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Pesiome

* Ynnaoctpayun MpeAacTaBneH KpaTKui 0630p oTeYeCTBEHHO 1 3apybeXxHO niTepaTypbl No 6ofe3HN 1 crHAPOMY Kaponw, BKNtoUalowmii Mcto-
K CTaTbe — PUUECKYI0 CPaBKY 1 COBPEMEHHbIN B3rNAA Ha STUOMOMMIO v NaToreHe3 6onesHu, eé MecTo cpean GrOPOKNUCTO3HbIX bonesHel
Ha LBETHON neueHu. bonesHb Kaponv — pefikan reHeTnueckas Natosorif, XxapakTepusyeTcs LUMPOKUM KNMHYECKM 1 MOPGOIornieckim
BKJIeiIKe B XKypHan  NMONMMOPOUIMOM OT TAXKENbIX BAPMAHTOB C G1OPO30OM B HEOHATANIbHOM MepUOA A0 CilydaeB C MaHUdecTaumel B No3aHem
(cTp. VII). BO3pacTe. V3yueHbl reHeTUYecKkre NPUYMHbl NaToNOr1K1, B YaCTHOCTM, MyTalUMUK, CBA3AHHbLIE C ayTOCOMHO-PELECCHBHON

V1 QyTOCOMHO-AOMUHAHTHO dOpMamm NOAMKMCTO3HOM 6one3Hn nouek. bonblioe KONNYECTBO ONMCaHHBIX MyTauumid 1 npe-
06MalaHne cpeamn NaLUMeHTOB CIOKHBIX reTepo3nroT 06bACHAET pa3Hoobpasne KIMHUYeCKux Gopm natonoruu. Baanmoot-
HOLLEHWe reHOTMNA U eHOTUNMYECKMX BAPUAHTOB NaTonornn He onpeaenersl. [pu 6one3Hr Kapony NoMUMO KACTO3HbIX
V3MEHEHUI B MeYeHU 11 MoYKax, MOXKET HabNoAaTbCA NopaxeHue ApYrix OpraHoB 1 CUCTEM, B YUAaCTHOCTM LepebpanbHbix
cocynoB. OnvcaHbl CAlydan CoUeTaHnaA C PazNUUHbIMK reHeTUUYeCKUMI 3300NeBaHUAMM.
MpeacTaBneH KNMHUYECKII Cnyyar cuHapoma Kaponu y pebéHka, HabnioaasLLeroca aBTopamu ¢ poxaeHnsa. 3abonesaxve
MaHUGECTNPOBANO BPOXAEHHON K1CTO3HOM TpaHChopMaLmeit noukw. NMeuéHouHas natonorvia 6bina BbiABNeHa B BO3pacTe
5 neT. B nocnenyiollem oTMeuanoch GbICTpoe NPorpeccrpoBaHue NOPAKEHNA NeUeHN C Pa3BUTUEM TAXENBIX OCTIOXHEHWIA:
UMPPO3a NeyeH, NopTanbHOW rnepTeH3ir, OTEYHOTO CUHAPOMA, NeYEHOUHOI SHLeGanonatum. B Bo3pacte 11 net nauneHTy
yCMeLHO NpoBeieHa OpTOToMNMYeCKan TPaHCNNAHTaLWA NedeHu.
EDN: MIOXSA MpeacTaBAeHHbIA CNydait AEMOHCTPUPYET NO3/HEe BbIABAEHWE NeUeHOYHOMO NopaxkeHHs, GbICTPOE ero NporpeccpoBa-
E I'_r"': E Hve. HecMOTpA Ha Hanuure TAXENBIX OCNOMHEHNIA, TPAHCMNAHTaUMA NeUeHn UMeNa ycnex 1 B HacToALlee BpemA NaLyeHT
HaXOAUTCA B CTabUNbHOM KOMMEHCMPOBAHHOM MO BCEM QYHKLIMAM COCTOAHUU.

KnioueBble cnoBa: 6onesHb Kaponm, CMHApoOM Kaponm, NOMMKNCTO3HasA 6onesHb MOYeK, TDaHCMIaHTaUMA NeYeHn.

KoHbNMKT mHTEpecoB. ABTOPbI 3aABNAIOT 00 OTCYTCTBUM KOHGNVKTA MHTEPECOB.
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summary

A review of domestic and foreign literature on the disease and Caroli syndrome is presented. The review includes a historical
background and a modern view on the etiology and pathogenesis of the disease, its place among fibrocystic diseases of the
liver. Caroli's disease is a rare genetic pathology, characterized by a wide clinical and morphological polymorphism from severe
variants with fibrosis in the neonatal period to cases with manifestation at a late age. The genetic causes of pathology, in par-
ticular, mutations associated with autosomal recessive and autosomal dominant forms of polycystic kidney disease, have been
studied. A large number of described mutations and the predominance of complex heterozygotes among patients explains
the diversity of clinical forms of pathology. The relationship between the genotype and phenotypic variants of pathology has
not been determined. In Caroli’s disease, in addition to cystic changes in the liver and kidneys, damage to other organs and
systems, in particular cerebral vessels, can be observed. Extrahepatic and extrarenal symptoms of the disease are described,
as well as combinations with various genetic diseases. A clinical case of Caroli syndrome in a child observed by the authors
from birth is presented. The disease manifested as congenital cystic transformation of the kidney. Hepatic pathology was
detected at the age of 5 years. Subsequently, there was a rapid progression of liver damage with the development of severe
complications: cirrhosis of the liver, portal hypertension, edematous syndrome, hepatic encephalopathy. At the age of 11 years,
the patient successfully underwent orthotopic liver transplantation. The presented case demonstrates the late detection of
hepatic damage, its rapid progression. Despite the presence of severe complications, liver transplantation was a success and

the patient is currently in a stable condition compensated for all functions.

Keywords: Caroli disease, Caroli syndrome, polycystic kidney disease, liver transplantation
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ITocnenHee pecATUNIETIE OTMEYEH POCT YNUCIIA IIY-
6nMKaIuil, IOCBAIIEHHBIX UCCIeTOBAHNIO 60Ie3HM
Kaponu, 4T0, 6€3yC/I0BHO, CBSI3aHO C Pa3BUTUEM Te-
HeTUYEeCKMX ¥ MOJTEKYIAPHBIX TEXHOTOT U, a TaK-
Xe ¢ ycIexaMM TpaHcImaHronoruu [1-4]. Bonesus
Kapomnu - pegkoe (1 cnydait Ha 1 MJIH 4e/lOBeK) re-
HeTU4ecKoe 3abo/eBaHue, XapaKTepusylolieecs He-
OOCTPYKTUBHBIMIU CeTMEHTaPHBIMU KUCTO3SHBIMU
(MenIoTYaTHIMM UM BePETeHOOOPa3HBIMI) PacIIN-
PEHUAMMU BHYTPUIIEYEHOYHDIX )KETYHBIX IPOTOKOB.
Y 60IbIIMHCTBA MAlVIEHTOB UACHTUPUIMPYETC
myranus B reie PKHDI (6p21.1-pl2), kogupyroliem
CUHTe3 KoMIIeKca Oenka pubpouncrmuHa/moanumykK-
THHA, KOTOPBIIl BbIJIe/IAETCA B II0OYKAX, B XKETUYHBIX
IIPOTOKAX, a TAK)XKe B IIOJ)KeTyJOYHOI XKe/le3e U JIEr-
KuX. JlaHHasAg MyTalusA COOTBETCTBYET ayTOCOMHO-
peleccuBHOMY HONMKMUCTO3y modyek (APIIKII).

DUO6POLVCTYH SIBAETCS OGHUM U3 MHOTOYVICTIEHHBIX
0e/IKOB, IPMHMMAIOIINX YIacTIe B GOPMUPOBAHUY
HePBUYHBIX PECHIYEK, YTO IO3BO/IAET PACCMATPUBATD
HaHHYIO [IATOJIOTVIO KaK LuanomnaTuio [5-9]. B rene
PKHDI1 onncano 6osee 100 MyTaruit, B 60/IbIIMHCTBE
CIy9aeB 9TO CIOXKHBIE TeTEPO3UTOTHI, UMEIOIIe Be
pasnuansle MyTanuu. Omy6aMKOBaHbI CIydan reHe-
THYeCKH pacuindpoBaHHBIX KIMHIUYECKUX HabIoNe-
HUIT, OZHAKO, ;O HACTOAIIET0 BpeMeHM OTCYTCTBYIOT
cucTeMaTHYecKue 0630pbl, IPOBOAALINE MapaslIe/n
MEXJY TeHOTHUIIOM ¥ GEeHOTUIIOM NaIlYIeHTOB.
BsIsiBIsieMBble Y HaMeHTOB MOP(OIOrndecKme us-
MeHeHUsI PasHOOOPa3HBbl, BKIIOYAIOT CErMEHTAPHOE
OTCYTCTBYE MBIIIEYHOTO C/I0S M KO/I/IATEHOBBIX BO-
JIOKOH, TIepUAYKTaNbHBII GpuOpo3, 303MHOPUIBHYIO
MHOQUIBTPALNIO, BTOPUYHBIC U3MEHEHU B BUJIE XO-
JTAHTMONMMUTHIA3a U XOJTAHTUTA. VI3MeHeHN A B IeYeHN
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MOTYT BBIABIATBCA IIPY IPEHATaIbHOI Y/IbTPa3ByKoO-
BoIt iuarHoctuke yxe B I1I pumectpe 6epeMeHHOCTH.

Beigensior gBe popmbl 3ab6oneBannus [10]. IlepBas
(mpocras, MCTMHHAA WIU U30MMPOBAHHAs) — CO6-
CTBeHHO 60ne3Hb Kaponu, onmceiBaemMas mpeumylie-
CTBEHHO Y B3POC/IBIX, XapaKTepMU3yeTcs MelKooOpas-
HBIM pacClI¥peHMEeM ITaBHBIX BHYTPUIEYEHOYHBIX
IPOTOKOB € 60JIee YaCThIM BOBJICYEHMEM OT/eNbHOI
JOMM VIV CerMEHTa IedeHU. XapaKTepHO MaHupecT-
HOe TedeHle C Pa3BUTHEM XO/e/INTNa3a, XOMaHIUTa
U abC11eccoB, YTO MPOABIAETCA NTUXOPAJKOI U 60-
neBbIM cuHApoMoM. KnnHuveckoit Manndecranum
06DbIYHO IpefIIeCTBYeT A/INTE/IbHbII ITePUOJ, TaTEeHT-
HOTO CYILIeCTBOBAaHMA KUCT, KAK MMHUMYM, JIO 3a-
BeplleHys nybeprara. He IpefcTaBIA0T pegKOCTb
KMCTO3HDbIE I3MEHEH A TI0YeK 1 IO Ke/TyJOUHOI XKe-
JIe3bl, HATIPOTUB, IUPPO3 ¥ IOPTa/IbHAA IUIIEPTEH3M
pasBuBaroTCA He yacTo [11, 12].

Bropas dopma (koMIIJIeKCHaS, CIOXKHAA) UMEHY-
erca Kak cuHzipoM Kaponu n onuceiBaeTca y fereit
paHHero BospacTa. Mopdonorndeckye M3MeHeHU
uMeIoT AudQy3HBII XapaKTep ¢ paclIMpeHneM Men-
KUX BHYTPUIIEYEHOUYHBIX IPOTOKOB, PAHHUM pas-
BuTHEeM Gubpo3a (B YaCTH C/IydaeB CYILIECTBYIOIUM
y>Ke BHyTPUYTPOOHO) U IOPTATbHOI TUIIEPTEH3NNL.
KaMHM BO BHYTpMII€YEHOYHBIX IPOTOKAX U XONIAHTUT
y MOTyT GOpMIUPOBATLCS B O0/ee cTaplieM BO3pacTe
[13]. JanubIil BapuaHT 60I€3HM paccMaTpUBAETCs
KaK [IOTEHIMA/IbHO IPefpaKkoBoe cocTostHme [14, 15].

B3auMoOTHOILIEHNE MeX/y CUHAPOMOM U 60/1e3-
HbIo Kaponu ocTaércsa IMCKyCCMOHHBIM BOIPOCOM.
W3-3a pasnuunii B Bo3pacTe MaHudecTanuy, mamu-
eHTHI C CUHAPOMOM 1 6ornesHbio Kaponu dame aHa-
NM3UPYIOTCA B pasHbIX 0630pax. BoBneyenne ogHux
U TeX Ke TeHOB Ipyu 6onesHu u cunppome Kaponn
C OJIHOJI CTOPOHBI, ¥ NIPY HONMKNUCTO3HOI O0/NIe3HN
HOYeK C IPYroii, II03BOJIAET pacCMaTpUBATh JaHHbIE
¢dbopmbl naronorun, Kak GeHOTUNINIECKIE BAPUAHTHI
ayTOCOMHO-PEIIeCCYBHON 1 8y TOCOMHO-JIOMIHAHTHOI
MOIMKMCTO3HBIX OonesHelt movyek (AJIIBIT) [16].

APIIKII ayarHOCTHPyeTCsl BHYTPUYTPOOHO UIn
HIpY POXJEHNY, XapaKTepu3yeTcs 6ojee TAXKENbIM
TeYeHMEeM, TeMaTypueil, apTepuaabHON rUIepPTeH-
3Mell U pasBUTHUEM IIOYEYHON HEJOCTATOYHOCTH.
ITeyéHouHaA MATONOTUA [UATHOCTUPYETCH Y MalieH-
TOB € 9T071 GOPMOIL, KaK IpaBuIo, mosxe. [Tpn APTIKII
onucas cuHzpom [ToTTepa ¢ XapaKTepHBIM INIEBbIM
AUCMOP(Y3MOM, KOCTHBIMY aHOMA/IM MM 1 JIETOYHOI
HaTOo/IOTrVel, HepeKO YIIOMMHAETCS BPOXKI€HHBI ITe-
YeHOUHBIN puOpPO3 ¥ KNCTO3HbIE M3MEHEHU A B IIEYEeH .

AyTOCOMHO-IOMMHAHTHBII TUII HACTE€{OBAHN A BbI-
ABsAeTcsA npu 6one3nu Kaponu sHaunTenbHo pexe [11,
17, 18]. TIpu AJTIKII BBIABISIOTCSA MyTaliuy B FeHaX
PKD1 (85%) unu PKD2, Kopupyommx CUHTE3 TPaHC-
MeMOpaHHBIX 6€1KOB momuuucTuHOB. Kucrosusle
M3MeHEeHUs B MOYKaX AMAaTHOCTUPYIOTCA OOBITHO
Y B3POCIIBIX, @ KUCTBl BHYTPUIIEYEHOYHBIX POTO-
KOB 4allle He IIPOAB/IAITCA KIMHNYecKN. B kadecTBe
conyrcrBylomeit maronoruu npu AJIIKII onmcanbr
KJIanaHHbIe edeKThl cepAlia, aHEeBPU3MbI T'OTIOBHO-
ro mosra. IIpu APITIKII aneBpM3MBbI COCY/IOB TaKKe
BCTpeYaroTcs, XoTs u pexe [19, 20].

Kucrosuble u3MeHeHM A BHYTPUIIEYEHOYHBIX IIPO-
TOKOB He PeJJKO COYeTalTCA C pacllMpeHneM BHe-
He4EHOUHBIX M 00Iero NpoToKoB. B uccnenoBannm

Watson M. L. etal. 60/1ee qeM y MOTOBMHBI IALINEHTOB
¢ uayonarndeckuM GpuOpPO30M IedeH ) BbIABISAIOCH
pacumpeHye KaHasblleB oyek [21]. OnucaHbl MHOTO-
YJIC/IEHHDBIE CITy4Yay COYeTaHUA CUHAPOMaA U 60Ie3HN
Kaponu ¢ fpyrumu Bpo>XaEHHBIMY 3a00/I€BaHUAMIY,
B YaCTHOCTH, ¢ cuHApoMoM Bardet-Biedl (mnnonarus)
u ¢ Tpucomueit o 21 xpomocome [22]. Kuctosuele
" Gubpo3HbIe U3MEHEHN S B IeYeH I ONMCHIBAIOTCS IIPH
1e7IoM psifie 60JIe3Helt, B YaCTHOCTY TP CUHIPOMax
Meckel-Gruber (unnmnonaTus, onucaHHas B pUHCKON
nony/Anun), Joubert (aHoMans pasBUTHA MO3XKEUKa),
Jeune (Topako-acukcnuyueckas guctTpodus, UINO-
matus), KOpOTKoro pebpa — monugaktunny, Ivemark
(areHesws cene3éHKM), M aTpe3ny Baraanina, Tybe-
PO3HOM CKJIepo3e U I0BeHM/TbHOM HeppoHodTuse [23].

Knuanyeckas kapTuHa (HaOOp CMMIITOMOB U IIO-
C/IeZOBATEIBHOCTD UX PA3BUTUSA), TSIXKECTb IPOSB-
JIeHUT1, a TaKXXe Bo3pacT MaHupecrauum 60ne3HN
BapbUPYIOT B IINPOKIX IIPefjeiax, HO B GOIbLUINHCTBE
C/ly4aeB OTMeYaeTCs €€ [UKINIECKUIT IPOrpeccu-
PYIOLINIT XapaKTep, paHO WM TTO3HO HPUBOJ LI
K PasBUTHIO XapaKTePHBIX OCTIOKHeHMIT. Mex iy ma-
nueHTamu ¢ 6one3Hbio n curgpomom Kaponu pasnu-
4yl B 4aCTOTe CUMIITOMOB He OlipefienseTcs. B kxaue-
cTBe Harbomee paHHErO KIMHNYIECKOTO MPOsBIEHNUS
60/1e3HM MO>XKHO pacCMaTpuBaTh OONEBOI CUHPOM,
CBSI3aHHBII C XOIETUTHAZOM.

He MeHee XapaKTepHO ABIIAETCS pa3BUTHE XOTaH-
TUTa, IPOSIBISIIONIETOCS SMM30aMU IMXOPALIKY C 03-
HO60M, 60/IeBBIM CUH/IPOMOM 1 XKE/ITYXOI € KOXXHBIM
3ymoM. VIMerTcs OmycaHms Caydaes, KOrga 601esHb
BBIAB/ISIIACH BIEPBBIE IIPY 00CIe[OBAHNY 10 IOBOLY
[IOPTA/IbHOM TUIIEPTEHSNUY, XKeNTY[OYHO-KUIIEIHOTO
KpOBOTEeYEHM s, CIVIEHOMeTainn. B yacTu cinydaes
[IATOJIOTH S TI€YE€HY MOXKET BBISAB/IATHCS TONBKO NPU
6MOTICUITHOM MCCIefoBauuy [24].

BeposATHO, 4TO CTONMDb MPOKNUIL fUATIA30H KINHU-
4eCKMX 1 MOPHOIOrMYEeCKUX POSIBIEHNIT 60Me3HN
OoTpa’kaeT pa3HoOOpasye MyTalMil U UX aJ/Ie/IbHO-
IO B3aMMO/IEVICTBM, a TaK)XXe BIUsHNUE IPYTUX, HE
M3y4YeHHDbIX PaKTOPOB (KaK reHeTUYeCKNX, TaK U He
reHeTUYeCKMX — HallpUMep 11071 ¥ HAI[MOHAIbHO
IPVMHAMITIEXKHOCTH).

YnbTpa3ByKoBOe MCCIe[OBAHNME TelaToouanap-
HOIT CHCTeMBI pacCMaTPUBAETCs KaK MEPBBIL 9Tall
OMAaTHOCTYUKMY, IJIsI e TaTbHOM AMAaTHOCTUKIY IIpes-
[OYTEHMeE CTIeyeT OTAAaTh MarHUTHO-PE30HAHCHOM
XOJIAaHTMOMIAaHKpeaTorpadpuy ¢ KOHTPACTUPOBAHMEM
(MPXIIT) [16].

MepukameHTO3HOE edeHne npu 6onesun Kaponu
HAIIPaB/Ie€HO Ha OC/IOKHEHV S 3a00/IeBaHNS: TIEYeHIe
MOpTa/AbHON I'MIIEPTEH3UN U ITIEYEHOYHON HEJOCTa-
TOYHOCTH, aHTMOAKTepHanbHas Tepanus Py XOTaH-
TUTe, @ TAK)Xe IIPY IMeYEHOYHOI HEJOCTATOYHOCTH
[16]. ITpuMeHseTCA YPCORE30KCUXONEBas KMCIOTA.
Heo6x011M0 CBOEBpEMEHHO PACCMOTPETDH BOIIPOC
0 IMpOBefjeHNM XUPYPIUIeCKOTO BMELIATENbCTBA,
He JJOXKM/AsICh PasBUTHS TAKUX OCIOKHEHMIT, KaK
nopTanbHasA runepreHsus. Ilpu 6onesun Kaponn
C M30/IMPOBAHHBIM [TOPa)keHMEM BO3MOXXHA pe3eK-
LA HOpaXXEHHOI O WK cerMeHTa [25]. B cyuae
cuHzppoma Kaponu eguHcTBEHHBIN C1TOCO6 /IedeHMs
MalMEeHTOB — TPAHCIIJITAHTAL A IIe4eHN [1, 13, 26, 27,
28]. AkTuBHOe uccnefnoBanne 6onesnu Kaponu Ha
JKVBOTHBIX MOZIE/ISIX IIO3BO/INJIO BBISIBUTD PSAJ TOHKUX
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LM TOKMHOBBIX MEXaHM3MOB ITIaTOT€HEe3a, BO3/IENCTBY
Ha KOTOpBIE Y/JaJIOCh YMEHbIIUTb 06pa3oBaHMe KUCT
u nporpeccuposanue Gpuodposa [29, 30].

Mpb1 nmpeficTaBnsgeM KAMHNYECKNI Cydail CUH-
npoma Kaponu y pe6éHka, KOTOPBIII HAXOAUTCA MOK
HaUIVM HabOII0eHNeM C POXIEeHNUA KO 15-neTHero
Bo3pacTa. [leppoHayanbHO B HEOHATa/IbHOM BO3pac-
Te Obl/Ia AMATHOCTMPOBaHA IIOYeYHAs NMAaTOMOTHA,
B JIOLIKOJIBHOM BO3pacTe — 0OHapy >KeHbI U3MEHEHM
B IIEYEHH, C TIOCNIEAYOIMM PasBUTIEM PENUAVBUPY-
IOIL[ETO XOJTAHTUTA, IIPOrPeCCUPOBAHNEM IeTIaTOCIIIe -
HOMeETaJIuM, TIOPTa/IbHOI TUIIePTEH3 el U IeYEHOYHO-
KJIETOYHOW HEeJJOCTAaTOYHOCTU.

Manpuuk [. 2006 roga poxpenus. PebeHok ot
14 6epemenHocTy (10 MegabopTOB, 2 CHOHTAHHBIX
abopTa), IpOTeKaBIleil C yTpo30it IpepbIBaHusA Ha 18
Hepene, 111 pofoB myTém KecapeBa cedeHMs Ha 36-37
Heplenie (IpeXX/ieBpeMeHHasA OTC/IONKa MTaljeHThl).
AHTponoMeTpudecKyue NOKa3aTeay IPpU POXKEHUN CO-
OTBETCTBOBA/IY I'eCTALIMIOHHOMY Bo3pacty (Bec 2700 T,
nnvHa 48 cm). Poguics B Tsoxénoit achukcun (2/6
6anoB 1o mkasne Anrap). Haxopuncs B oTaenennu
MIATONIOTMY HOBOPOXK/IEHHBIX C AMAaTHO30M: BPOXK/IEH-
Has IHeBMOHMS, LiepeOpanbHas nieMuns. B Bospacre
1 Mecsua 6blIa IpOBefieHa HePPIKTOMUS II0 IOBOLY
MYNIBTUKUCTO32 7IeBOJ nouku. IlocneonepanuoHHblii
HepUOJ, OCTIOKHIIICA SHTEPOKONTUTOM, Tepdoparuert
TOHKOJ KMIIKM C PasBUTHEM THOWHOTO NMEPUTOHNUTA,
abcuecca 6promruoit monoctu. CeMelHbII aHAMHE3
3a00/1eBaHMAMY HIeYEHY VY IOYeK He OTATOLIEH.

o 5 et pasBuBajCsa HOPMAIbHO, IPOXOAUII pe-
TyaspHOe o6cIefoBaHMe, 60JIeN peCcInpPaTOPHBIMU
MHGEKUNAMY PeIKO, IPUBMBAJICA 10 HALIVIOHATIBHOMY
KaJleH/japio. B o6mux 1 6M0XMMIYecKuX aHanM3ax
KPOBM ¥ MOYY IIATOJIOTM He 06HAPYXMBanoch. IIpn
V3W oTmedanach MOCTENIEHHO HapacTaloIas BUKap-
HasdA TUTIePIIasys IPaBo TOYKM, B KOTOPOIL onpefe-
JIATUCH MeNIKVe eIV HUYHbIE KICTBI.

B Bospacre 5 net mpu Y3V BriepBble ObLIN BBIABIE-
HBI KMCTO3HbIE M3MEHEHM A B TTedeHu. Ha ToT MoMeHT
KaKUX-M1M60 HapyLUIeHUI CaMOYyBCTBUA M IPU3HA-
KOB TS)KECTU NMe4YE€HOYHOI MaTOOTUM He BBIABIA-
nock. OHaKO, y>Ke B TedeHVe NOC/IeYoIlero roxa
MPOM3OIIIO pPe3Koe YXyALIeHe COCTOsAHMA. B uone
2011 roga Ha pOHe BHICOKOIT TMXOPaKU HAOMI0AAI0Ch
yBeIueH e XXIBOTA U TTOsABJIEHNE OTEKOB, OBIIIO OTMe-
YEHO yBeTMYeHNe eYEHN U CeNIe3EHKM, UKTEPUYHOCTD
ck7ep. B aHanm3e KpoBY BBIABIANACH AHEMMUA, TPOM-
6ouuTomeHNs U TUNOaIbOyMuHeMMst. Pe6EHOK 6B
TOCOUTANM3NPOBAH B OTAENEeHe OHKOTeMaTO/MOT 1,
B CBSI3U C IOf03peHMeM Ha nuMdonponudepaTusHoe
3aboneBaHme. Ha ¢poHe IpoBeieHHOI MHTEHCHBHOI
Tepanuy, BKII0YaBLIell TpaHCHY3NIO SPUTPOLUTOB
U anb6yMMHa, aHTMOAKTepUaTbHYI0 TePAINIO MOTY-
JeHa CyIIeCTBeHHAs IOMOKNTeNbHAA JUHAMUKA.

B oktsa6pe 2011 r. 6bIT rOCINTaIN3UPOBAH C KIIU-
HIUKOJ KeNyZOUYHO-KUIIEYHOTO ¥ HOCOBOTO KPOBOT-
€4eHN s, CUMITOMOB IIeYEHOUHOI HEeJOCTAaTOYHOCTHI
¢ sHnedanomarueii. OTMe4anoCch CHIDKEHME aKTUB-
HOCTH (IIOCTOSHHO JIeXKaJI), COHJIMBOCTD B JIHEBHOE
BpeMs U HapyllleHJe HOYHOTO CHA, HapyIleHe Peyt,
TpeMop, 0TKa3 oT mpuéma muuiu. [Ipu ocmoTpe 06pa-
1112710 BHUMAaHMeE YBeN4eHe OKPY>XHOCTH XMBOTa
(71 cM) ¢ cuMITOMaMy aClIATA, UCTOLIEHME MOFKOXK-
HOJ XXV POBOIT KieTyatky (Bec 20 Kr mpu pocte 120 cm),
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pacmpocTpaHEHHbIe OTEKY, paclIMPeHle BeH Nepe-
Heit OpIOIIHOI CTeHK, obliKa (puc. 1). [Tledens u ce-
7Ie3€HKa aIbIIaTOPHO MMENMN IIJIOTHY 0 KOHCUCTEHLMIO
M OIIpefensuch Ha 2 cM 1 11 cM Huxe pebepHOit LyTH.

JIabopaTopHO ompegensanach HOPMOXpPOMHasA I'i-
MopereHepaTopHas aHeMUsA C MUHVMATbHBIM yPOB-
HeM reMornobuHa 52 /1, TeHAeHMA K IEKONeH U
u TpombouuToneHun (go 144x10'/mm), yBenudenne
COD3 pmo 73 mM/4. B 6uoxumMmyeckoM aHanuse KpoBu
OTMevasach I’MI0aNbOyMIHEMNsA 0 22 I/J1, IOBbILIe-
Hue r1o0ynMHOBOI Gpakiuy 1o 41 r/1, MakcuMaib-
HBIIT ypOBeHb 0611ero 6unnpy6muHa 1o 29,2 MKMO/IB/I
NpeNMYI[eCTBEHHO 3a CYET HEIIPAMOT0. YPOBHU TPaH-
caMyHa3, KpeaTVHIHA M MOYEBMHBI He TIOBBILIA/NCD,
YPOBEHb IeNI049HOIT pocdaTasbl He BHIXOTMII 38 PAMKY
HOPMBI. B Koarysmorpamme oTMedanuch NpusHaKku
TUIOKOArynAnuu. B aHanmsax Moun oTMedanach He-
IIOCTOSTHHAA JleiKouuTypus (5o 60 B mole 3peHus),
6akTepuypus, mpoTenHypus fo 0,099 r/1, spurporu-
TypusA 10 5-7 B 110JIe 3peHN:A, MAKCUMAJIbHbIN y/Ie/Ib-
Hb11 Bec 1017. CK® o hopmyrne llIBapua 67,1 M1/MuH.

OHJO0CKONMYECKY BBIAB/ANOCH pACIIMPEHNA BEH
nnmeBopa 1 ct. IIpu Y3V opraHoB OpOIIHOI OTOCTH
CTPYKTypa IeYeH) ONMUChIBANIACh KAK PAaBHOMEPHO
YIUIOTHEHHAsI C MHOXXeCTBEHHBIMIU KIUCTO3HBIMU 06-
Ppa3oBaHUAMM, KOCOI BePTUKaNIbHBIN pasMep IpaBoit
monu 146 MM, oTMedeHO yBemndeHue u fedopmanys
JKETIHOTO Iy3bIPS C YTONIEHNEM U CTOMCTOCTDIO €TO
CTEHKU, paculypeHie BOPOTHOM U Ce/Ie3EHOYHOI BeH
1o 14 u 11 mM coorBeTcTBeHHO. Cenesenka (175x77 Mm)
MMena YIVIOTHEHHYIO HEOJHOPOJHYIO CTPYKTYPY.
IIpaBas noyka 137x60 MM MMesIa yIIZIOTHEHHYIO TapeH-
xumy (15 mm). [Tpu MPT opraHoB 6pIOLIHOI TOTIOCTH
BU3Ya/IM3MPOBANOCh PAacCIIMpEHNE BHYTPUIIEYEHOY-
HBIX >XETYHBIX IIPOTOKOB 710 16 MM. B emuHCTBEeHHOI
BUKapHO-TUIEePTPO(UpPOBaHHOI IPaBOIL HOYKeE OIIpe-
TeNANNCh eIMHNYHbIE KMCTHI.

COBOKYIHOCTDb KIMHIYECKUX Ta60PaTOPHBIX U MH-
CTPYMEHTATbHBIX JAHHBIX IO3BOMNIO CHOPMYIUPO-
BaTh Inaruo3: Cunppom Kapomu: KuctosHas gucrnia-
315 BHYTPUIIEYEHOTHBIX )KETIHBIX IIPOTOKOB, IUPPO3
Me4eHy, MOPTalIbHAsA TUIEPTEH3NA, CIIEHOMEeraIns
C TMIIEPCIJIEHU3MOM, T€HePaTM30BaHHbI OTEYHbIN
cuHApoM (nepudepudeckue OTEKH, ACLUT, TUPOIIe-
PMKapH), Ne4€HOYHAA HeJOCTATOYHOCTD C IEYeHOYHOM
sHIledanonarueit I cTeneHy; KUCTO3HAA ANCIIA3NUA
eI HCTBEHHOI BMKAapHO-TUIIEPTPOPUPOBAHHOI
IIpaBoOJl IIOYKY; BTOpMYHasA (e4€éHOYHas) KOaryo-
HaTusA C reMOpparnyeckKuM CUHAPOMOM (HOCOBBIE
Y KeTyI0YHO-KMIIIeYHbIe KpoBOTedeH M A); aHemu I11
CTeleHN; 6eIKOBO-9HepreTHYeCKas HelOCTATOYHOCTh
II crenenn.

JledeHue BKIII0YaIO TPAaHCQY3UU SPUTPOLUTAPHOI
MacCCBI M CBEXXKe-3aMOPO>KEHHOI IJIa3Mbl, BUKACOJI,
IMIVHOH, AUy PETUKY, aHTMOaKTepIaIbHYIO TePAINIo,
JIAKTYJI03y, ODHUTUH, yPCOME30KCUXONEBYI0 KUCIOTY,
nponpaHonon. OTMedeHa NONMOXUTENbHAA JUHAMM-
Ka B BU/JIe YIy4YllleH! s HEBPOJIOTUYECKOTO CTaTyca,
YMEHbUIEHN A OTEYHOTO M KYNMPOBAHUA TEMOpPparu-
YEeCKOTO CUHJPOMOB.

B TeyeHye nocienyomux 2 1eT Ha (pOHe ITAHOBOI
Tepamuy BKIIOYaOIEN: TaKTy/I03Y, yPCOLEeOKCUXOTIe-
BYI0 KncnoTy, opuutyH (Terma Mepir), BUKacosn 1 Xupo-
PacTBOpMMbIe BUTAMUHBI, CTIMPOHONAKTOH, COCTOsIHUE
IaljeHTa ObIJI0 OTHOCUTE/IBHO CTabunIbHOe. Brlna
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OTMeueHa ITOJI0KUTeIbHaA JUHAMNKA HYyTPUTUBHOTO
cTaTyca, I0IHO€ Ky pOBaHMe OTEYHOTO CMHAPOMA
U CUMIITOMOB 3HIedanonaTun. B aTo Bpems pe6éHok
aKTVBHO He IPefIbABJLAN )Kaj100, OB XOPOILO ajalTH-
POBaH COIMANBHO, TPOMIO/IKAT TOCEI[ATh ITKOTY.
B Bo3pacre 8 1et (2014 1.) pe6EHOK 6511 06CIEOBAH
B XMPYPIrU4eCcKOM oTeneHun Poccuickon peTckoii
K/IMHIYEeCKOI OOIbHUIIBI M KOHCY/IPTMPOBAH B OT/ie-
JIEeHMM TPAaHCIIJIaHTalVy NedeHy U nodek PHIIX mum.
akaj. b.B. IlerpoBckoro, B3AT Ha Y4€T 110 TpOrpaMMe
MOATOTOBKM K POACTBEHHON MM TPYIIHOM TpaHC-
mnaHTanyu. OfHAKO, Ha HOCTIey oI /e KOHCY/IbTAI I
nanueHT He ABWiIcA. [Ipu rocnurannsaguax s 2015
u B Mae 2016 rogia COCTOsIHME OCTABa/IOCh OTHOCUTE/Ib-
HO CTaOM/IbHBIM, OBV OTMEYeHbI IPU3HAKM LATOIIe-
HIUM, IPEMMYIECTBEHHO 33 CYET aHEMUML.
YxypueHue cocTostHusA B Bodpacte 10 1eT (CeHTsA6pDb
2016 1.): OTEYHBIIT CUHIPOM B BI/I€ aHACAPKY IPUOGPEN
YCTOIYMBBII XapaKTep, CHMIITOMBI 9HIIedanTonaTum
HEePCUCTUPOBAIIN U PE3KO HapacTanu Ha GoHe 4acTo
pelMAMBUPYIOLIEro XOMaHTUTA. BplpaskeHHbIe aCLIUT
U CIZIEHOMETA/IN A, IPUBEIN K Pe3KOMY yBeIMYEeHNI0
skmBoTa. OTMedYanach OfjbINIKa C y9acTMeM B IbIXaHUN
BCIIOMOTATETbHOI MYCKY/IaTyPbl, Pe6EHOK ITPUHMMATT
BBIHY>KZ€HHOE II0JIOKeHMe (CH/iA C OIIOPOJi Ha PyKn).
B Bospacte 11 net npu pocte 134 cM Becui 39,5 KrI.
JIa6opaTOPHO BBIABISNNCH AHEMUSI M TPOMOOIIH-
TOIEHN A, IEIKOIIUTO3 NTPY BbIPAa>KEHHON MHTOKCH-
KaIlMJ OTCYTCTBOBAJI, BEIpaykeHHOe ycKopeHne COJ,
runoanbbyMmuHemus (o 18 r/im), runeprio6ymHeMn st
(mo 59 r/m), runepbunnpybunemus (o 179 Mxmons/m,
B T.4. IPAMOI 6MIMPYOUH — 50 90 MKMOJIB/IT), HOBbI-
meHue JIAT (mo 1556 ef), CHMOKEHME XO/leCTepuHa
(mo 1,1 MMoOIB/), IPU STOM YPOBEHb 1LIIe/I0UHOI Poc-
¢araspr (186 ex) n ramma-I'TII (32-80 e) ocTaBanuch
He BBICOKUMU. IIpy MHCTPYMEHTaIbHOM MCCIef[OBa-
HIUM BBIABIANOCH paclIMpeHye BeH nuiesosa 3 CT.,
obpaliano BHUMaHUe HaIIYie MHOXXeCTBEHHBIX yBe-
JIMYEHHBIX 10 3 CM BOPOTHBIX IMM(}aTUYeCKNX Y3/I0B.
ITpy xakmoit 3KCTPEHHOM rOCHUTAIN3AL UM HaLK-
€HT IIO/Ty4ajl MHTeHCUBHYIO Tepalnio, BKI0YA0ILYIO0,
KaK IIPaBUJIO, MHOTOKpaTHbIe TpaHCy3uu spuTpo-
LUTOB, I/Ia3MBbl ¥ aTbOYMUHA, INYPETUKN, TEMOCTA-
TUYECKYIO 1 aHTHOaKTepuanbHyIo Tepanuio. Ha sTom
¢doHe cocTossHMe peOEHKA 3HAYUTEIBHO YIyYIIanoch.
ITnanoBas TepanusA BKI0OYaa AMYpPeTUKY, TaKTYI03Y,
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