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bone3Hb BunbcoHa — KoHoBanoBsa y geteu
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PE3IOME

Llenb cTaTbu: fatb npefcTaBneHne 0 COBPEMEHHOM COCTOAHUM Npobaembl 6onesHn Bunbcona — KoHoanosa (BBK) y aeteit n u3yuntb KnuHu-
Ko-nabopaTopHble MPOABAEHMS, YACTOTY U 3HAYEHUE BbIABNIEHUA BONE3HU CPeAM [eTell C renaTuToM HeBbiACHeHHOI 3Tuonorum (THI).
OcHoBHble nonoxeHua. b6BK, reHetnyeckn o6ycnoeneHHoe HapyleHne obMeHa Mefu, — OfHO M3 Cepbe3Heiinx 3abonesaHui, npoTeKalo-
wux nog mackoi MHI. [lo HacToswero BpemeHun faHHble o0 yactote bBK y fieTeit npakTuyeckn oTcyTCTBYIOT, @ AUATHOCTUYECKME BO3MOXKHOCTH
0CTaloTCA NpeaMeToM puckyccuit. Hamm nposefeH 0630p AaHHbIX MMpoBOIt nnuTepatypbl no BBK B aeTckom Bo3pacTe, a Takke o6cneoBaHbl
103 pebeHka 3-16 net c guarHoszom MHI (pnutenbHocTe HabnopeHns — 3-7 ner). Moapo6HO onucaHbl ABa KAMHWUYECKUX cnyyas. Hapsgy
C nokasarensmu obLWeKNMHUYECKUX UCCNeS0BAHMIA ONPefeNsnCh NoKasaTenn obMeHa MeU B KPOBM U B CYTOUHOM Moye. [eHeTUYecKue uccne-
LOBaHMA BKOYANU BbifiBeHWe MyTauuin B reHe ATP7B c usyyeHunem ot 12 fo 34 anneneii.

3aknioyeHune. bBK y peteit — Hepepkas npuumHa nopaxeHus neyeHu, oHa BcTpeyaetca y 11-12% peteit ¢ TH3. [narHocTuka ee Tpya-
Ha U 06ecneynBaeTcs COBOKYMHOCTbIO TaKWUX TECTOB, KaK OLEHKa YPOBHA MeAM B CYTOYHOW MOYEe M reHeTuyeckoe uccneposaHue Ha BBK
NPy UCKNIOYEHUN APYTUX U3BECTHBIX U PACMPOCTPAHEHHBIX MPUYMH NOPAXKEHUSA NeYeHU (BUPYCHBIX, HEANIKOTONbHOM XMUPOBOI 6GONE3HN NeveHy,
ayTOMMMYHHOTO renaTuTa, NepBUYHOTO CKNEpPO3NPYIOLLETo XONaHr1Ta Ha hoHe BoCManuTeNbHbIX 3ab0NneBaHuil KuweyHuka 1 ap.). Knioyesbimu
MOMEHTaMW, OnpefensiowMMN NPeAoTBPaLLEHMe TAXKENbIX OPraHHbIX MOpAaXeHU 1 neTanbHoro ucxopa y Aeteit ¢ bBK, asnsioTca Bbicokas
HACTOPOXEHHOCTb M MAKCKMMaNbHO paHHee oOHapyxeHue 6onesHu, obecneynBarolme CBOEBPEMEHHOE HAYano Tepanuu U 6naronpuUaTHyi0
cyabOy pebeHka. OrpoMHoe 3HaYeHne B CBA3M C MOXKM3HEHHOCTbIO TEPanuu UMEeT NoaaepKaHue KOMMNAAEHTHOCTYU K Hell, CBS3aHHOE C yPOBHEM
06pa3oBaHUs N BHUMATE/bHLIM OTHOLWEHUEM CEMbMU.

Knioyessle cnosa: 6onesHb BunbcoHa — KoHoBanosa, AeTu, AMArHoCTUKA, Tepanus, UCXOAbI.

KoHthnuKT uHTepecos: aBTop 3asBaser 06 OTCYTCTBUM KOH(INKTA UHTEPECOB.

Iina umtupoBanua: Peiisuc A.P. bonesHb BunbcoHa — KoHosanosa y peteii. [loktop.Py. 2020; 19(10): 52-56. DOI: 10.31550/1727-2378-2020-
19-10-52-56

Hepatolenticular Degeneration in Children
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ABSTRACT

Objective: to present the current situation with hepatolenticular degeneration (HLD) in children and to study clinical and laboratory
manifestations, prevalence and significance of the disease in children with unexplained hepatitis (UH).

Key Points. HLD, genetic copper metabolism imbalance, is a serious condition masked by UH. There is practically no information on
prevalence of HLD in children; and diagnostic capabilities are still a matter of arguments. We have reviewed literature sources on HLD in
children and examined 103 children aged 3 to 16 years diagnosed with UH (follow-up period of 3 to 7 years). Two cases have been discussed
in detail. In addition to routine clinical examinations, we have tested copper metabolism in blood and 24-hour urine specimen. Genetic tests
were conducted to find ATP7B mutations (12 to 14 alleles were examined).

Conclusion. HLD in children is not an uncommon cause of hepatic involvement; it affects 11-12% children with UH. Diagnostics is
challenging and achieved with a number of tests such as measurement of copper levels in 24-hour urine specimen and genetic tests for HLD
with exclusion of any other known and common causes of hepatic conditions (viral, nonalcoholic fatty liver disease, autoimmune hepatitis,
primary sclerosing cholangitis associated with inflamed intestine, etc.). Key aspects in prevention of severe organ failures and death in
children with HLD are high awareness and early disease detection with timely therapy initiation and favourable outcome. Of the utmost
importance in life-long therapy is compliance associated with the level of education and attention from family members.

Keywords: hepatolenticular degeneration, children, diagnosis, therapy, outcomes.
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onesHb BunbcoHa — Kowosanosa (BBK), renatoneHtuky- 3abonesaHue xapaKkTepusyercs rogamum  6eccMMnTOMHOro

NsipHas fereHepauus, reHeTuyecku obycroBaeHHOe Hapy-

weHne obMeHa MeguM — OAHO U3 cepbesHelwnx 3abo-
NeBaHWN, NpoTeKallWmMx Noj Mackon renatuta HeBbIACHEHHOW
atuonoruu (THI). B nocnegHee Bpems npobnema bBK aktyanu-
31MpoBanach B CBA3M C pacliMpeHnemM BO3MOXKHOCTENR fuarHoc-
TUKW 1 nosBneHnem 3(heKTUBHBIX METOJ0B NIeYeHUS.

TEeYEeHMs, NPOABAAACH KNMHUYECKM UMb Ha CTaAMKN HeoOpaTUMBbIX
M3MeHeHUi neyeHn (LMPPO3a) U NEHTUKYNAPHbLIX CTPYKTYP MO3ra.

[lo HacToswero BpemeHn faHHble o yactote bBK y pereit
MPaKTUYECKWU OTCYTCTBYIOT, @ AWATHOCTUYECKUE BO3MOXKHOCTM
0CTAlOTCH NpeaMeToM fucKyccuid. Tpu 3ToM paHHee pacmnos-
HaBaHMe 0O0Ne3HU, [0 PA3BUTUA BbIPAXKEHHBIX KAMHWUYECKUX
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NPOABNEHWA, U CBOEBPEMEHHOE Ha3HayeHue cneunduyeckon
Tepanuu CrocoOHbl MONHOCTbIO U3MEHWUTb CyAbOy pebeHka:
npefoTBpPaTUTL HEU3OEKHbIE Tparuyeckue cobbITUS C pa3BUTU-
€M NMpOorpeccupyloLero LLMppo3a NeyeHn 1 TAXEeNoro nopaxe-
HWA Mo3ra.

Llenb paHHol cTaTbu: faTb NpefcTaBieHne O COBPEMEHHOM
cocTosiHuK npo6nembl BBK y meteit n n3yunts KnnmHUKo-nabopa-
TOPHbIE NPOSABJEHNSA, YACTOTY U 3HAYEeHUE BbisBNEHUS 6ONE3HM
cpeau peteit ¢ MHI.

MpoBefeH 0030p M aHANMU3 UMEILUXCA AAHHbIX MUPOBOM
nutepatypbl no BBK B getckom Bo3pacTe, a Takke obcneno-
BaHbl 103 pebeHka 3-16 net ¢ guarHosom HI (anutenbHocTh
HabnopeHus — 3-7 net). Hapagy c nokasatensmu o6uweknu-
HUYECKUX WCCNefOBaHUI onpefensanuch nokasarenu obmeHa
Mefu B KPOBM W B CyTOYHOW Moye. [eHeTuyeckue mccnefosa-
HWA BKIKOYaNU BbiABNEeHMe MyTalunii B reHe ATP7B c n3ydeHmem
oT 12 po 34 annenei.

BBK Bnepsbie onucaHa S.A.K. Wilson B 1912 r., a B panb-
HelllweM Ha npoTsxeHun 1927-1960 rr. Ha GONLIIOM KIAUHU-
yeckom matepuane H.B. KoHoBanoBbiM JOCKOHANBHO U3yYeHb
ee natomopconorus, narogusnonorus u 6UOXMMUYECKUe Npo-
asneHus [1].

Mo coBpemeHHbIM BO33peHusm, bBK — Tsxenas Hacnepct-
BEHHas MaToNorus, reHeTMYecku JeTepMUHMPOBAHHAA C ayTo-
COMHO-peLecCcMBHbIM TUMOM HAcNeAoBaHUA, KECTKO NpUBA3aH-
Haa K reny ATP7B, Kopupyiolemy TPaHCMOPTUPYIOLLYIO MeAb
AT®asy neyeHu, HO UMetOLLAsA BLICOKYIO annesibHyl0 reTeporeH-
HocTb (6onee 500 myTauwii). Mpu 3TOM BO3MOXHO KakK romo-,
TaK 1 reTepo3nroTHoe COCTOsHME.

MatoreHes BBK obycnosneH pedexktom mepb-AT0asbl B
MeMOpaHe renartoLmMTOB, KOTOPbIA Bbi3bIBAET HApyLIEHWE BbiBe-
LEHUS MELM C XKENUblo, HEYKNOHHOE HAKOMNEHNe MeSy B MEYEHHU,
roJIOBHOM MO3re, MOYKaX, POroBMLE rMa3a C NOBPEXAEHNEM 3TUX
OpraHoB. B 3aBMCMMOCTM OT OCHOBHOTO OpraHa-MuLWeEeHW pasfu-
4aloT NeyeHOuHylo 1 HeBponoruyeckyto thopmsl. M3pegka BcTpe-
YaloTCA CMellaHHble hopMbl, HO MPeobnafalT NeYeHoYHble.

MocnepgHne paHHble o pacnpocTpaHeHHocTu BBK B mupe
npencrtasneHsl B 2019 r. B pabote [2], B KOTOpOi npoBeaeH
CUCTEMATMYeCKWA NOUCK BCeX COOTBETCTBYIOWMX MCCNefoBa-
HUI pacnpocTpaHeHHocTu 6GonesHu. ABTOpbI OTMEYalT, YTO
npeablgyuie cBeAeHNs TaKoro poaa Obinu noayyeHsl B 1984 r.
(ouetka Weith6epra — LUtepHaun6a). Yactota BBK 6bina pasHa
1 : 30 000, HO 3TV cBeAEHUA OCHOBbLIBANIUCL HA OrpPaHUYeH-
HbIX TOrga AaHHbIX. XoTs oueHka WeitHbepra — LWTepHnnba
npeanonaraer 60/bWOE KOAMYECTBO NPOMYLWEHHBIX CNYYaeB
C noTeHUManbHO aTanbHbIMM NOCNELCTBMAMM, OHA BCe elle
WMPOKO UCNONb3YeTCS.

B HacToswee BpemMs AOCTYNHbI KIWHWYECKUE U FeHeTuYec-
Kue uccnepoBaHus 6onee BbICOKOrO kayecTBa. B Hawy paboty
BKJIIOYEHbl 3T [laHHble AN O0OHOBNEHMA OLEHKM M nonyye-
HWA COBPEMEHHOro NpeAcTaBleHUA O PacnpoCTPaHEHHOCTY
3abonesaHus.

B oO6Lieit CNOXHOCTM B OKOHYAaTENbHbIA aHanM3 BOLWAM
59 nccnepoBanuit (50 KTMHUYECKUX U 9 NONYNALUOHHO-TEHETU-
YecKunx), NPoBEfEHHbIX HAa OCHOBe TPeOOBaHWI JOKa3aTeNbHOI
MeLuLMHbI. BblaeneHsl yeTbipe HefaBHUX KIMHUYECKUX UCCne-
LOBaHMA, OCHOBAHHbIX Ha 0OOLEHALMOHANbHBLIX 6a3ax AaHHbIX
BbICOKOrO KayecTBa, ¢ oueHkamu vactotel BBK ot 1 : 29 000
no 1 : 40 000. bone3Hb Gonee pacnpocTpaHeHa B OTAENbHbIX
nonynauuax 6naarogaps 4actbiM Gpakam ABOIOPOLHbIX GpaTbeB
u cectep u/unu 6osnee BbICOKO YacToTe MyTaLuii. Mpu pacyete
pacnpocTpaHEHHOCTU Ha OCHOBE 3a60/1eBAEMOCTH, CBA3AHHOIA C
4YUCNOM POXKAEHMIA, oHa cocTasnsana ot 1: 40 000 go 1 : 50 000.

KnnHuyeckme CKpMHMHIOBbIE UCCNEA0BAHMA, BKNIOYAS UCCe-
LoBaHWe Ha Hanuuue konbua Kaitzepa — ®Oneitwepa unum ypo-
BeHb Liepynonna3mMmuHa B KpOBYM, He YIy4LWKUAN 3TN OLeHKM 13-3a
HEOCTAaTOYHOro pa3mepa BbIGOPKW, a TakKe HE[OCTAaTOYHOM
cneumUYHOCTN NoKasaTens LepynonnasMuHa uau Mmo3fHero
M HeyacToro MosBAEHUA NPU NevyeHOUHbIX topmax GonesHu
konel, Kaitzepa — @neitwepa.

Pe3ynbTathl NONYAALMOHHBIX FEHETUYECKUX UCCNefoBaHMii
B CLIA n BenukobpuTaHUM He PACXOAMIUCH C KAMHWUYECKUMU
OLEeHKaMu pacnpocTpaHeHHocTU 3aboneBaHus. OpHako BO3-
HUKaeT BOMPOC, ABNAETCA NN NEHETPAHTHOCTb AENCTBUTENbHO
100%-HOM, KaK 3TO NPUHATO CYMTATb.

Mbl fonyckaeM, YTo NepBoHaYaNbHasA xapakTepucTmKa 4yacTo-
Tol 6BK (1984) ot 1 : 30 000 fo 1 : 50 000 Bce ele Kaxetcs
JelicTBUTENbHOM, No KpaiiHen mepe gns CLA, EBponbl u Asuu.
OpHako obpalyaemM BHUMaHWE Ha TO, YTO B HEKOTOPbIX MOMyns-
LIMOHHBIX MCCNef0BaHNAX reHeTUYecKas pacnpocTpaHeHHOCTb
Obina B 3—4 pasa Bbllle, YEM KAUHUMYECKME OLeHKU. Mpobnema
TpebyeT AanbHeiwero nsy4yeHus.

PaboT, cneLnansHo paccMaTpuBalOLLMX YacTOTY BCTpeYaeMoc-
™ BBK B pgetckom Bo3pacTte, Mbl He BCTpeTWaW. 3TO NOMOXKe-
HUE HanpAMYI COOTHOCUTCA C NpoGNeMOoi Mo3fHel AuarHoc-
TUKKM 3abonesaHus. OHa npepcTaBAseT COOOM 0YEHb BaXKHYIO,
HO Ype3BblYalHO CNOXHYI0 3agayy. o JaHHBIM KNMHULMUCTOB,
MMEIOLLMX OFPOMHbIN OMbIT HabntofeHus GonbHbix BBK, B ToM
yucne geTen, AMarHo3 HenonpaBnMMo 3anasfblBaeT — Kak MUHU-
MyM Ha 4—15 ner [3, 4].

370 cBA3AHO C KAMHUYECKUMU 0COBEHHOCTAMU 3ab0NeBaHNs,
KOTOpOe XapaKTepu3yeTcsi, C OAHOM CTOPOHbI, MHOFONETHWUM
OTCYTCTBUEM CUMMTOMOB, KKIMHUYECKOW TULIMHOY, C ApYyrol —
PEAKOW MHOTONMKOCTbIO, MO3BOASAIOWEN KAMHWLMCTAM [aBaTb
eMy TaKue Ha3BaHUs, KaK «BeNUKUIA umutatop» [5], «xamene-
OH» [6], «uemnuoH kamybnsxa» [7]. Bo3pact maHudecraumu
WMPOKO BapbupyeT — OT MeHee 1 roja fo 6onee 70 net [5].
KnuHuyeckue cuUMNTOMbI HecneuuduyHbl U MHOTro0OpasHel,
a HauboJsiee YacTbIMU KIMHUKO-ab0PATOPHBIMU NPOABIEHUAMM
CTaHOBATCA «HEOOBACHUMOE» YNOPHOE MOBbIWEHNE aKTUBHOCTU
TPaHCaMWHA3 W HeNoCcTOAAHHOe W yMepeHHoe yBenuyeHue pas-
MepoB neyexu [3, 7].

Mo3Tomy n6oe HEesICHOe MNOpaXeHWe MeyeHu — MOBOA
Ansi noucka unu ucknoyenus bBK B nio6om sospacre [7, 8].

Mo Hawum paHHeiM (puc.), BBK 3aHumaeT 3ameTHoe
Mecto (11%) cpepu Haubonee 4acTo [AMarHOCTUpyeMbix 3abo-
NIeBaHwii B rpynne Aetei, o6cnefyembix no nosogy MH3, yctynas
JNWb HanboNee YacTo BCTPeYaLWMMCs NaToNOrusM — JeKapcT-
BEHHOMY W ayTOMMMYHHOMY renaTuTam W HeanKoroNbHOM XUpo-
Boit 6onesHn neyexu (HAXBIM) [9]. CambiM paHHWUM cumnTO-
MOM 6b110 HeOOBACHUMOE noBbiweHMe akTuBHOCTU AJIT u ACT.
AHanoruyHele faHHble NPUBOAAT W Lpyrue Uccneposatenu [3,
10], HacTanBas Ha HeJOCTATOYHOM CneLUndUIHOCTU BONbIIMHCT-
Ba UcCnonb3yeMmbix Tectos [6, 10-12].

Anroputm pacnosHasaHus bBK, ectecteeHHo, TpebyeT napan-
NeNIbHOTO UCKI0YEHWA BUPYCHOTO, NH(EKLMOHHOIO, Napa3unTtap-
Horo nopaxeHus nevyenu, HAXBI, ayToummyHHOro 1 nekapcr-
BEHHOTO renatuta.

Ecnn paccMmoTpeTb COBpeMeHHble [MArHOCTUYECKME KpuTe-
pun BBK 1 3HauMmocTb OTAENbHbIX AMATHOCTUYECKMX napa-
METPOB B UCTOPUYECKU-XPOHOJOTMYECKOM NOPSALKE UX NOSB-
NleHUA B KNMHUYECKOW NpakTUKe, Nojsyyaem cnepywolne pAaH-
Hele [7, 8, 10-13].

Konbyo Kalisepa — ®neliwepa y peteit jo 6 net 0TCYTCTBYET
npu Bcex popmax. YyBCTBUTENBHOCTL 3TOr0 cumMnToMa — 72,2%,
npwu neyeHouHo opme HU3Kas — 63,3%, Npu HEBPOIOTUYECKON
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Puc. Otnoaorus nopaxkeHns IeYeHN § ACTEN

C AMArHO3OM TI€IIaTuTa HEBBICHEHHOMN 9THOAOTIIT

[ednumnt al-aHTuTpUncuHa /
al-antitrypsin deficit

1% o
MepBuyHbIi
CKNepO3MpYIOWMIA XONaHTUT
W 4p. + BOCNanuUTeNbHble
3abonesaHus KUIWeYyHuKa /
Primary sclerosing cholangitis
and other + inflamed intestine

9%

MNapa3uTossl / Parasitic diseases
2%

[enatut FEPI'IETMLIGCKOI‘;I 3TVIOJ'|0FVIVI/
Herpetic hepatitis
20/0

Muonatuum / Myopathy
2% BonesHb BunbcoHa —
KonoBanosa /
Hepatolenticular
degeneration

11%

[nukorexos /
Glycogenosis
3%

AyTOMMMYHHBI
renarut /
Autoimmune

hepatitis
17%

CuHppom makpoACT /
Macro-AST syndrome
10%

HeankoronbHas Xuposas
60ne3Hb neyeHun /
Nonalcoholic fatty liver disease

13%

BblcOKass — 93,4%. CneundnyYHOCTb ero BbICOKas, HO NOsIBIEHNE
BeCbMa no3fHee (Yalye BCero Ha oHe yxe cHOpPMUPOBABLUMXCA
TAXKENbIX U HEOOPATUMbIX U3MEHEHUT B OpraHax), B CBA3M C YeM
OH HE MOXET CNYXWUTb AN paHHel gnarHoctuku bBK.

CHuXeHUe YpoBH: epyonna3mMuHa 8 Kposu — GUoxummuyec-
KWMM TeCT, KOrAa-TO CYMTABLIMIACA MaBHbIM, HA OCHOBAHUK KOTO-
poro cTaBuaca unu cHumancs guarto3 bBK. B HacToswee Bpems
€ro 3Ha4YnMoCTb B 3TOM KayeCTBe MOABepraeTcs COMHeHMUIo, TaK
KaK MoKas3aHo, YTO NpW yMepeHHOW 4yBCTBUTENbHOCTU (71%)
CneunMpuYHOCTb ero o4eHb H13Ka — 50%.

lMosbiweHue yposHA Medu 8 cymoyHol Moye — bonee YyBCT-
BUTENbHbIN (86,7%) 1 cneuuduyHblii (78%) TecT. OH [0 HacToA-
Lero BpeMeHN CNYXKWUT NepBbIM OPUEHTUPOBOYHBIM U, B Clly4Yae
NONOXMUTENbHbIX PEe3yNbTaToB, OfHUM U3 MNOATBEPXAAOLMX
AWarHo3 UccnefoBaHuemM.

Tecm ¢ D-neHuyunnamuHom meHee vyscTBuTENneH (78%), Ho
BbICOKO cneunduyeH (97%), B CBA3M C YeM NONE3eH Kak fonos-
HUTENbHbIN, NOATBEPKAAIOLLNIA Pe3yNbTaThl aHaNM3a Ha YPOBEHb
MeAu B CYTOYHON MoYe.

Medb 8 mKaHU nedeHu npu 2UCMOI02U4ECKOM UCCIe008aHUU
6uoncuiiHozo mamepuana (okpacka 6uonmama Ha codepxa-
Hue medu podamuHoMm) — NpWU [OBONbHO BbICOKOW YyBCTBMU-
TenbHocTn (91%) HepgocTatouHo cneunduyHblit Tect (65,4%)
1 MOXET He BbIABUTb YBENWYEHNe ee KOANYeCTBa B npenapare.
OtcytcTBue unu cnabas BbIPAXKEHHOCTb [LAHHLIX O MOBbILEHNN
CoAepXaHusA Meaun B GuonTate He [OMKHbI CNYXUTb OCHOBAHU-
eM ans cHATUsA anarHosa bBK, Tem 6onee yto nogo6Hoe Habo-
[3aeTcs, Kak NpaBuio, HAa PaHHWX CTaguAx 3abonesaHus, Korga
AMarHo3 ocobeHHo BaxeH u cyabboHoceH. [o3Tomy AnarHocTu-

yeckas Heob6X0AMMOCTb MYHKLWOHHO 61ONCUN NeveHun y aeTei
npu nopo3peHun Ha bBK HepocTaTouHo onpaBpaHa, a pesyib-
Tatbl He abconoTHbL. Mpu GonbliMHCTBE 3a60NeBaHN NeYeHn,
0cobeHHO B neauatpun U Ha GoHe BHeApeHus 3nactorpaduu,
VKa3aHHOe WHBAa3MBHOE UCCNef0BaHWe NepecTaeT ObiTb «3010-
TbIM CTAHLAPTOMY» AMATHOCTUKM.

leHemuyeckoe obcnedosarue (npamoe cexseHuposaxue [HK)
npepcTaBaseT coboil B HAaCToslLEe BPeMS OCHOBY AWUArHOCTUKM
BBK. Ho paxe 310 camoe coBpeMeHHOe AMarHoCTMYecKoe nccne-
LoBaHue npu npaktnyeckn 100%-Hoi cneynduyHoCTU He uMeeT
100%-Hoii YyBCTBUTENLHOCTYU U NeHeTpaHTHOCTU (90%).

CerofiHf MOXHO YTBEpX[aTb, YTO TPM MNaBHbIX hakTopa
cBOeBpeMeHHoIt guarHoctuku bBK cnepytowume:

1) NoCTOAHHAA HACTOPOXXEHHOCTb B OTHOLWEHWUM 3abonesa-
HUsl, «BbICOKWI MHAEKC nogo3putensHocTuy [5, 7] npu no6om
HeACHOM NMOpaXeHUN NeveHu;

2) yyeT BCell COBOKYMHOCTU KNMHUKO-NabopaTopHbIX napa-
MeTpOB Npw LeneHanpasneHHoM 06cneoBaHum, BKIOYas reHe-
TUYECKHE;

3) OCTOpOXHas OUeHKa MOPOroBbIX M/UAW OTPULATENbHbIX
3HayeHW TeCTOB B NnaHe oTKa3a oT guarHo3a bBK, nockonbky
HU OMH W3 HUX B OTAENbHOCTHW, [AXe reHeTU4ecKuit (Henon-
HbIli OXBAT ajnenen), He MOXET CNYXUTb AAs 3TOr0 A0CTaToy-
HbIM OCHOBaHWEM.

B oueHb CNOXKHbIX Cy4asx AOMYCTUMO NPUOETHYTb K Npob-
HOMy nedeHuto (ex juvantibus) cneynduyeckumu npenaparamu
(D-neHuuunnamuHom u Ap.) B TeyeHne 1-3 mecsaues.

Mofo6HbI NOAXOA LUKTYETCA TEM, YTO IeYEeHUe XenaTopamu
Mefu BbICOKOI(dEKTUBHO U CNOCOBHO NPEAOTBPATUTD TAXKENbIE
OpraHHble MOpaXeHus W NeTanbHbIl UCXOA, HO NNLWb NPU CBOE-
BpEMeHHOW NOCTaHOBKE [MarHo3a B JOLMPPOTUYECKYID da3sy
3aboneBaHus [3, 5-9].

COOTHOWEHNE KNMHUYECKOTO W TeHETUMYECKOro MarHo30B
XOpOLWO NPOAEMOHCTpUpoBaHo B pabote J. Usta u coast. [14],
rfe npeAcTaBneHo pacnpepenerue reda bBK B opHoii nuBaHc-
Koit cembe. 06cnefoBaHbl 76 YNEHOB CEMbM, B KOTOPOWA 3aperucT-
pUpoBaHbl 7 e[UHOKPOBHbIX OPAKOB M 9 GONBHBIX KIMHUYEC-
Kn BblpaxeHHoi BBK. MeueHoyHas dopma 6bina y 6 yenosek,
HeBponornyeckas —y 2, cMewanHas — y 1. [pu reHeTuyeckom
obcnenoBaHumM HaigeHbl 33 HocuTens mytauuu reda ATP7B.

Mo Hawwum aaHHbIM 3a 5 neT (2012-2017), y 12 peTeit B BO3-
pacte 3-17 net c nopo3peHuem Ha BBK reneTtnuyeckoe nop-
TBEpXAeHWe nonyyeHo B 100% cnyyaes, Npu 3TOM rOMO3Uro-
Ta — y 9, retepo3urota — y 3 (3 : 1), knaccuyeckas mytauus
(12 annenei) BeisiBneHa y 10 feteit, ay 2 06cnefoBaHHbIX MyTa-
iKW, NOATBEPAMBILUME AMUATHO3, 0OHAPYKEHBI NULIbL NPU pacLum-
peHHoM noucke (34 annenu). Ha MomeHT 06cneoBaHus B CBA3M
¢ auardosom THI poumppoTuyeckas ctagus Obina y 10 geteit,
a umMppo3 neyeHun knaccos A, B no Yainbg — b0 — y 2 geTeii.
I eKTMBHOCTL NeyeHns, Havyatoro y 10 nayMeHToOB B LOLMPPO-
Tuyeckyto tasy, nocturna 100%.

MpuBeaem ABa KIMHUYECKUX NpUMepa.

BonbHoit C., 1989 roaa poxaeHus, Pecny6nuka benapycob

15.10.2013 r. — ynan B MeTPO, AOCTaBieH B OGO/bHULY,
rne Bnepeble OOHAPYXEHO pe3Koe yBelMyeHue U NJOTHOCTb
neyeHu u ceneseHkn. O6LWMII aHANU3 KPOBM: CHUKEHWE YPOBHS
remorno6uHa (87 r/n), uncna nekouutos (2,1 x 10°/n) n Tpom60-
uutoB (90 x 10°/n). AktuHocTb ANIT u ACT — 3N, ypoBeHb y-mto-
Tamuntpancnentupassl (M) — 2N, cogepxanue oblwero 6enka
U anbOyMnHa CHUXEHO B 1,5 pasa, y-mobynnHa — yBeTUYEHO
10 30%. AHanu3 Ha mapkepbl renatutos B, C oTpuuatenbHblii.

[OunarHo3: Yuppo3 nedeHu HeBbIACHEHHOU 3muoao2uu.

Bbinucan gomont.
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Ha npueme. Yuutcs B UHCTUTYTe 1 paboTaeT B Mockse. BpepHbix
npuBblyek HeT. CunTan cebs 3p0poBbIM. B aHamHese: B 9 neT Bnep-
Bble 0GHApYXKeHbl yBENNYEHUE NEYEHU U NOBbILEHNE aKTUBHOCTH
TpaHcamuHas B 1,5-2 pasa. [lnarHo3z — supycHsil eenamum A,
KOTOPbIM W NbITANNCL 0OBACHATL B NOCNEAYIOWEM HEOLHOKPATHO
(B TeyeHne 15 net!) nepuopmMyeckue pocT aKTUBHOCTW TpaHca-
MUHA3 ¥ yBennueHue neyeHu. Mpu gononHuTensHom obcnenosa-
HUM — nbpo3 neueHu npu anactorpadum (F-4). YposeHb Lepy-
JIonnasMuHa B 2 pasa Hxe HoOpMbl, Npoba ¢ D-neHuuuanaMmmHom
B CYTOYHOI MOYe Pe3KO MON0XKUTENbHA.

[lnarHo3: bosnesHs BunscoHa — KoHosasnosa.

HanpaeneH Ha obcrefoBaHMe C Lenbio pelleHns Bompoca
0 TPaHCNNAHTaLMN NeyveHu.

bonbHaa P., 2003 ropa poxpaeHusa, lepMckun Kpamn,
r. bepesHuku

BepemeHHOCTb MaTepu 1 pofbl — 6e3 0cobeHHocTeil. PaHHUI
aHamHe3: yacTble OPBW, 6poHxUTbI, 2 pa3a NHEBMOHMUS.

Wrons 2005 2. Bnepsble Ha Y3l — ymepeHHas renatocnne-
HOMEranus npu HOPMasbHbIX GUOXUMUYECKUX Npobax, KoTopas
6€e30CHOBaTENbHO 06BACHANACH YACTbIMK 3a60N1EBAHNUAMM.

OkmsAbps 2009 2. bonu B *MBOTE, NeveHb BbICTYNaeT Ha
2 cM u3-nop Kpas pebepHoii ayru, aktusHocts AT u ACT yBe-
nunyeHa B 1,5-2 pasa. Boiasnaiotca aHTu-IgG k xnamupusm.
[uarHos: Xnamuouo3s ¢ nopaxeHuem nedexu. JleyeHue a3nTpo-
MmuumHom, NOH a-2b. AktusHoctb AJIT u ACT BpeMeHHO HOpMa-
Nn30Banach.

Mapm 2010 2. AktusHocts AIT— 2-5N, ACT — 1,5-13N, conep-
XaHwe wenoyHoi docdarassl — 1,5N, [TT— 6N. BeisneHbl aHTH-
Tena K Bupycy nwreitHa — bapp u repnecy 6-ro Tuna. lponeyeHa
C MUHWMAJIbHBIM M KPaTKOBPEMEHHBIM yyyLIEHUEM NPO6.

Mai 2010 2. Bnepsble ob6cnegoBaHa Ha BBK: yposeHb
LepynonnasMmHa okasanca pasHbiM 10,1 r/gn npu Hopme
19-49 r/pn, ypoBeHb Mean B kpoBu — 10,0 MKr/n npu Hopme
13-25 MKr/n, cofepxaHue Meau B CyTOYHOI Moye (6e3 npobbl
¢ D-neHnumnnnammnHom) B Hopme.

Mpu reHeTnyeckom obcnefoBaHUM B MeuKoO-reHeTUYeCKOM
Hay4yHOM UeHTpe uM. akag. H.M. boykoBa HalgeHa myTauus
€.3207 C> A B reTepo3uroTHOM COCTOAHUM.

[narHo3s: bosne3Hb BunscoHa — KoHosanosa. Havato neyve-
Hue D-neHuumnnamuHom B go3se 250 mMr/cyT.

Hosbps 2010 o. Tocnutanusauus B Poccuitckyto pertc-
Kylo KnuHuueckylo 6onbHuuy (POKB) ®TAQY BO «PHUMY
um. H.W. Muporosa». AktusHocts AJIT nu ACT — 2-2,5N, KOH-
LeHTpauus LepynonnasMmMHa B 2 pasa Huxe HopMbl, npoba
¢ D-neHMUMNNAMUHOM B CYTOYHOI MOYe PE3KO MONOXKUTENb-
Has (52,3 mMr o u 236 mr nocne npuema D-nenuuyunnamuua),
Ha Y3 — ymepeHHas renatomeranus, OJHAKO MyHKLMOHHAs
6MONCHA NeYeHU, BLIABMBILAA HAPYLLEHUE apXUTEKTOHUKM, NOp-
TO-NopTa/ibHble CENThbl, AMCKOMMIEeKcaluuo 6anok, Ho He AaB-
Wwas MoNOXUTeNnbHON peakuunm Ha Mmepb (Biooptica), mocny-
UNa OCHOBaHWeM Ans cHATUA puarHosa BBK (?!) u otmeHsbl
D-neHuuymnnammHa.

MoHp 2011 2. Ha cdoHe oTmeHbl D-neHuumnnamuua cuty-
auma pesko yxyawwunacb. [loBTOpHas rocnutanusauns B
POKB. AktusHocte AJIT u ACT nosbicunach go 3N, npoba c
D-nexnuymnnnammnHom — 330,4 mr npotus 61,0 mr, Y3U-auddysHele
M3MeHeHUs NapeHxMMbl nedeHu, anactorpadus — F-2. [luarHos
BBK nopreepguncs, cHoBa HaszHaueH D-neHnumnnamuH, Ha 3ToT
pas B agekBatHoit fose (500 mr/cyT).

2012-2015 22. 06Wuit aHanu3 KpoBu, bBUoxMMMYeckie npodbl
CTOiiKO B HOpMe, Y3W 6e3 oTknoHeHuit. Pubpo3z — F-0.

Mapm 2016 2. (Ha npueme). TpuUHAZUATWUNETHAS [EBOY-
Ka, ®anob HeT, MHTENneKTyanbHoe M U3MYeckoe pasBuUTUe

B HopMe. CocTosiHMe opraHoB 6e3 OTKIOHeHWii. Bce naboparop-
Hble NoKa3satenu B HOpMe.

Ha MPT ronoBHOro mo3ra — eAWHUYHbIE 0Yaru rnMo3a npu
OTCYTCTBUU OTKNOHEHWIA B HEBPONOrMYECKOM CTaTyce.

Y matepu pebeHka npu reHeTUYeCKOM 06CNEA0BAHUM TaKkKe
BoisisneHa bBK B reTepo3urotHom coctosiHumn (beccumnToMHas

tdopma).

3amecTuTeNbHOE NledeHMe npenapatamu, CnocobCTBYiO-
wumMn BbiBegeHuto Meu (D-neHuumnnamuHoMm, npenapatamu
LMHKA U Ap.), HA3HAYAeTCA Ha BCIO XKW3Hb W MpPU ALEKBATHbIX
[03ax [aeT BbIPAXEHHbIA NONOXUTENbHBIA 3dEKT yKe yepes
6-12 mecsueB [3]: cHuxKaeTCs aKTUBHOCTb TPAaHCAMMHA3, HOp-
Manu3yeTca CYTOYHAA IKCKPeUUs MeAn C MOYOM, YMEeHbLATCS
pasmepbl U cTeneHb Grbpo3a neveHu.

Mo mepe HakonneHu s onbiTa eyeHus 6oabHbIX BBK BbisicHseTcs,
4TO, KPOMe CBOEBPEMEHHOCTW Ha3HaYeHUs Tepanuu, BaXHY0 posb
UrpaeT NPUBEPXKEHHOCTb MaLMeHTa K nevenuto. Lienbiit psg pabot
nocnefHero BPEMEHM NOCBALLEH CMeLnanbHO 3TOMY BOMPOCY.

Tak, W. Maselbas u coaet. B 2019 r. [15] oTMmeyaloT,
YTO Y NALMEHTOB C XPOHWUYECKMMMU 33a00NeBaHMAMM, KaK npa-
BWO, HU3KAA KOMNIAEHTHOCTb K MEAMKAMEHTO3HOMY IeYEHNIO,
yTOo BNUSAET Ha ero 3 dekTMBHOCT. Llenblo nccnenosaHms 6610
OLEHUTb CTEMEeHb NPUBEPKEHHOCTU K MHOFONETHEMY JIeYEHUIO
nauvenToB ¢ BBK, npoaHanu3npoBatb ee BAMAHWE Ha UCXO[
3a00n1eBaHus 1 BbIABUTb (haKTOPbI, CNOCOOHbIE BO3AE/CTBOBATL
Ha KOMMIAEHTHOCTb K Tepanuu.

PeTpocnekTuBHo npoaHanu3upoBaHsl 170 nauueHtos ¢ bBK,
KoTopble Hayanu nevenne mexgy 1995 u 2005 r., pnsA OUEHKM
MOCTOSHCTBA MMM HEnocTosHCTBA Tepanuu. locnegHee 6bino
onpefeneHo Kak no KpaiHen mepe OfMH 3aperncTpupoBaHHbIi
nepepbiB NPOAOIKUTENBHOCTbIO 60Jlee 3 MecsALEeB MU MUHUMYM
[Ba nepepbiBa NPOAOIKUTENBHOCTbIO 6oNlee 2 MecsLEB.

BbiscHMnocb, 4to TONMBKO 74,1% nNauMeHTOB HenpepbiB-
HO NPOAOMKANM NeyeHue B TedeHue 11,7 roga HabnoaeHus.
PerynapHOCTb neyeHMs cepbe3HO BAMANA Ha KIMHUYECKMWe
pe3ynbTaTthl. Y «MOCTOAHHbLIX» OOMbHLIX Yy4lleHWe COCTOAHUSA
1 OTCyTCTBUe nporpeccupoBanus bBK Habntopanuce cylectBeH-
HO (B 2—20 pa3) 1 BbICOKO 3HAYMMO YalLE, YEM Y KHEMOCTOSHHBIXY
(29,4% v 68,3% npotus 2,3% n 45,5%; p < 0,001 B 0boux cny-
yasx). HanpoTue, y «HENOCTOSHHBIX» NALMEHTOB HAMHOIO Yalle
oTmevanocs yxynwerue teyenus bBK (52,3% npotus 2,4%).

Tun neyenwus BBK, non, deHoTunuyeckne ocobeHHOCTU
W [axe HeXenateNbHble ABNEHUsA, CBA3AHHbIE C MPUEMOM
NIeKapCTB, CyLEeCTBEHHO He BAUANMW HA NMPUBEPXEHHOCTb K Jleye-
HUI0. 3aT0 ypoBeHb 06pa3oBaHus (Bbicliee, CPeAHee) U BHUMA-
TeNIbHOE OTHOLIEHWE CeMbU CTann Haubosee BaXHbIMU haKkTopa-
MU, CBA3AHHbIMW C NOAJEPKAHWUEM KOMMNAEHTHOCTM K Tepanuu.

Mofo6GHOTO e MHeHWUs MPULEPHKMBAKTCA OTEYECTBEHHbIE
negmarpsl 3, 9].

Meaumarp, CTONKHYBLINIACA C HEACHBIMU KNUHUKO-NabopaTop-
HbIMUM NPOSIBNEHUAMN NOPAKEHUS NeYeHu, 0653aTeNbHO JOMKEH
nogymatb 0 Bo3MoxHocTu BBK, npoBectu ueneHanpaeneHHoe
06Crnef0BaHNe U B ClyYae ee pPacno3HaBaHUsA HA3HAYNTL afiek-
BaTHYI0 Tepanuio xenatopamu mefu, 00bACHUB POAUTENSM BaXK-
HOCTb U HEOGXOAMMOCTb NOXKU3HEHHOTO IEYEHUs .

3AKJNIOYEHUE
BonesHb Bunbcona — KoHosanosa (bBK) y neteit — Hepepkas
NPUYNHA NOPAXKEHUSA NeYeHU, BCTPeYaloLWwascs Cpean renatTutos
HEBbISICHEHHOW 3TUONOTUK € YacToTom 11-12%.

[IvarHocTuka TpyaHa M 06ecneynBaeTcs NpPEeUMYLLECTBEH-
HO COBOKYMHOCTbIO TaKWX TECTOB, KaK OLEHKA YPOBHA Meau

ITepnarpusa. Tom 19, Ne 10 (2020)
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] CLINICAL OBSERVATION

B CYTOYHO MOYe W reHeTuyeckoe wuccneposaHue Ha BBK
NpU UCKNKYEHUN APYTUX U3BECTHBIX M PACNPOCTPAHEHHbIX MPU-
YMH NOpaXKeHWA neyeHn (BUPYCHbIX, HEANKOTONbHOM XMPOBOIiA
60n1e3HM NeYeHu, ayToMMMYHHOrO renaruTa, NepBuYHOro ckie-
pO3MpyIoWEro XonaHr1Ta Ha GoHe BoCNanuTenbHbIX 3abonesa-
HUW KUILEYHWKA 1 Ap.).
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