).

JleBOuKe IpoBeleHa MyHKIVOHHAsA OMOII-
cus nedenn (MHUU nexgmatpum u feTckoit
xupyprun, g.m.H. H.T. 3yp6aes). PesynbraTsr
Mopdonorndeckoro uccineposanuss (PHUMY um.
H.J. Iuporosa, npod. E.JI. TymaHOBa): >KeIYHBIN
IIPOTOK XOPOIIO Pa3IN4MM TO/IbKO B 1-M HOPTa/IbHOM
TpaKTe; B OCTAJbHBIX IOPTAJbHBIX TPAKTaX M Cell-
TaX — pe3ko ZeOpMUPOBAHHBIE, MEJIKIe >KeTYHbIe
IIPOTOKMY, ITPOCBET MX HepasauuuM. B mopTaabHBIX
TpaKTaX pa3IN4yMBbl HeOOJIblNe BOCIAAUTe/IbHbIE
MHQWIBTPATHI U3 IUCTUOLUTOB, GUOPO6IACTOB, He-
6oblllast IPUMeCh ITaJIOYKOALEPHBIX JIEIKOLVITOB,
muMounTOB. BONBPIIHCTBO TeNaTOLUTOB OOBITHBIX
PpasMepoOB ¢ METKO3E€PHNUCTON LUTOIIA3MOI, eAMHNY-
HbI€e TeITaTOLNThI C HAKOIUIEHMEM JKeTdl, yBeTNIeHbI
B pasMepax. BelpakeH BHY TPUCHHYCONAAIbHBII XOTIe-
CTa3, IPeNMYIIEeCTBEHHO B IIeHTPATbHbBIX OT/E/aX JI0-
nek. OnpenenseTca BAKyoIn3ans Axep relaTonuToB

Puc.1. Oxoepamma neuenu peberka c 6HmMypuneueHOUHbIM
xonecmasom. Bvipascero ymonujerue cmeHok HympuneueHou-
HbLX NPOMOKOB HA POHE yMePeHHOT HeOOHOPOOHOCHU CIPYKINbLD
napeHxumbl neveHu.
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[IepUIIOPTATBHOI 30HBI, HabyXxaHue KyndepoBCKuX
KeToK. YacTp remaronuToB GopMupyeT ageHoMa-
TO3HBIE CTPYKTYPbL. 3aK/TI0YeHNe: MOXXHO IIPeAIOo-
JIOXUTD UCXOJL IePEHECEHHOTO XOAHTMOTINTA, HETb3 st
MCKJTIOYNTH HATNYE XPOHMIECKOTO IIEPUTIOPTATBHOTO
TemaTuTa C XOMAHTUOMATHEN U UCXOTOM B CKIIEPO3-
pOBaHIMeE JKEMIHBIX TPOTOKOB. VHIEKC CKIepo3a Mo
Desmet — 2 6aa (yMepeHHBII).

T depeHtanpHbIil AMATHO3 ITPOBOSVIICST MEX/Y
[IPOTPECCUPYIONINM CEMENHBIM BHYTPUIIEYEHOUHBIM
XO0JIECTa30M U HAC/AENCTBEHHBIMM aMMHOALMIOIA-
TUSAMM, OPTaHNYECKUMN aLUAYPUsIMY, fedeKTaMn
MUTOXOH/[PMA/IBHOTO [-OKM/IEHMNS]; ay TOMMMYHHBIM
remaTnToM; BUPYCHBIMM TelaTuTaMu (B TOM 4ucie
ACCOLMMPOBAHHBIMY C MHQUIMPOBAHNEM BIPYCOM
SnureitHa-bapp, nuToMeranoBupyca, repueca (HSV
1,2, HHV-6)); al-aHTUTPUIICUHOBOI HEOCTATOYHO-
CTHI0, 60JIE3HBI0 BUIbCOHA; CMHIPOMOM AJTaX U,
AHOMAJTM MM >KETIHBIX TPOTOKOB.

VuurthiBas maHHble aHaMHe3a 3a0omeBaHuA (-
TETIBHO COXPAHSIOASICS XKEMTYIIHOCTh KOXKHBIX I0-
KPOBOB, UKTEPUIHOCTb CIU3NUCTHIX, BBIPAXKEHHBI
KOXXHBIII 3y7I, I3MEHeHe OKPACKM CTy/Ia ¥ MO4Yn), pe-
3y/IBTAThI K/IMHIKO-Ta00paTOPHOrO (yBedeHme ypoB-
Hs1 OuInpyOMHA MIPENMYIECTBEHHO 3a CYET IIPSIMBIX
dbpakuuii, MeYeHOIHBIX TPAHCAMUHA3, TIOBBIIIEHE

YPOBH S KeTYHBIX KUCIOT, HOpManbHblil ypoBeHb [TT)
U MHCTPYMEHTAIbHOT O MICC/IeIOBaHN A, BBICTaBJIEH JI/a-
rHO3 cMHApoM baiinepa, [OCTOBEpHBIM MOATBEPXK/IE-
HJeM KOTOPOTO CTajIy JaHHbIE MONEKYIAPHO-TE€HETH-
yeckoro uccneposauus (MI'HIT PAMH.). Merogom
IIPAMOTO aBTOMAaTMYECKOTO CeKBEHMPOBAHMUS MPO-
BeJleH YacTUyYHbI a”Hanus reda ABCBI11 (cemeitHbiii
BHYTPUIICYEHOYHBIII X0/IeCTa3 TUI 2), UCCIeOBAHbI
BCe Kopupymwomue 5k30Hb TeHa ABCB11. B sk30He
18 obHapy)keHa JacTas MyTaIlVs caiiTa CIIafiCMHTa C.
2178+1 G>A B reTepO3UTOTHOM COCTOAHMUN. B sx30He
5 o6Hapy>KeHa HeolMCaHHas paHee 3aMeHa ¢. 335 T>C
B reTepO3UTOTHOM COCTOSHMM. [JaHHaA 3aMeHa IPUBO-
JUT K 3aMeHe B aMIUHOKVCIIOTHOM IOC/IEJ0BaTENbHOCTH
6enka p.Ilel12>Th r. BeIcOKOBepOATHO, YTO HaHHAS
3aMeHa ABJAETCA IMaTOTeHHO, TOCKONIbKY OHa 3aTpa-
TMBaeT BBICOKOKOHCEPBATUBHYIO 00/acTh 6enka [8; 9].

Pe6enox koncynpTuposas B @PHII TpancmmaHTOMO-
TMM M UICKYCCTBEHHBIX opranos uMenu B.J. Illymakosa,
I7ie OIIpeie/IeHbl OKa3aHMA K TPaHCITAHTAl[ U TTIe9eHM.
B cBsA3M ¢ OTCyTCTBUEM ONIM3KOPOLCTBEHHOIO JJOHO-
pa leBOYKa IIOCTaB/IeHa B MUCT OXXUJAHUA TPYITHOTO
oprasa.

C menpro yay4uleHUsA PEOIOTMYeCKUX CBOJCTB
JKeJTYM JI/IA YMEHbUIEH)A ABJIEHNI X0/ecTasa 1 3yja,
pebeHKky HasHaueH ypcodanpk 250 mr ( 20 MI/KT) Ha



HOYb; py(aMININH B T03UpoBKe 10 MI/KT, ITII0KO3a
5%-HblIiT pacTBOp per 0s. OgHako Ha (OHe BBEJCHUA
pudamuyHa 6610 OTMEYECHO YX YA LICHYe II0Ka3aTe-
7elt 061ero aHamMM3a MOYH, yCU/IEHNE 3y/ia, B CBA3M C
yeM IpyeM IpernapaTa OblI IpekpalieH. IIpoBoguach
CUMIITOMAaTNYE€CKas TepanNA: NI HOpMaIn3anum CTy-
Na — JMaKTOQWIBTPYM U Arodanak; Aas KOppeKuun
MeTabOo/MN9eCcKX HApYyIIeHNiT — 9/IbKap, KOPTEKCHH,
BajlepMaHa-Xe/lb JI/IA CHUDKEHUA SMOLIVOHAIBHOI JIa-
OUIBHOCTI BBIPA>KEHHOCTN IICUXOIIATNYIECKUX pEaK-
nuii. C 1e/blo yBenMueHNs 6eIKOBOI U KaJIOpUITHOM
HaTPY3KM Ha3HaueHo nede6HOe nmurtaHue Clinutren
optimum. B kadecTBe CpeIHeLIeIIOYeYHBIX TPUTINLePH-
0B, BCAChIBAHME KOTOPBIX HE 3aBVICUT OT COMI€P)KaHUA
xerrau (OHY 0671a/jaf0T 6OJIBIIEIT BOJOPACTBOPIMOCTHIO
1 a6COpOMPYIOTCA B >KeTYAKe I TOHKON KUIIKe 6e3 y4a-
CTM S KeTYHBIX KJCIOT) Ha3HaYeHa OMYIbcu Liquigen
B JO3MPOBKE 45 MJI B [JleHb B TPU IIpUEMA BO BpeMs
enpl. IIpy BbINNCKe JaHBI PeKOMEHMAUN IIPOJOTIKe-
HYA Te€paluy 110 MECTY JKUTENbCTBA C BKIIIOYECHNIEM B
001N IITaH Tepalyy Ipenapara XoJlecTUpaMUHa B
CYTOYHOJI JO3MPOBKe 8 I/CyTKU, )KUPOPACTBOPUMBIX
BUTaMMHOB. 3a BpeMA ToCOUTANMU3AUNN COCTOAHNE
IeBOYKY OCTaBalIOCh CTAOM/IbHBIM, Ha (POHE IIPOBOAN-
MOTO JICUCHM A OTMeYa/1aCh IIOJIOKUTE/IbHAA ITVMHAMNKA
B BIJie YMEHbIIeHUA IUepounnpyouteMmun (o06mmuit/
npsamMoit 84/53,61 MKMOJIB//), YPOBHS XOJIeCTepyHa
(5,28 mmonb/m), rpancamuuas (AJIT/ACT 66/102,3 exn/n),
KIIMMHNMYECKUX HpOHBJ’IeHI/H‘/‘[ CUHApOMa Xoi1ecTasa.

C menpi0 KaTaMHECTUYECKOTO 00C/IeoBaHNA U
KOppeKI[ MM IPOBOMMOIT Tepanuu B ceHTs16pe 2011 T.

IeBOYKa IOBTOPHO TOCHUTAIM3VPOBaHA B
xmuHuky HUV nuranma PAMH. IIpu onenke
¢dbusnyaeckoro pasButus: poct — 91 cm (+5 cm);
Bec — 13,5 kr (+2,5 k1). Onpenensanmcy: Cyoux-
TePUYHOCTb KO>KHBIX ITOKPOBOB IIpK (pu3mo-
JIOTMY9eCKOII OKpacKe C/IVI3UCTBIX, COXPaHATIOCh
yBeIYeHne 00’beMa )KUBOTa (OKPYKHOCTD XKU-
BoTa 54 cm). [Teuenp Ipy najabmauum: +1, +3, +4,
+1 cM ITO CpeIHEKTIOYMYIHOI, ITPaBOJi MapacTep-
HaJIbHOM, CPEJVIHHOI Y JIEBOJ IIapacTePHAJIbHO
JIVHUAM, IUIOTHAS; CeJle3eHKa He ITa/IbIIPYeTCs.
JKano6sr Ha sMOIIIOHATBHYTO TAOMTLHOCTD, Ha-
PYLICHMS CHa, peJKMIl 3yl KOXHBIX IIOKPOBOB
IIPeVMYIIeCTBEHHO B HOYHBIE YaChl, CKIOHHOCTD
K 3aropaM. JJeBouka KOHTaKTHA J OOLIITe/IbHA,
IIPOABIHY/IACH B MHTE/UIEKTya/IbHOM Pa3BUTUML.

ITo pesynbraTaM m1abOpaTOPHBIX IIOKa-
3aTesieil OTMEYasoch 3HAYUTETbHOE CHIDKe-
HJe YPOBHA 001ero M mpsamMoro 6minpyou-
Ha (32,67/17,84 MKMO/bB/N), TPUTTULIEPUOB
(1,79 mMmornb/n); HOpManu3anus ypoBHS XO-
nectepuHa (4,52 MMonb/m). CoxpaHsanach Ho-
BBIIIICHHAA aKTUBHOCTb TpaHcaMmuHa3s (AJIT/
ACT 93/104,2 en/n) (puc. 3, 4). Iloxaszarenu
MMMYHOTPaMMBbl, IPOTENHOIPAMMBI, KUCIOT-
HO-II[JIOYHOT'O COCTaBa KPOBYU He IIPeBbILIA/IN
TOIIYCTUMBIX 3HaueHMIT. OHKOMapKepbl (paKOBBII 9M-
OpMOHAIbHBI aHTUTeH, anbda-(peTonpoTeNH) CO0T-
BeTCTBOBa/IV HopMe. OYHKIIMOHAIbHBIX HaPYLICHUII CO
CTOPOHBI MOYEBBIIe/TUTEIBHON CYICTEMBI BBISB/ICHO He
OBL/I0; KJIVPEHC 110 9HTOT€HHOMY KpeaTVHUHY COCTaBIIT
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Puc. 3. Junamuxa nabopamopruix nokazameneti y peberxa c cunopomom Baiinepa na gore nposoou-

Mot mepanuu

11172011

1X/2011

X/2011

O XonectepuH

B Tpurnuuepuabl

Puc. 4. lunamuxa nabopamopruvix nokazameneii y pebenxa ¢ cunopomom Batinepa na gone nposoou-

Mol mepanuu

clinical case



JKCMEPUMEHTANLHAA U KAUHUYECKAN

N201/2012

EXPERIMENTAL & CLINICAL GASTROENTEROLOGY

55 mn/MuH - M. VIHCTpyMeHTambHOE MCCIefloBaHIe:
9KIT, axo-KI, Y3/ unToBUIHON >Keme3bl ¥ MOYeK —
MATONIOTMYECKIX MI3MEHEH T He BBISIBUIIO. [10 HaHHbBIM
Y3W opraHoB OPIOIIHON MOTIOCTM COXPAHSIINCh Y 3-
IIpU3HAKY rernatToMeranuy ¢ gud@ysHbIMM U3MeHe-
HIUSIMU TTapEHX MBI [TeYeH, 1abunbHoi fedopmanyn
JKETIHOTO IY3BIPsL, AUCYHKIMYU OMTNAPHOTO TPAKTA
Y BTOPMYHBIX M3MEHEHMI ITOJKeTYJOYHOI JKeTIe3bl.
ITpu o1ieHKe COCTaBa Te/Ia METOIOM OMOMMITETAHCO-
METPUU BbIsIBJIeHA HEJOCTATOYHOCTD KMPOBOIT MACChI
YL MacChl CKeJIETHON MYCKY/IaTypbl, MUHEPaIbHbIX Be-
1IeCTB KOCTHOM TKaHY MPU JOCTATOYHOM KONTNYECTBE
MPOTENHOB. YPOBEHb OCHOBHOTO 0OOMEHa 110 JaHHBIM
HEIPsMON KaJlOPUMETPUN COOTBETCTBOBAN MH[U-
BUJIYaJIbHOJ HOpMe, BBIABIICHO CHJDKEHME CKOPOCTU
OKNCTIeHUA yrheBonoB Ha 33%. Ilorydennsle JaHHbIE
MTO3BO/IVIN CKOPPEKTUPOBATh PAL[MOH IIUTAHUS pe-
6€eHKa, TOYHO PACCUNTATH KAJIOPUITHOCTD, OETKOBBIIL,
JKMPOBOI 1 YIJIEBOJHbBIN KOMIIOHEHTHI AN B IIepe-
cyeTe Ha CYTOYHYIO HOTPeOHOCTD (benky — 45,5 r/ieHs,
>xupbl — 104 r/mens (50% cocrasunu CLT, BcacbiBanme
KOTOPBIX He 3aBUCHT OT COJeP>KaHM I )KeTIHBIX KUCTIOT
¥ IPUBOIUT K 0OPa30BAHMIO SHEPTUM B 2 Pas3a BBIIIE,
4eM y TPUITIULIEPULIOB C JIIVHHO YITIEPOSHOI LIeTIbIO),
yI71eBObI — 10 260 I/neHb, 0011a 1 KaJIOPUITHOCTh — He
meHee 1000 kxasn/neHs, B cpegaem 1800-1900 Kkasn/meHs).
IleBouke HasHavyeHa AmeTa Ne 5 ¢ MCK/TIOYEeHUE U3
paloHa XapeHbIX, KOMYeHbIX, KOHCEPBUPOBAHHBIX,
MapMHOBAHHBIX, OCTPBIX IPOAYKTOB, a TaK>Xe 6060B,
daconu, opexos, canara. PagperreHo Hanu4ue B paiu-
OHe C/IefYIOLINX IPOAYKTOB: sI0/I0K, TPYII, Ma/IVHBL,
LIBETHOJ KaIlyCTBI, MOPKOBHU, KapTo(ess, 3eIeHOro

ropoka. O6s13aTenbHbIM ABIETCS FPOOHOE MUTAHNME
He MeHee 5 pas B CyTKy, II0fa4a MIIIA B OOTPETOM
Bupe (s uckmodenne crnasma chunakrepa Onpn) u
[paBUIbHAsI Ky/AnHapHas obpaboTka mumu (BbIBa-
peHHas, mpoTepTas, pybneHas).

[TpousBefeH mepepacyert 403 IperapaTos (XoIecTn-
PaMMH, TUKBUJKeH, Ypcodabk), KIPOPacTBOPUMBIX
BUTAMIMHOB C Y‘ICTOM BO3PAaCTHBIX I BECOBBIX ITIOKa3a-
TeJIel, CKOPPEKTHUPOBaHBI 00'beMbI JIE4€OHOTO MUTAHMST
(Clinutren unior, Nutrizon energy). IIpuem npemnapara
pudamnunyua 150 MI/CyT He CONPOBOXIACA U3Me-
HeHmeM KOHTPonbHbIX aHanmn30B (OAK, OAM) u 6b11
IIPOJIO/DKEH 110 OKOHYAHV CPOKOB FOCIIMTA/IN3A NI

[Ipn oueHKe AaHHBIX (PU3UIECKOTO PasBUTHUS Jle-
BOYKIN II0 MECTY XXUTEIbCTBA Yepe3 MecsI] [oCyIe Ho-
BTOPHOII TOCINMTA/IN3AL{ NI OTMEYeHO: IpubaBKa B Bece
cocraBmia 500 rpaMMOB, B pocte — 2 cM. O6beKTUBHO
OoTMEYaeTCA yMeHI)IlIeHI/Ie 3y]1a KOXXHBIX ITIOKPOBOB;
OKpacKa CTyJa ¥ MO4YU He M3MeHeHa. [leBOYKa IIPOjBHI-
Hy)'[aCb B ]/[HTeTITIeKTyaTIbHOM M IICUXTYE€CKOM Pa3BUTUN.
ITo maHHBIM 1a60PaTOPHOrO 0OCIEOBAHNA: YPOBEHb
obmero/mpsimoro 6unupybuna — 15/7 MKMOTB/II,
AJIT — 78 en/n, ACT — 90 exn/n.

3AKJIIOMEHUE

Taxum 06pasoM, y pebeHKa ¢ pefKOil HACTIECTBEHHOI
maTojoruei Ha poHe KOMIIJIEKCHOI Teparny, BKII0Ya-
IoIlell IMeTOTePANNIo, MeIMKaMEHTO3HYIO TepaInio,
OTMEYACTCA ITOJIOXKMUTEIbHAA JVIHAMMUKA KIMHNYECKNX 1
71a6OPATOPHBIX TOKa3aTeselt, yCKOpeH e TeMIIOB (u3nde-
CKOT'0, IICMXOMOTOPHOTI'O I MHTE/IJIEKTYa/IbHOT'O Pa3BUTIA.
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