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Llenb uccnepoBaHua: NpeacTaBUTb KINMHMYECKME HabnoaeHns 6onesHn BunbcoHa — KoHoBanoBa B neguaTpuye-
CKOW NpakTuke.

OCHOBHbI€ NOJIOXXEeHUd. B NnepBOM KIMHNYECKOM Crly4ae NopaxeHne nevyeHn 3aperMcTpmMpoBaHO BNepBbie B BO3-
pacTe 6 NeT B BUAE HE3HAYNTENIbHOIO MOBbLILLEHUS aMUHOTPaHCchepPas B CbIBOPOTKE KPOBU. HECMOTPS Ha CoxpaHsio-
Lytocs runepdepMeHTeEMUIO, AONONHUTENbHOE 06CeaoBaHMe He Obino npoBeaeHo. B Bo3pacte 10 neT oTtmedveHo
nosiBNIEHNE MPU3HAKOB MEYEHOYHOM HEe0CTAaTOYHOCTU U HEBPOJIOTMYECKOM cuMnToMaTuku. MNpoBeneHHoe nabo-
pPaTOPHO-UHCTPYMEHTaNIbHOE 0OCea0BaHME NMNO3BOMUIIO YCTAHOBUTL AnarHo3 6one3Hn BunbcoHa — KoHoBanosa
Ha cTaguu umppo3sa nevyeHn. bonesHb BunbcoHa — KoHoBanosa Obi1a AnarHocTMpoBaHa Yepes 4 roga oT MOMeHTa
BMNEPBbIE BbIBIEHHONM runepdepmeHTeMun. Perpecc KNnHMYeCcKnx CUMNTOMOB Habnogancs nocre npoBeaeHus
OPTOTOMUYECKOW TPAHCMIAHTaLMN NPaBO OONN NMEYEHU OT XMBOro PoACTBEHHOro AoHopa. HabnwoaeHve nocne
TpaHcniaHTauum neveHn coctasmno 10 ner.

BTOpoin KNMHMYECKuni crnyyan A4eMOHCTPUPYET APYroi BapuaHT TedeHnsa 6onesHn BunbcoHa — KoHoBanoBa ¢ ma-
HUdecTaumen B BUOe OCTpPOro renatnta, o YyTOYHEHUS STUONIOrMM KOTOPOro MauMeHT Obll roCnnUTann3vpoBaH
B cTauuoHap. Yepes 2 Heagenn nosiBUIMCb CUMIMTOMbI OCTPOV NEeYeHOYHOM HeJ0CTaTO4YHOCTU, MPOrPECCUPYIOLLINMA
remopparnyeckmm CUHAPOM, OCcTpada nevyeHovyHasa aHuedanonatus. JletTanbHbi ncxon GynbMMHAHTHOMO renatmTa
OTMeueH yepes 3 Heaenn OT MOMEHTA MOSIBNIEHNS NePBbIX CAMMTOMOB 60/1IE3HM.

3aknuyeHue. [NpakTukyloLmMmM BpayamMm Heo6xoaMMOo NPosiBASATbL HACTOPOXEHHOCTb B OTHOLLEHUM 60ne3Hn Bunb-
coHa — KoHoBasnoBa, kotopasi oJkHa ObITb BKIOYEHA B AnddepeHLmanbHbli AnarHo3 y AeTel C HEOObSACHUMbIM
MOBbILLEHVEM TpaHCaMWHA3, MPOSBAEHUSIMU OCTPOM MNEYEHOYHOW HEeOOCTATOYHOCTU, XPOHWYECKOro remnarurta
M LMPPO3a NeYeHU.

KnioueBble cnoBa: 605e3Hb BunbcoHa — KoHoBanoBa, Aetu, octpas nedeHoYHas He40CTaTOYHOCTb, NMOBbILLEHNE
aKTUBHOCTU TpaHaMunHas

KoHNUKT nHTepecoB: aBTOPbI 3as9BNAIOT 00 OTCYTCTBUM KOHPIMKTA UHTEPECOB.

Ans umtnposanusa: Camoposa O.B., CmupHosa IMI1., Kpurep E.A. Bone3Hb BunbcoHa — KoHoBanoBa B nNpakTuke neauartpa: KiMHuye-
CKve HabMoaeHNs C pas3HbIMU BapraHTaMu TeHeHUs U ncxopa. Poccuinckuia XkypHan racTpoaHTEepOoriu, renaTonorim, KoTonpoKTo-
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Wilson — Konovalov Disease: Clinical Cases with Different Manifestations

and Outcomes
Olga V. Samodova, Galina P. Smirnova, Ekaterina A. Krieger*
Northern State Medical University, Arkhangelsk, Russia

Aim: to describe clinical cases of Wilson — Konovalov disease in pediatric patients.

Key points. The first clinical case demonstrates the manifestation of Wilson — Konovalov disease with unexplained
mild elevation of aminotransferases at the age of 6 years. Despite the persistent hyperenzymemia, no additional
laboratory tests were prescribed. At the age of 10, the patient showed signs of liver failure and neurological symp-
toms. Laboratory and instrumental examination enabled to diagnose Wilson — Konovalov disease at the stage of liver
cirrhosis. The diagnosis was confirmed at the Federal medical center. The diagnosis was delayed and made 4 years
after the hyperenzymemia was first revealed. The relief of clinical signs was observed after the orthotopic transplan-
tation of the right lobe of the liver from a living related donor. The patient was under surveillance for 10 years after the
transplantation.

The second clinical case shows another variant of the course of the Wilson — Konovalov disease manifested as an
acute hepatitis. To clarify the etiology of the disease, the patient was hospitalized. In 2 weeks, the patient developed
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symptoms of acute liver failure, progressive hemorrhagic syndrome, acute hepatic encephalopathy. Death from ful-
minant hepatitis occurred in 3 weeks after the disease onset after the disease onset.

Conclusion. Healthcare workers should be aware of clinical signs of Wilson — Konovalov disease. Screening for the
disease is recommended for children with an unexplained increase of liver transaminases, acute liver failure, chronic

hepatitis and liver cirrhosis.
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Bonesup Busibcona — Konosasmosa (BBK) (rema-
TOJIEHTUKYJISIPHAST ~ JlereHepalusi, renaTtorepe6pasb-
Hast UCTPOUsA) — PEAKOe TSIKET0e HACAEICTBEHHOE
MyJbTHCHCTEMHOE  3a060JIeBaHUe,  IPOSIBJISIONIEECs
MPEUMYIIECTBEHHO MMeYeHOYHBIMI, HEBPOJIOTHYECKIMHU
U TICUXUATPUYECKUMU HAPYIIEHUSIME BCJIEJCTBHE Ype3-
MEpPHOTO OTJIOXKEHMS Me/ln B OpraHax m Tkausx [1].

CBoe HazBanue 6OJIe3Hb TOJYYHIA 110 UMEHU aH-
ramiickoro HeBpoJiora CaMmioesnss Buibcona, KOTOpBIi
B 1912 roxy omy6amkoBas paGoTy C OMHCAHUEM KJIH-
HUYECKOH M TaTOJ0r0aHaTOMUYECKON KapTHHBI HOBO-
ro 3a00JIeBaHUS, XapaKTepPU3YIONIETOCS MOPasKeHH-
€M HEpBHOIl CHCTEeMBbl U Pa3BUTHEM IUPPO3a TEYEHHU.
B nasbHeiiieM MHOTOJIETHUM W3yYe€HUEM KJIUHUKH,
naromopdosiornun u narodusnosorun BBK 3anumai-
ca H.B. KonosaJios [2].

BBK — HacsencTBeHHast HAaTOJIOTHSI € ayTOCOM-
HO-PEIIECCUBHBIM THUIIOM HaCJeOBaHUS, WMeonas
BBICOKYIO aJUIeJTbHYIO TeTePOreHHOCTh. B ocHOBe

BBK — wmyranusa rena ATP7B ma 13 xpomocome, Ko-
TOPBI KoJaupyeT TpaHcMeMOpaHHbBIN Genok ATda3zy-
7B, oTBeTCTBEHHBIN 3a BbIBEAEHNE MEIU B JKETUHbIE
IPOTOKM W BCTpaWBaHWe ee B IepyJoniaasMu |[3,
4]. Hapymenue o6pa3oBaHusI MeIb-TPAHCIIOPTHON
AT®a3p! TPUBOIUT K YMEHBIIIEHUIO CBSI3bIBAHUS Me/IN
C TEePYJIONIAa3MUHOM U CHIKEHUIO YPOBHS ITUPKYJIU-
PYIOIIEro IepyIoTIa3MIHA, TaK KaK anolepyJiorias-
Mun (LIepyJIOIIa3MiH, He CBA3aHHBIA C MEIbIO) HMeeT
6oJiee KOPOTKWII TIepUO/I TOJYBBIBEJICHUSI B CpaBHe-
HUU CO CBSI3aHHBIM C MEJIbIO T[EPYJIONIA3MUHOM.

B pannem Bo3pacre mpu BBeJeHUM B PAIUOH
pebeHKa  MeabCOAEPKAIUX  MPOJAYKTOB HAYMHAET-
¢S Tporpeccupyioniee HaKOIIeHWe MeIW B TI€YeHH,
a 3aTeM B TOJIOBHOM MO3re, IMOYKaxX, POTOBUIE TJia-
3a. Hakomnenne Meay MPUBOAUT K OKHUCJIUTETHHOMY
MOBPEXK/EHUIO TKaHell M KJIeTOYHOMY amnomntosy. Tak,
BBK u3 nepBonauasbHOro 3a6oJieBaHus IMeYeHUu CTa-
HOBUTCSI MYJIbTHCUCTEMHBIM 3a060JI€BAHUEM C TIOBPEXK-
JlEHUEM Pa3JUYHbIX OpraHos [5, 6].

BaxHoi, HO 4Ype3BBIYAITHO CJIOKHOHW 3amaveit
[T TIPAKTHKYIONINX Bpadell sBJSETCS IUArHOCTU-
ka DBBK. Ilo gaHHBIM KIMHMYECKUX HaOIIOLEHNIT,
quario3 BBK o0bryHO 3amaszgbiBaeT Kak MUHUMYM
Ha 4—15 Jier, AMArHO3 CTABUTCSI Ha 3Talle HEBPOJO-
IMYeCKOil CUMITOMATHKK W/ WU IUPPO3a IieyeHu |2,
7]. C oauoii cTopoHbl, MO3[HsS AuarHocTnka bBK
CBA3aHA C MHOTOJETHUM OTCYTCTBHEM CHUMIITOMOB.
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o S-7etHero Bo3pacTa pasBepHyTas CHUMITOMATHKA
nosiByisieTcst pesiko. Bospact Manudecranum Mosker
6biTh o1 3 o 74 ner (cpemnuii Bospact 13,2 roga).
C apyroii CTOpPOHBI, [MArHOCTHUKA 3aTpy/IHEHA U3-3a
HecnenuUYHOCTH U TTOAUMOpPGU3IMA CUMIITOMATUKH,
MIMPOKOTO  CHEeKTpa (HEHOTUITMUECKUX TTPOSIBJIEHMIA,
MHOTO00pa3ust KJAMHUYEeCKUX (opM, TSIKECTH KJINHU-
YecKuX TposiBieHnii. Bce BbllleckazanHOe CBU/ETETH-
CTBYeT O HEOOXOJIMMOCTH WCKJIIOYeHHs 3a00JeBaHMS
(BBK) y kax/j0ro mammeHta ¢ NpU3HaKaMH TOPaske-
Hus nedern [1, 2, 8]. Tak B ofHOI M3 MyOauKaImii
NPeJICTaBIeH KIMHUYECKUI CIydail HeCBOEBPEMEHHOI
JMarHoCTHKK nedeHouHoi ¢gopmpl BBK, y manumenta
¢ JUTUTEHHO TMPOTEKAOIIEN M30JUPOBAHHON TPOMOO-
nuronenueit. Jpyroil kanHudYecknit ciaydyail moKasbl-
Baer BBK, mporekaBmyio 1o KIMHUYECKON MacKOi
aMeHOperd W HEe3HAYNTEJbHOTO TIOBBINICHUS aJlaHnHa-
muHOTpancdepassl [7, 9].

Henasuue wucciaenoBaHusl paciupuiii  MPeICTaB-
geHns o xkamHWYeckoM ¢enotune bBBK, xoropas
MPEJICTABISAETCS KaK MYJbTUCHCTEMHOE 3a60jeBaHue
¢ TIOPaKEHNEM He TOJIbKO TeYeHU, HO U IEHTPATbHON
HEPBHOII CHCTEMbI, KOCTHO-MbIleuHoi cucrembr [10].
N3-3a mcuxuvyecKUX HapyHIeHWH MHOTHE MalueHThbl
¢ BBK wumeior noBesenvyeckne mpoOsieMbl, KOTOPbIe
3HAYNMO YXY/IIIAIOT TIPUBEPIKEHHOCTD K JICUEHHUIO.

Yarie Bcero nepBbIM JTa00OPATOPHBIM TIPOSIBIEHUEM
BBK saBnasiercsi mepmopnyeckoe yMepeHHOE IOBbBITIIE-
HUE AKTUBHOCTU TPAHCAMUHA3 B CBIBOPOTKE KPOBH,
a KJIMHUYECKUM — HeOOJbIoe yBeJIUuIeHne pasMepoB
neuenu [7].

Huarnoctuka BBK Bkiowaer oneHky KiauHude-
CKHIX CHUMIITOMOB, Ppe€3yJbTaTOB HWHCTPYMEHTAIbHOTO
obcyeioBanusi, JaGOPAaTOPHBIX JAHHBIX U PE3YJib-
TATOB  MOJIEKYJISIPHO-TEHETHYECKOTO  TECTHPOBAHNS.
Bannbnas onenounass mkama (Jlefnuurckas mkana),
paspaboranHasg Ha 8-it MexayHapoaHolt KoHdepeH-
1MW, TOCBSAIIEHHON OGosiedun Buibcona, 1mo3BossieT
CTAaH/IAPTU3NPOBATD [UATHOCTUKY U OOBEKTHBHO OIle-
nmBaTth nanmentos ¢ bBK [1, 8, 11]. Jlefinmurckas
IIKaJa BKJIOYAET cIeluduyeckne XapaKTepUCTUKN
3a60JIeBaHUsl, TaKNE KAaK HAJINYKME WU OTCYTCTBHE KO-
ger; Kafizepa — @uaeitmepa, Kym6Gc-oTpuniatenbHoii
reMOJINTHYECKOW aHeMUHU, HEBPOJOTUYECKHUE W TICUXU-
aTpUYecKue CUMITOMBI M/ Wan u3MeHeHuss Ha MPT,
YPOBEHDL IEPYJIOIJIA3MUHA B CBIBOPOTKE, KOJMYe-
CTBEHHBIIl aHATM3 MeIN B MEYEHHU, IKCKPEIHI0 Mean
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¢ Mouoiil B Teyenne 24 yacos (CIOHTAHHYIO MK IIOCJIE
BBEJIEHUS TEHWI[MIAMIUHA) ¥ aHAIu3 MyTalui reHa
ATP7B [1, 8]. Oupenenenne «cBOGOAHON» MeIn TaK-
JKe MIMeeT BBICOKYIO TUATHOCTUYECKYIO 1EHHOCTH [12].

Jleiinmurckasi ~ OlleHKa  TIOJpa3yMeBaeT  KOM-
MJIEKCHYI0 OIIeHKY BCeX TapaMeTpoB, B TO BpeMs
kak EBporeiickoe 06I1eCTBO JETCKUX TacTPOIHTEPO-
JI0TOB, Tematonoros 1 HyTtpuionoros (ESPGHAN)
npejnonaraer 6oJjiee MUPOKUN, TOITAMHBIN MOAXO/
K guarnoctuke BBK, koropbiit Moxker ObITh HC-
MOJIb30BAH B IMOBCEJHEBHOW KJIMHWUYECKON MPaKTHKe
[13]. Ha nepBom ararie jfaercst KIMHUYECKAs OIEHKA
(remarociieHoMerasns, aciuT u Kojbla Kaiizepa —
@Delimepa), OLEHUBAIOTCS OMOXMMHIYECKHE IIE€YEHOY-
Hble MPOObI, MoKaszarean MeraGosmsMa Meau (1epy-
JIOIIA3MHH, 24-9acoBasl SKCKPEIUs MeIH B MOYe).
Ha BTopoM arame TpoBOAMTCS MOJIEKYJISIPHO-TEHE-
TH4eckoe TtectupoBanue. CuuTaercsi, 4YTO J[OCTATOY-
HO onHoil myramun rena ATP7B pas puarnoctukm
bBK mpu Hamuumm KAMHTYECKUX MPU3HAKOB, TOTA
Kak y 6ecCHMIITOMHOTO TalMeHTa TpedyeTcsl BbIsBJIe-
Hue 2-x MyTauuil. buoncua nedyenu g KoauyecTBeH-
HOTO OTIPe/IeJIEHNsT CO/IePKaHus MeJii — TPETUil u 1o-
caenuuii atan auarnoctuku [13]. B Hacrosiiee Bpemst
nnst Bepudukaimn BBK cranmo Bo3MOXKHBIM TIOJTHOTE-
HOMHOE CeKBeHUpoBaHue [6].

Jleuenne mnanmentoB ¢ BBK moxbupaercss wmHmn-
BUJIyaIbHO C YYEeTOM TSKECTH OPTaHHBIX HapyIleHui
U BKJTIOYAET JINETOTEPAINIO, MeIMKAMEHTO3HYIO 1 HeMe-
JIMKAMEHTO3HYTO Tepanmio. PexoMeHyeTcss OrpaHuvnTDb
MPOJIYKTBI C BBICOKMM cojiepskanueM Meu. [Ipenapatsr,
croco6eTByomume BoigegeHnio Meau (D-TeHumTaMuH,
KOTOPBIN ocraercst cranzaproM Jedenuss BBK, tpuen-
THH), a TaK)Ke Tpemnaparbl [UHKA, WHIHOUPYIONe Ku-
MIEYHYI0 a0COPOITMI0 Me/IM, HA3HAYAIOTCS TIOKM3HEHHO
U B QJIEKBATHBIX [103aX. [Ipm yCIOBUU BBICOKOTO KOM-
TIJTaeHCa TAIUEHTOB JIeYeHNe JIAeT TIOJIOKUTENbHBIN a-
ekt yixe uepes 6—12 mecsnes [2, 5].

Comn 1muka (IIpeanoyTuTeIbHEe — aleraT IHH-
Ka), yuurbiBasg mpoguab UX Ge30MaCHOCTH, MOKHO
Ha3HA4YUTHh JleTsiM, auarHo3 BBK koropeiM ycranos-
JIEH TIPU TIPOBEJEHUN CEMENHOr0 CKPUHUHTA, a TaK-
JKe B KayecTBe IMOJJIEPKUBAIOIIEN TEPANUH MOCJEe Bbl-
BeJleHUsT Me/I 3HTEPOCOPOEHTaMK JI0 TeX TOop, IOoKa
YPOBEHb TpaHCAMUHA3 B CHIBOPOTKE OCTAETCS HOP-
MajbHbIM. /[leTeil ¢ npusHakaMu 3HAYUTETBHOTO I10-
pa’keHUsT TleyeHn HeoOXOJMMO JIeYUTh IIpernaparaMi,
CTIOCOOCTBYIONIMY BbIBeIeHUTO Meu [S].

Ectb MHeHHe o TOM, 4TO OrpaHMYeHHe MeJu B TH-
TaHUU U U30BITOK IIUHKA MIPU Ha3HAYEHWH MPenapaToB
MOTYT OKa3aTh HeOGJAroNnpusTHOE BJUSHIE HAa Pa3BU-
THe peGeHKa, MOITOMY IMPHU OECCUMIITOMHOM TE€YeHUN
BBK y nereit pannero Bo3pacrta BO3MOXHO COXpaHe-
HUEe HOPMAJbHOTO MUTAHWS 10 BO3PACTy U OTCPOYEH-
Hoe Havasno Teparnuu ¢ 18 mecsren [10].

[TporpeccupoBanne 3aboJieBaHus MOXKeT ObITh
oueHb ObICTPBIM. [Ipu HaMMUUM EKOMITIEHCUPOBAHHO-
ro UPPO3a WK OCTPOIl TTeYeHOYHOI HEJOCTATOUHOCTH
(OIIH) BosHukaer HeOOXOAMMOCTH TPAHCILIAHTAIIMI
neuernn (TII) [8].

Kimnnuueckoe Ha6monenue 1

Knnnndeckuii corydail mpeicTaBieH ¢ 1eblo MTOBbI-
HIEHUSI HACTOPO’KEHHOCTH MEJAMIIMHCKUX Pa0OTHUKOB
B ornomenun BBK y maumenToB ¢ renaromeranueil
n yMepeHHol rurepdepMeHTeMueii.

[Manwenr C., 10 Jer, rocuutTajn3upoBaH B 00-
JIACTHYIO [IETCKYIO KJIMHHYECKYIO GOJbHUILY C OTed-
HBIM CHH/IPOMOM, YBEJMYEHUEM MeYCeHN U YMEPEHHBIM
HOBbIIIEHNEM YPOBHS aMuHoTpaHcdepa3 B KPOBH.
HacnenctBenHbrii aHaMHe3 He OTATOINEH. Briepsble
nosbienne amurorpancdepas (AJIT 306 Ex/n, ACT
122 Exn/ ) BBIABIEHO B Bo3pacTe 6 JjeT mpu o6Caen0-
BaHUM 110 MOBOJY TYGYJIOMHTEPCTUIHMAIBLHOTO HedpH-
Ta. B TeueHme mocCTeAYONMX UYETBIpEX JIET TPH Jia-
60pAaTOPHOM KOHTPOJIE TPAHCAMHHA3bl HAXOUJINCH
B npegenax 40—100 Ex/n. Honoanurensbuoe ob6ciie-
JloOBaHMe U JieyeHre He POBO/INJIOCD.

[Ipu ocMoTpe BBISIBIEHBI OTEKW HWKHUX KOHEYHO-
creil M MOUIOHKH, aciuT, yBenndernne nedern (+2 ¢M
uz-nos Kpas pebepuoit ayrm). JlaGoparopHo saperu-
crpuposana anemusi (Hb 93 r/1), tpomGouuTonenus
(108 x 10°/ 1), rumonporennemusa (56 T,/1), rUIOATb-
G6ymunemusi (26 1/71), CHUKEHHE TPOTPOMOUHOBOTO
nngexca (39,5%), yMepeHHOe MNOBBINIEHUE YPOBHS
amunorparcdepas (AJIT 61 Ex/n, ACT 129 Ex/n)
n 6ummpy6una (22 MKMOJDB/JT), TOBBIIEHUE COIEP-
sxkanns Meaun B Moue — 0,163 mkr/T (Hopma 0,007—
0,100). 3amogospena BBK.

Ha ¢one BBenenust amp6ymMuHa ¥ BEPOIIIIPOHA
YMEHBITIJINCH TTPOSIBICHUST aCIUTA, OKPY>KHOCTb K-
BoTa cokparumiach ¢ 86 cm 0 70 cm. Hecmorpst Ha 9710,
B T€YEHUE MecsIa COCTOSHUE TAIMeHTa YXYANTIIOChH,
HOSBUJICS 1I€YCHOYHDIHN 3a1aX, COCYAMCTbIE 3BE3/I0UKH
Ha HIDKHUX KOHEYHOCTSX, TPEMOp KHUCTEH, aHU30KO-
pus. IIpu ocMoTrpe rya3 ¢ IOMOIIBIO IIEJI€BOI JaM-
el Kosblla Kaiizepa — @uieiiepa He 06GHAPYSKEHBI.
YpoBenb O6uupyGuHa TMOBBICUICS 10 43 MKMOJIb/ I
(mpsamoit 13,5 MKMOADB/J1). IDJIacTOMETPHS TIEeYEHH
nokasana: 23,4 klla, 4TO COOTBETCTBOBAJIO CTAJUH
¢ubposa F4. Ha ocHOBaHuM KJIMHWYECKUX, Jabopa-
TOPHBIX [AHHBIX U PE3yJbTaTOB MHCTPYMEHTAJIBLHOTO
NCCJIeIOBAHNS yCTAHOBJIEH BEPOSTHBIN KJINHUYECKUH
nnarno3 «bBK, muppos meuenns». PeGenok Obli Tie-
peBesieH B (e/iepaJbHbIT MEIWIMHCKWIA TIEHTP, T/e
quarno3 BBK 6bur noarsepskzen. Ilanment BHecen
B JINCT OXKW/IAHUS TPAHCIJIAHTAIINY TIEYeHU U oOcie-
JIOBaH 110 IIPOrpaMMe PO/ICTBEHHOI NepecaiKi 1e4YeH .

DIBY «Poccuiickmii HayuHBI TEHTP XHUPYPrun
nM. akag. b.B. Ilerposckoros PAMH Bbionnena op-
TOTOTINYECKAS TPAHCIIAHTAINS TIPABON JIOJIM TIeYeHN
OT POJICTBEHHOTO JIoHOpa. B panHeM moc/ieoneparion-
HOM TIepro/ie HaOMIOIATICS SMU30/] OCTPOTO OTTOPKEHUS
neyeHouHoro TpaHciiantara. [lamuenty nogoGpan nH-
JIMBHU/YATbHDI  TPEXKOMIIOHEHTHBII MPOTOKOT UMMY-
Hocynpeccrn  (takposmmyc, MuKodeHomara Moderu,
KOPTUKOCTEPONIBI).

B mnacrosimee Bpemsa manuenty 21 roj, yumtcs
Ha aBTOMEXAaHWKA, BOJUT aBTOMOOWIb. CoXpaHseTcs
xopolee camouyBcTBue. HeBposornyeckuii craryc
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6e3 ocobenHocteii. IlocTosSIHHO ToJy4aeT TakpoJIu-
Myc 7 MI.

Takum o6pa3oM, KJIMHUYECKUI CJydail JeMOH-
crpupyer tunmunoe st BBK wawamo B Buge yme-
PEHHOTO TIOBBIIIEHUS] aKTUBHOCTH TPAaHCAMMHA3 B BO3-
pacte 6 jeT, KOTOpoe OBLTIO OGHAPYKEHO CJIYYaifHO.
Hanbueiiee o6cieioBaHue IS yCTaHOBJIEHUS IIpU-
yuHbl runepdepMenTeMu He TpoBeneHo. Cienayer
OTMETHUTH, UTO corsacHo pekoMmenzparusiMm ESPGHAN
BBK carenyer uck/ouarb y Beex jeteil crapire 1 roga
¢ JIOOBIMH TIPU3HAKAMU 3200JI€BAHUS TI€UEHH, TaKe
mpu  OECCUMITOMHOM  TOBBIIMIEHUN CHIBOPOTOYHBIX
TpaHcaMuHa3z [J].

WNHTepBas MexX/y TepBBIME TTPOSIBIACHUSMHU 60J€3-
HU ¥ ee JMArHOCTHKOH OObIYHO cocTaBJsgeT oT 6 Me-
cames o0 3 Jet [12, 14], B mpeacTaBJIeHHOM CIydae
9TOT MHTEPBaJl OKA3aJCs JOCTaTOYHO IIPOAOJIKHUTEb-
HBIM ¥ COCTaBWJI 4 TOZa C MOMEHTa MEePBOTO 3TH30/Ia
ruriepdpepmerTeMun. CuMnToMbl 60JI€3HN Y MAIUEHTA
MOSBUJTHCH B Bo3pacte 10 JeT yske Ha CTaJWK UPPO3a
nedenu. A. Poujois m F. Woimant npoananmsuposa-
Jaun ucropun 6one3nn 107 manmeHToB TeNATOJIOTHYE-
CKOTO I[EHTPa, MOJy4YaBIIUX JedyeHue 1o nosoxy bBK,
1 BBISICHWJIN, YTO HA MOMEHT YCTAaHOBJIEHWS JMAarHO3a
JIBe TpeTu uMesn uppo3 nevenn [12].

Oo6pamaer Ha ce6s1 BHUMaHNE HaIWdHe TyOYJIOMH-
TEePCTULHATBHOTO HedpuTa B aHaMHe3e y NallieHTa,
KOTOPBIH OBLI 3apeTHCTPUPOBAH B Bo3pacre 6 Jer.
JuchyHKIMSA TTOYeYHBIX KaHAJbLeB MOrjaa ObITh
BHeme4YeHOUHBbIM TposiBieHneM BBK, uto ymommuna-
ercst B pabortax P. Socha et al. [5]. Bueneuenounbie
nposisnernss bBK y nmereii Mmoryt BKIIOUaTh Hedpo-
autnas, He@pOKATbIMHO3, BTOpPUYHYIO IgA- He-
¢pomaTtio, KapAUOMUONATHIO, APUTMUIO, THUIOTA-
parupeos, MaHKPeATUT, JUIOMBI KOXXHU, OCTEOIOPO3,
aprpomnatuio [15].

[Teuenoynas suuedasonartusa y aereil ¢ 1eKOMIIeH-
CUPOBAHHBIM IHPPO30OM TEeUeHW W TIeYeHOUHOU He0-
craroyHocTbio Ha (hoHe BBK nHe xoppekTupyercs mpe-
napaTaMi, CrocOOCTBYIONIUMHI BBIBEIEHUIO MeN, ITH
HAIMEeHTbl HYKIAI0TCS B TPAHCIVIAHTAIMK IiedeHu [S],
KoTOpasi W Oblia BbIMOJHeHA marmenty. lleap Tpamc-
wranTaiuu rnedenn npu BBK — kynnpoBanue medeHou-
HOH HEJIOCTATOYHOCTH M MeTaBGoJmIecKoro aedexra.

CiieryeT OTMETUTD, YTO IIOCJIE TPAHCIJIAHTAIIUN TIe-
YeHU y TIAllME€HTa OTMEYEH Perpecc HEeBPOJOTMUECKUX
cumitomMoB. Ha ymeHbllleHHne IMCHXOHEBPOJIOTNYECKIX
cumMnToMoB y manmeHToB ¢ BBK, mepenecmmx Tpanc-
IJTAHTALMIO TI€YeHU, YKa3bIBAIOT U JPyrHe aBTOPDI
[10], xoTs mokazanus K TpPaHCILIAHTAIIMKM [EYE€HU
y TalMEHTOB C BbIPAKEHHBIMH HEBPOJOTMYECKUMU
MPOSBIEHUSAMHI 10 CUX o6CysKaaoTes [S].

Oproronuyeckasi TpaHCIIAHTAIUS —IIEYEHU  SB-
JISETCST CTAaHIAPTOM JIEYeHUS TSKETOH TeYeHOUHON
HEeIOCTaTOYHOCTH M IMppo3a nedenu npu BBK, ne-
MOHCTPUPYET XOPOIHe Pe3yJbTaTbl C BBIKUBAEMO-
CTbIO TAIIMEHTOB IIPU IIPOBEJEHUM TPAHCILIAHTAINN
Ha (oHEe MTEKOMIIEHCHPOBAHHOTO 1upposa — 83 %
uepes 5 Jietr, 80 % uepes 10 zer [1]. Tpaucrmanrarmst
MeYeHn cnocoOCTBYET BOCCTAHOBICHUIO (DYHKITUT TeHA

ATP7B, npuBoauT K HOpPMAJIHM3alMM TPAHCAMUHA3
u conepykanus meqau [10].

B npeacraBieHHOM KJIMHHYECKOM CJIydae TPaHC-
MTAHTAINS TeYeHN Oblla BBITIOJTHEHA MAI[HeHTy B BO3-
pacre 11 jer. ABTOpbI cucreMaTiyeckoro o63opa, Io-
CBAILEHHOI0 TpaHCILIaHTauuu Iedenu y gereit ¢ BBK,
YKa3bIBAIOT, 4TO CPEJAHMII BO3pACT TPaHCIJIAHTAIIUN
nedenn y manueHToB ¢ bBK cocrasun 12,6 roma [16].
[TockosibKy TpaHCIJIAaHTAIMS [I€YeHU yCTpaHseT MeTa-
6ommueckuil fepexT, mocae TPaHCIUIAHTAIIMH He Tpe-
GyeTcsl HA3HAYEHUS IIPEIApaTOB, CHOCOOCTBYIONIIX
BBIBEJICHUIO MeAW WM WHTHOUPYIONMX KHUITEYHYIO
a6copoiio mean [16].

Kmunnueckoe Ha6onenue 2

Bropoit kanHndeckuil ciayvail JeMOHCTPUPYET He-
OsaronpusiTHbIil Bapuant tedennst bBK. Knunuueckue
nposiBjieHnst Topaxenust rnedenn npn BBK wmoryr
BKJIIOYATh MIMPOKHII CHEKTP — OT GeCCUMIITOMHBIX
cayyaeB g0 1mpposda nedenun u OIIH. Ilpupona
pasHoo6pasust BapuaHtoB Teuenuss bBK wHe scha.
Coueranue TeHETHMYECKUX, IIMUTEHETUYECKUX, TOPMO-
HAJBHBIX W CPENOBBLIX (DAKTOPOB MOJKET UTpaTh BasK-
Hy1o poJb [14, 17].

Boabnoit JI., 8 ner, Tperuii peGeHOK B CceMbe,
u3 JBoitnu. 3abojieBaHue HAYaJIOCh OCTPO C MOSIBJIE-
Hust 60JIM B BEPXHEHl TOJIOBUHE JKUBOTA, BSJIOCTH, CHU-
skenus anrernrta. Ha Bropoii nenb 6osie3anu poauTenu
3aMeTUJIH TeEMHYIO OKpacKy Moun. Ha yeTBepThlit jeHb
OoTMeueHa JKeJTYITHOCTb CKJIep, TMOSBUIACh TOBTOPHAS
pBora. Briepsbie pojurtes oOpaTHINCh 32 MeIUIINH-
CKOIl TIOMOIIbIO Ha 11ecToll JieHb 6oJie3rn. OcMoTpeH
YYaCTKOBBIM TEJNATPOM, Ha3HAueHO JabGopaTopHOe
o6caenoBanne. Ha cexapmoil jiedb 6oJie3nu O0JbHON
ObLJT 9KCTPEHHO TOCMUTATU3UPOBAH B UHMEKIMOHHOE
oT/leJIeHre TOPOJICKOI GOJIBHUIIBI ¢ KajmobaMu Ha CJia-
60CTb, TONTHOTY, 0OJIU B MPABOM TOApebephe.

[Ipu moctymieHun B CTAIlMOHAP OTMEYAJIUCH CHM-
MITOMbI MHTOKCUKAI[UU, UKTEPUYHOCTb KOXKHU U CKJIED,
cosnanue sicHoe. JlabopatopHo BbIsIBJIEHA TUITEPOUIN-
py6unemust (310 MkMosb/ 1), mpsaMoit Gumupy6un —
217 mxmoub,/ 11, tunepdepmentemus (AJIT 224 En/ 1,
ACT 473 E/l/n). Haznauena nndysnonnasi Tepanus
C 1eabIo Je3suHTOKCHKaun (KpUCTasaon/p), ypco-
JIE30KCUXOJIEBasi KHUCJ0Ta W JiakTyJjao3a. Hecmorps
Ha 3TO, B JWHAMUKE COCTOSIHHE TAIlMeHTa YXYIIU-
JIOCh, OTMEUYEHO HapacTaHhe WHTOKCUKAIMH, ITOSTBUJI-
¢S TeMOPparn4ecKuii CUHAPOM B BUJI€ KOXKHOHN CBITIH.

Ha 10-it genb OGoJsie3Hu mepeBefieH B OT/AejeHUe
peaHuMaIni, TKECTb COCTOSHMS Oblaa 00yCJ0BJICHA
CHMIITOMaMH HMHTOKCUKanuu (BIbli, aauHaMUYHbI,
allIeTUT CHIKeH) 6e3 reMOAMHAMUYECKIX U JIbIXa-
TEJIbHBIX HAapYIIEHUI. YPOBEHb CO3HAHUS IO TIKAJe
KoMbl I'mazro — 15 6amos. Ilpn nocrynienun B oT/ie-
JIEHVE PEAHUMAIK COXPAHSIACH JKEJITYITHOCTh KOXHU,
UKTEPUYHOCTb CKJIEDP, KXMMO3bI B MeCTe WUHDBEKIIHII,
renatomeranus (+4 cM us-nox Kpas peGepHOi ayrn),
Kpail nedenu npu nasbnanuu Markuii. Jlaboparopho:
runepaaktaremus 7,15 mmonn,/ o1, pH 7,456.
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B Teuenme HeCKONbKUX JAHEH — YXyAlIeHHE CO-
CTOsSIHUA, HapacTanue Kearyxw, (Gumupy6un o06-
umii — 440 MMosb/ 1, paAMoii — 216 MKMOoab/ 1),
runieppepmentemust (AJIT 607 E//n, ACT 479
EJl/n), runokoarysiiuu (iporpoM6éun mo Keuky —
menee 3 %, MHO — 19,2 (0,97—1,3), anturpoMOun
IIT — 16 % (96—126 %), nosiB/IEHNE MPU3HAKOB TIeye-
HOYHOI sHTIe(pATONATHI — CONOP, YPOBEHD CO3HAHUS
mo mikase koMbl [masro 9—10 GasnoB, cokparienue
pa3MepoB medeHu. [lpoposkeHa Ie3WHTOKCUKAIMOH-
Hagd U TaTOTeHeTHYecKasl Tepalus, B TOM YHCJIe aMu-
HOKHUCJIOTBI /IS TAPEHTEPATHHOTO MUTAHWS, TPOTPOM-
mieke n anturpom6bun I11.

Ha 15-it geHb Gojie3HW COCTOSTHHE YXYAITIIOCH
10 KpaiiHe TSXKeJIoro, YyrHeTeHHe CO3HAHUS [0 KOMbI
1 cr. (mkama xomer [masro 8—9 Gamnos). BemonHena
uHTY6AIMs TPaxeu, HavyaTa MCKyCCTBEHHAs BEHTUJIS-
st gerkux (MBJI). OTMedeHo HapylieHne MUKpPO-
IUPKYJISIUN — CcUMITOM GeJioro msiTHa 4 ¢, Taje-
Hue aprepuaibHOro gasieHns a0 90 u 33 MM pr. cT.,
4yTO ToTpe6oBano nHdysun godamMuna. YCUIMICI Te-
MOpparnvecKuii CHHIPOM.

Bolta npoBenena teseMeUIITHCKAsS KOHCYJIbTAIIUA
¢ HMUII TpaHCIJIAHTOJOTUN M MCKYCCTBEHHBIX Op-
raHoB uM. akagemuka B.W. IllymakoBa. OtmeueHo,
YTO B HACTOSIIEE BpeMs TPAHCIOPTUPOBKA TAIMEeHTa
Ipe/CTaBIsgeTcs KpaiiHe pUCKOBaHHOI. PekoMenjoBan
B KpaTdaiiliiie CpPOKHM TOAOOpD MOTEHIMATbHBIX POJI-
CTBEHHBIX /JOHOPOB (hparMeHTa MedeH .

[lna yrouHeHUs reHe3a (OYJIBMHHAHTHOTO TeMATH-
ta ¢ OIIH o6crenoBan Ha HaTMYKE CEPOTIOTUYECKIX
MapkepoB BHUpPYycCHBIX rematntoB A, B, C m apyrnx
rernaToTpONHbIX BUPYCOB (IIMTOMEraoOBUPYC, BUPYC
dumrefina — Bapp, Bupycer repmeca 1, 2, 6 Tuma).
Mapkepbl BUPYCOB He OOGHAPYIKEHbI. AYTOMMMYHHBIHT
renatut u gedurut arbdal-aHTUTPUTICTHA — HUCKJIIO-
venbl (ypoBeHb anbda-1-aHTUTPUIICHHA HOPMAIbHbIIL).
JlaHHBIX 32 OCTPOE OTpaBJICHNE TSIKEJIBIMU MeTaLTaMN
U JIEKapCTBEHHBIME MpenapataMu He Oblio (aHaMHe-
crmdeckn n jgaboparopro). ComeprkaHue 1epyJIonias-
MHHA B CBIBOPOTKE KPOBU GbLIO CHIZKEHO — 19,5 Mr/ 11
(20—60 Mr/mm), comepskanne MeAn B CyTOYHOH MOYe
noBbieHo — 97 Mkr/cyr. (3—50 MKr/cyT.), 4to mno-
3BOJITIJIO TIPENOJNOXKUTD BEPOATHBIN ararno3 bBK.

Ha 20-it nenp GoJiesHu 10 pe3yJibTataM YJIbTPas3By-
KOBOTO 00CJIeIOBAaHNUST B OPIONIHOM TOJIOCTH BBISBJICHO
3070 M1 acMTUYECKON >KUAKOCTU. BbItoyiHeH Jama-
porienTe3, mosydero 600 My TpaHccymarta, YCTaHOB-
JieH gpeHak. OTMedeHo cHIDKeHne (DYHKIIUU TT0UeK —
CK® 55,7 M1/MuUH., HapacTaHue reMOpPParn4ecKoro
CHH/IpOMa B BH/E€ PaCHPOCTPAHEHHBIX 3KXUMO30B,
KPOBOTOUMBOCTH CJM3UCTOH OOOJOYKU POTOBOM TIOJIO-
CTH, TPAH3UTOPHOU Makporemarypuu. Ha 22-ii nenb
060JIE3HN — ACUCTOJIUS, TPOBE/ICHHBIE PEAHNMAIMOH-
Hble MeponpusTus s¢ddekra He ganu, Oblia 3aDUKCH-
pOBaHA CMepTH MAIUEHTA.

Oco6eHHOCTBIO JIAHHOTO KJIMHUYECKOTO —CJIydast
O6bL ocTpas Manudecranus n GbICTPOE TTPOTPECCU-
poBanue ¢ dyabMUHAHTHBIM TeueHueM. I[lo manHbIM
Meraanaiausa S.M. Vandriel et al., OIIH wmoxer

6bITh TIepBBbIM TposiBienneM BBK. Ynenbubiii Bec
BBK B atmosorun OITH cocrasister 3 %. B cayuae
manudecrarmnn bBK ¢ passurnem OITH Tpebyercs
[POBe/IeHNEe 9KCTPEHHON TPAHCIJIAHTAIUN TIeYeHH.
BaaronpugTablii ncxo/l B IIPe/CTaBJIEHHOM MeTaaHa-
smse cocrasua jmmb 11 % [18].

Pacmmmdposka artmomorun  OITH  mpencrasis-
eT snauutesabnble Tpyauoctu. OIIH npu BBK kiuu-
HUYeCKM He oTjanyuMa oT Apyrux ciuayuae OITH.
JlabopaTopHbie MapKephbl, CBUJIETETBCTBYTOTITIE
0 HapylieHun oOMeHa MeJ[M, MOTYT MUMeTb KaK JIOXK-
HOMOJOKUTETbHBIN, TaKk ¥ JIOKHOOTPUIATETbHBIN
XapakTep, 4yBCTBUTETHLHOCTh KOI(PPUIIMEHTOB, MOJY-
YEHHBIX [PU pacyere COOTHOIIEHUsT OGUOXMUMUYECKUX
nmokasaresneil y ngereit, HeBbicoka. Tak, 4yBCTBUTEJb-
HOCTb COOTHOIIIEHUS e IouHol (hocdataspl K 06IeMy
6unmpy6uny npu BBK menee 4,0 (B HameM Habumo/1e-
Hun coctaBuna 2,4) u ACT/AJIT 6ousee 2,2 (B HatIeM
HaGmonennn — 2,1) cocrasasger Toiapko 71 % [18].
TeM He MeHee MPAKTUYECKH JABYXKPATHOE TOBBITIEHNE
YPOBHSI Me/Il B CYTOYHOI MOYe MO3BOJISIET TIPE/I0JIA-
ratb BBK kak npmunny OIIH y nannenTa.

ITo gaHHBIM MeTaaHa/M3a, B KOTOPBIN OblIa BKJIO-
yeHa GoJbInag Koropra gereil (256 uemosek, 52 uccie-
JOoBaHMs), MeanmaHa Bospacta Manudecranun OITH
npu BBK cocrasnsier 13,4 roga. [losis neBovek Oblia
60JIbIlle, YeM MAJbUMKOB, B OGOJIBIIMHCTBE CJIYUYaEB,
60 % MasbuMKOB ObLIN MOCTIYOEPTATHOTO BO3PACTa,
TOTZIa KaK B HalleM KJIMHUYECKOM CJIydae MabuyuK
OBLI PeryOepTaTHOTO BO3PAaCTa.

OCHOBHBIMH TIPEIUKTOPAMU HEGTATONMPUSATHOTO HC-
xomga OITH mpm BBK gBasioTca coderanme medeHOU-
HO¥ sHIledasONaTUN C KoaryJonaTueii, MapKepoM KO-
TOpOU sIBJIsgeTCS MEX/IyHApO[IHOEe HOPMAJIN30BAHHOE
orromenne (MHO) [18]. B mpeacraBieHHOM KJIMHH-
YecKOM cJrydae oGparasia Ha ceGsd BHUMaHUe Mporpec-
cupyiolas KoaryJjonaTusi ¢ BbicokuM ypoHeM MHO
(19,2, ped.: 0,97—1,3). IHarmentsr ¢ MHO > 2,0
npu OITH na ¢one BBK umenn Gosee uem B 7 pas
60Jiee BBICOKYIO BEPOSTHOCTD cMepTh [18].

[TpusHaku meuyeHOUHON asHIledasoNaTH B TPE/-
CTaBJIEHHOM KJIMHUYECKOM CiTydae GbLIH OTMEYEHBI YiKe
Ha 14-i1 nenb Gojle3HM B BUJIE HAPYIIEHUsT CO3HAHUS
(9—10 Gammos mo mKame KoMbl Imasro). IlammenTs
¢ neyeHovHol sHIedanonarueii Beaeacreie bBK o6bru-
o umeror 100 % meramprocTh [18]. TepameBtuueckie
cTparern Tpu  GJATONPUSITHOM —UCXOJ/I€  BKJIIOYAIOT
UCTIOJIb30BAHNE  HKCTPAKOPIOPATBHBIX — METOIOB  Jie-
YyeHus, B TOM uwncje I1asMadepesa B cOYeTaHUH
¢ D-TieHnTmAIaMuHOM, a TaKyKe CUCTEMY PelupKYJISIN
MoJiekyIsipHOro azcopbenra (MARS). BbokuBaeMocTh
narmerToB ¢ OIIH nma ¢ore BBK mocre TpancmtanTa-
uu nevenn cocrasisger ot 80 10 90 %, 4TO 3HAYNTEIHHO
BbITIIE, YeM Ha (hoHe KOHCepBaTUBHON Teparun [18].

B mamem cirygae ObICTpOe TIPOTPECCUPOBAaHUE 3a-
6oneBanus, ¢yapbMuHaHTHBIN Xapaktep OITH, ne-
BO3MOXKHOCTH TPAHCHOPTUPOBKM MAaIlMeHTa B Kpai-
He TSDKEJOM COCTOSIHUU B IIEHTP TPAHCIIAHTOJIOTUU
HE TIO3BOJIMJIM BBITTOJIHUTH TPAHCIJIAHTAINIO TIeYeHH
JUIST TIPEJIOTBPAIEeHNsT HeOIarompusiTHOTO CXO/IA.
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3akioueHue

Panngs gaumarnoctuka u rtepanuss BBK ysemmun-
BaIOT IMAHCBHI OJATOMPUSATHOTO MCXO/a 3a060JIeBAHMS.
Bes comuenus, nosbliieHne HACTOPOSKEHHOCTH Bpadeit
B orHomennn BBK neoOxomumo st mpemoTBpaiie-
HUS TSOKEJBIX OPraHHBIX MOPAKEHWH M JIeTaJIbHOTO
ncxo/a y JeTeii.

YdauTbiBasi 1ocTernieHHOe Hayaio GOJNe3HU, OTCYT-
CTBHE CHEMMMUIECKUX CHUMIITOMOB, OTHOCHUTEIbHYIO
penKocTh 3a60JieBaHNsI, CBOEBPEMEHHOCTD [UATHOCTHU-
ku BBK mpexacraBmsier TpymHOCTH, YTO BeZeT K BbI-
apiaennio BBK yxke Ha cTaznm 1upposa neyeHu U BbI-
PaKEHHBIX HEBPOJIOTHYECKUX HAPYIIEHWH W 3HAYNMO
YXYAILIAeT MPOTHO3 3a60JIeBAHNUSI.

Pazbop wkimHMUeckux ciaydaeB marmeHToB ¢ bBK
MOJKET TIPEJCTaBJATb WMHTEpec /g IPAKTHKYIONUIX
Bpauell ¢ I1ebl0 aKTyaJn3alui 3HAHUN 10 JTaHHON
mpobseme.
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[IpencraBiennble KIMHUYECKUE CJOydYal HOJITBEPIK-
nenHoil m BeposTHoit BBK nemoHCTpmpyioT Bo3MOXK-
Hble BapMAHTBI KJINHUYECKOTO TEYEHUS U UCXOJOB 3a-
60JIeBAHMS.

Pannsg puarnocTuka u JiedyeHue UMeoT pelaloliee
3HaYeHWe [ MPEeJOTBPAIEHUS TPOTPECCUPOBAHMS
3a60J1€BaHNsI, PA3BUTH IIMPPO3a WU IT€UEHOUHON He-
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