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Pecpepar. B nekumm npeactaBneHbl COBpeMeEHHbIE AaHHble 06 0COBEHHOCTSX KMMHUYECKOM CUMMNTOMATUKK, MeToax
OMarHoOCTVKM U neveHunst 6onesHn BunscoHa—KoHoBarnoea, a Takke KnvHUYeckoe HabnogeHne asTopa.
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WILSON—KONOVALOW DISEASE
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Abstract. The lecture includes the contemporary data dealing with special features of the clinical symptomatology,
diagnostic methods and the treatment of the Wilson — Konovalow disease and clinical observation of the author.
Key words: Wilson—Konovalow disease, clinical picture, diagnostics, treatment.

5 onesHb BunbcoHa—KoHoBanoBa (renatouepeb-
panbHas aucTpodus) — pegkoe ayTOCOMHO-
peLeccMBHOe HacneacTBeHHoe 3aboneBaHue, B OCHOBE
KOTOPOTO NEeXMWT reHeTn4eckn 0bycrnoBneHHoe HapyLLeHne
obmeHa Meay € M30bITOYHBIM (TOKCUYHbBIM) €€ HaKOMNeHu-
eM NperMyLLEeCTBEHHO B NMEeYEHN N HEPBHOW cucTeme [6,
12]. BonbHbIe AeTK poXaaoTCs y napbl poauTenei, oba us
KOTOPbIX KIMHUYECKM 300POBbI, HO SABMSIIOTCS HOCUTENAMM
naronoruyeckoro reHa [2]. Kak npaBsuno, poantenu He nve-
10T Cry4aeB aHanornyHoro 3aboneBaHns B pOLOCIIOBHOM.
3aboneBaloT TOMbKO Te MHAMBUAOYYMbI, KOTOPbIE YHacne-
[oBanv ABa MyTaHTHbIX reHa, T.e. N0 OQHOMY OT Martepu
M OT OTUa — rOMO3UrOTHble HOcUTenu MyTauuu. Jluua,
KOTOpble OT O4HOrO U3 POAUTENEN MOMYYUNN MyTaHTHbIN
reH, a OT APYroro — HOPMarbHbIV reH, ABNSIOTCS reTepo-
3UrOTHBIMW HOoCUTENAMK MyTauun. 3abonesaHve y HYX He
pa3BuBaeTCs, XOTS Npy BMOXMMUYECKOM MCCNesoBaHmnm
MOryT OblTb OOHapPYXeHbl CyOKMUHNYECKNE N3MEHEHMWS B
meTabonuave meau [8].

MepBoe onucaHwe KNUHUYECKON KapTuUHbl Gones-
HW 6bino caenaHo B 1912 r. npoxusatowmm B AHIMUK
amepukaHckuMm HeBponorom BunbcoHom (S. Wilson),
KOTOPbIN OxapaKkTepu3oBarn ee kak «nporpeccupytoLas
NeHTUKynspHas (nat. lenticularis — 4edeBuLEe0OpasHbIi)
JAereHepauusi: cemenHoe 3abonesaHne HePBHON CUCTEMBI,
coveTatoLeecs ¢ LMppo3om neveHmy. BunbcoH Bnepsble
onucan xapakTepHble N3MeHeHWs B FONIOBHOM MO3re, ycTa-
HOBMI NOCTOSIHHOE Hanunyue y 60MbHbIX LMppo3a NeyYeHu.
B kavecTBe OCHOBHbIX CMMNTOMOB 3aboneBaHusi 6binu
OTMeYeHbl pa3HOOOpas3Hble HeMPON3BOSbHbIE ABVXEHUS B
KOHEYHOCTSIX M TYNOBWLLE, MbILLE€YHAs PUrMOHOCTb, MPUBO-
AALLas K CKOBaHHOCTW, Ancdarvsa n gusaptpus, addekT-
Hble BCMbILKW, MHOTAA MCMXUYECKMe pacCTPOMCTBa Npu
OTCYTCTBWM NPU3HAKOB NMOpaXeHUsi TMpaMnaHbix nyTen. 3a
30 net go BunbcoHa K. Bectdpanem (Westphal C., 1883)
n A. Wrpromnennem (Strumpell A., 1898) 6bino onucaHo
3aboneBaHne, KOTOPOE MO KIMHUYECKOMY CXOACTBY C
paccesiHHbIM CKIepo30M MOSyYnnio Ha3BaHWe «MNCceBAo-
cknepo3sy. 3aboneBaHune xapakTepr3oBanoch pacnpocTpa-
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HEHHbIMUW, Pa3MaLUUCTbIMWU, PUTMUYHLIMIU HENPOWU3BOSb-
HbIMU ABWXEHUSIMU, MOBLILLIEHWEM MbILLIEYHOTO TOHYCA,
aMUMWEN, OU3apTpuer U BbIpaXEHHbIMU MCUXNYECKMMM
HapyLleHMaMU BNAOTb A0 crnaboymus. B ganbHenwem
oKasarnocb, YTO NPOrpecCMBHAs NEHTUKYNSpHasi AereHe-
pauusi 1 NCEeBAOCKNEPO3 SIBMAOTCA pasHbiMU hopMamMm
O[HOro 1 Toro e 3abonesaHus, koTopoe annb (1921)
Has3Barn renaToneHTUKYNsipHoW AereHepauven. Toraa xe
BbISICHUIIOCb, YTO U3MEHEHUSI B MO3re HE OrpaHNYMBaOTCS
NEHTUKYNSIPHLIMU iAPaMU U HEpPeLKO ObIBaOT Aaxe CUlb-
Hee BblpaXKeHbl B Apyrux otgenax moara. B 1953 . Bearn,
npoeeas aHanua 30 cemen, rae ObINM NauneHTsbl ¢ 6ones-
Hbt0 BunbcoHa, ycTaHOBMI ayTOCOMHO-PELECCUBHBIN THM
ee HacrneaoBaHus.

MpencrtaBneHus o natou3nonornum, natoreHese u
KINMHUKE 3ToM 60nesHn Obiny 3HAYUTENBHO pacLUMpPEHbI
OoTevyecTBEHHLIM HeBponorom akagemmkom AMH CCCP
H.B. KoHoBanoBbimM [4], KOTOpbIA NPEeAnoXun HasBaHue
«renartouepebpanbHas anuctpodusi», Bblaenun 4 gopmbl
NopaxxeHUsi HEPBHOW CUCTEMbI 1 OHY abaoMuHanbHy. B
1956 r. Walshe npogeMoHCcTprpoBan XxenupyoLmin acodext
npenapata D-nenvumnnamuHa. B 1974 r. Frommer npu-
BEN [oKa3aTenbCTBa HapyLlUeHus npouecca GunuapHon
aKcKpeumn mean npu 6onesnn BunbcoHa [pyc.: 6onesHu
BunbcoHa—KoHoBarnosa (BEBK)]. B 1985 r. Frydman v coasT.
OblIN OTKPLIT MyTaHTHbIV reH, AETEPMUHUPYOLLMIA pa3BUTE
3TOro 3aboneBaHusl, a TakKe yCTaHOBMNEHO, 4YTo reH ATP7B,
MyTaLum KOTOPOro Bbi3biBalOT 3aboneBaHne, pacrnonoXeH
B ANIMHHON YacTun 13- xpomocomel (ydactok 13q14921). B
HacTosiLLiee BpeMs naeHTudumupmposaHo 6onee 200 myTtaumin
reHa ATP7B, koTopble NPUBOAAT K HAPYLLEHUSM BunuapHon
SKCKpPELIMN MeaU U K HaKOMMEHMI0 3TOr0 MUKpPO3nemMeHTa
CHayarna B NneyYeHu, a 3aTeM ¥ B OPYrMX opraHax v TKaHsix
[22, 24, 30]. B pesynsraTte BO3HMKAET TOKCUYECKOE Nopaxe-
HWe OpraHoB Y HapyLueHue nx PyHKUUA. IMeHHO MHOoXe-
CTBOM TE€HHbIX MyTauuii OGBSACHSIOTCA pa3nuMyuusi CTeNeHN
HapyLUeHWIn TpaHcnopTa Meau, KIMUHUYECKON KapTuHbI 1
OMOXUMUNYECKMX OaHHBIX B CEMbSAX GOMbHLIX 60Ne3Hb0
BunbcoHa—KoHoBanosa (BBK) [2].
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B cpegHem B mupe, no gaHHbeiM |.H. Scheinberg un
I. Sternlieb (1984), pacnpocTtpaHeHHocTb BBK coctaBnser
30 6onbHbIX Ha 1 MITH YenoBeK, @ HOCUTENeM NaTosnorn-
yeckoro reHa sBngercs 1 yenosek Ha 90. 3a nocnegHve
rogbl HabnwgaeTcs TEHAEHUMS K YBENUYEHMIO Yucna
anarHoctupyembix cnyyaeB BBK. CumTtaetcs, 4to oHa
agnserca npuyinHon 15—20% Bcex OonesHeln neveHun
y aeten, a 5% OonbHbIX Monoxe 35 net ¢ KapTUHOM
XPOHUYECKOro aKTMBHOMO renaTMta HEesiCHOW 3TWOMnornu
ctpagatot BBK [36, 40]. PacnpoctpaHeHHOCTb 3aboneBa-
HWS BbILLIE CPEAM TEX HAPOLAHOCTEN, rae pacnpoCcTpaHeHbI
6nuskopoacTeeHHble 6paku (MpaH, Memen, Mpnanauns), a
Takke B AnoHuun, Kutae n Ha octpoBe CapanHus [8, 21].
Y eBpeeB-allkeHa3n ee yactota B 30 pas npesblillaeT
cpenoHemupoByto. Mo gaHHbIM A.P. MaraxaHoson (2007),
pacnpoCTpaHeHHOCTb NGO N3 reHHbIX MyTaLuii 60ne3Hun
yKasblBaeT Ha BpeMs NOSBIIEHUS: YEM Yallle BCTpeyaeTcst
MyTauus, TEM OHa APEBHEN, T.e. BO3HWKNA Ha paHHWX
aTanax opMMpoBaHus YyernoseyecTaa. [Ins pycckunx Hau-
bonee xapakTtepHa MyTauus, pacnpocTpaHeHHas cpeau
€BPOMNeNCKNX HAapoAOB. B HEKOTOPBIX ATHNYECKMX rpynnax,
Hapsay C LWMPOKO N3BECTHBIMWU, MOXHO 0BHapYyXWTb «MO-
noaple» MyTauuv, CBOMCTBEHHbIE TOMbKO M. Hanpumep,
y NpeacTaBUTeEnen Tatapckoh HauMOHAaNbHOCTU BbIsiB-
neHa myTauus, kotopas Hurge 6onblue He BCTpevaeTcs.
MoneKynspHO-reHeTU4ECKMIN aHanu3 no3Bonun npegno-
NOXUTb €€ TIOPKCKNE KOPHMU.

CpepHui Bo3pacT aebtota BBK coctaensiet 11—25 nert.
CunTtaetcs, 4TO Yem no3gHee HavymHaeTcsa 3aboneBaHue,
TeM MeAneHHee OHO npoTtekaeT. [Insg nposiBneHus 3a-
boneBaHUst MMEIT 3Ha4YeHne 3K30reHHble BO3AENCTBUS,
nopaxatoLme nevyeHb (MHTOKCMKaUMS, MHgekumsa v ap.)
[1]. KnuHuka 3aboneBaHnss MHOrorpaHHa v BKMOYaAET B
cebs, npexae BCEro nNeYyeHoYHble U HEBPOOrM4yeckme
NPOSABMEHNS, @ TakxkKe NCUxmyeckne, oepmaTonormyeckme,
remartonoruyeckue, novyevHble, odranbMonornyeckue,
9HOOKPUHHbIE, CEPAEYHO-COCYOQUCTbIE U MbILLIEYHO-
ckeneTHble [6, 12, 21].

Mop Hawwmm HabnogeHneM Haxoounueb 7 NauneHToB
¢ bBK B Bo3pacTte oT 17 go 46 neTt, 5 u3 HUX nepeHecnu
OPTOTOMUYECKYIO TPaHCNMaHTauui NevyeHn B CBSA3M C
pasBUBLUMMCHA LUPPO3OM MEYEHU U MEYEHOYHOW Hepo-
CTaTOYHOCTBIO. B kayecTBe unniocrpaumm ocobeHHOCTEN
TeyeHus 3aboneBaHns NpUBEAEM NOCNeaHee KMMHUYECKoe
HabnoaeHve.

BonbHas A., 1992 roga poxaeHus, noctynuna B Y3
«MoppoBckas pecnybnukaHckast UHEKLMOHHASA KNMHNYe-
ckast bonbHuua» 16.06.2010 r. ¢ >kanobamu Ha cnabocTb,
YTOMINAEMOCTb, YBENUYEHME XMBOTa B 06beMe, YyBCTBO
HanomnHeHWs B anuracTpanbHOW obnacTu, HOCOBbIE
KPOBOTEYEHWS, HapyLUeHNe MeHCTpyarnbHoro uukna. A3
aHaMHe3a BbISIBMEHO, YTO NepBble NPU3HaKN HeJOMOraHus
nosiBUNMCb nonroga Hasazd (cnabocTb, YyTOMNAEMOCTb,
nepvognyeckne HocoBble kpoBoTeyeHust). C mas 2010 r.
HapyLUUICA MeHCTpyanbHbIi umkn. 3a 10 gHen o rocnu-
Tanusauum nosiBUNUChL Howowme 6onm n YyBCTBO nepe-
MONMHEHUs B anuracTpanbHOn obnacTtu, B3gyTue XUBOTA,
WHOTAA XNOKWIA CTyn o 4 pa3 B CyT nocne ANeTndecknx
norpewHocTen. MNepeHeceHHble 3aboneBanusa: OPBU,
XpOHMYeckuii nuenoHedput. KpoBb 1 nnasmy He nepenu-
Banu, MHbEKLUMN 3a NOCNEAHUI rof He nonyyana, XenTy-
XOI He bonena, B KOHTaKTe C NMMXopaasLUMMmn 60nbHbIMK
1 BomnbHbIMY XenTyxon He bbina. MNprBKTa OT BUPYCHOTO
renatuta B B 2004 r.

O6bEeKTUBHO: NpW MOCTYNneHMn obliee COCTosIHME
cpenHen TsKecTW, co3HaHue AcHoe. KoxxHble MOKpOoBbI
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yncTble, bnegHble, Chiny HET, NanbmapHas aputema. Ckne-
pbl cybukTepuyHblie. NutaHne ymepeHHo noBbileHHoe. B
nerkvx u cepgue 6e3 naTtonornyecknx nameHeHun. >Xueot
yBenu4yeH B o6beme 3a cyeT acumTa. [ledeHb BbicTynaet
n3-nog kpasi npasov pebepHor Ayrn Ha 2 M, MIoTHoBaTas
Ha oLLyMb, Kpan 3akpyrrneH, 6e360ne3HeHHbIN.

Y3U opeaaHoe bprowHoU nonocmu. lNeyeHb yBennye-
Ha: N3P npason gonn — 139 mm, N3P neson gonu —
69 MM, KOHTYpbl HEPOBHbIE, CTPYKTypa MapeHXumbl
onddysHo HeogHopoaHasdA, cpeAHesepHucTas, NnoBbl-
LLIEHHOW 3XOreHHOCTUN; COCYAMCTbIA PUCYHOK COXPaHEH,
CMEeKTP KPOBOTOKA B MEYEHOYHbIX BeHax TpexdasHbin.
B BopoTax neyeHu n nepuractpanbHON 30He onpegens-
I0TCS yBenu4yeHHble numdaTnyeckme yansl 4o 20 mm B
nonametpe. BopoTHas BeHa He paclumnpena (11 mm B gua-
meTpe), JICK B BopoTHOI BeHe cHmkeHa (13 cm/c). BXKT
He pacwupeHbl. OXI1 He pacwupeH (4 Mm). XKenyHbin
ny3bipb yBenuyeH (94x40 Mmm), CTeHKa yTonieHa 4o 5 Mmm,
copepxunmoe ofHopogHoe. MompkenyaodHas xenesa He
yBenuyeHa. N3P ronoekn — 28 mm. N3P Tena — 14 mm,
M3P xBocTa — 19 MM, KOHTYpbl POBHbIE, CTPYKTYpa Nna-
peHXVMbl OAHOPOAHA. BUpCYHroB NpoToOK He pacLuMpeH.
CeneseHka yBenuyeHa (136%51 MM), KOHTYpbl POBHbIE,
CTPYKTypa napeHxumbl ogHopoaHas. CeneseHoyHas BeHa
He pacwwupeHa (7 mm B gnametpe), JICK — 16 cm/c. B
OPpIOLLHONM NONOCTM U Manom Tady onpegenserca ceoboa-
Has XUOKOCTb. HMXHAS nonas BeHa: anameTtp — 1,2 cwm;
BOpoTHada BeHa: gnameTtp — 1,1 cm. 3aknrodyeHue: yme-
peHHasi eenamocnneHomezanus. Jugpgy3Hbie usmeHe-
Husi napeHxumbl nedeHu. Acyum. lNpusHaku nopmarnbHoU
eunepmeH3uu. Yeenu4eHHbIl XenyHbil ny3bipb. Omek
CMEHKU XEeN4YHOZ0 ry3bipsi. YeenuyeHHbie numgpamuye-
CKue y3rbl 8 0pOMax revyeHu u nepueacmpasbHOU 30He.
XpoHuyeckuli nuenoHegppum.

Y3U mamku u Su4HUKOB: NPU3HaKkM acuumTa.

Or[iC: BapuKO3HOE paclUMpeHME BEH HWDKHEN TPETn
nvesoaa. [NoBepXHOCTHbIN racTpuT.

AHarnus Kposu Ha MapKepbl 8UPYCHbIX 2eramuimos:
HBsAg He obHapyxeH; aHTMCorM oTpuuaTenbHbIi;
aHTMCorcymm oTtpuuaTenbHblil; aHTuHBe oTpuuartens-
HbIA; aHTMHCV oTpuuatensHbini; MNLUP: Bupyc renatuta
B oTpuuaTtenbHbii; BUpyc renatuta C oTpuuaTenbHbIN;
BMpYyC OnwTernHa—bapp oTpuuartenbHbIv; LMTOMerano-
BMPYC OTpuvLUaTenbHbIN; BUPYCbl NpocToro repneca 1, 2
oTpuuaTtenbHble. AHanm3 Kposu Ha aHTuTena Kk BUY He
0BHapyXeHbl.

PeHmeeHozpacghusi nezkux: HOUIBTPATUBHO O4aroBble
TEHW B NErknx He onpeaensitotcs. KopHu nerkmx cTpykTyp-
Hble. [lnacparma poBHasa. CrHyCbl CBOGOAHbIE.

OxokapOuoepachus: kamepbl cepaua He paclUMpeHbl.
KnananHbIi annapat 6e3 natonormu.

Obwul aHanu3 Kposu: remornodbuH — 120 r/n; apu-
Tpountbl — 3,58x10'?/n; TpomBountel — 200%10%n;
nemnkountbl — 5,6%10°%n; 303nHocpunbl — 6%; cermeHTo-
anepHble — 69%; numdoumnTbl — 19%; MoHOUUTBEI — 6%;
CO3 — 5 Mmm/u.

Buoxumuyeckue nokazameru Kpogu: o6 6enok —
68 r/n; anbbymuHbl — 50%; rmobynuHel: a, — 2,4%;
a, — 9,3%; B, u B, — 10,5%; y — 27,5%; 6Gunmpy6uH
obwmn — 27 mkmons/n (npsamonn — 18,0 MKMOnb/n, He-
npsimont — 9,0 mkmonb/n); ACT — 0,91 mmone/n; ANT —
1,58 mmonb/n; wenoyHas docdartaza — 603 H/mMonb/c;
MN — 84%; moyeBMHa — 5,5 MMoOnb/N; KpeaTuHUH —
103 mmonb/n.

AHanusz moqu — 6e3 naTtonorun, cogepxaHue ypobu-
NHa pe3Ko MOBbILLEHO.
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Mapkepbi onyxoneeoeo pocma: a-heTonpoTenH —
72,12 Hr/mn (B Hopme 0,9—38,1 Hr/mn); CA — 125—204
Hr/mn (B Hopme 2,6—18,0 Hr/mn), CA — 15,3—51,4 Hr/mn
(B Hopme 9,0—51,0 Hr/mn), CA — 19,9—87,22 ur/mn (B
Hopme 0—32,0 Hr/mn).

AHmumena k Hykneocomam — 16 E/mn (B Hopme
0o 20 E/mn).

LlepynonnasmuH cbieopomku kposu — 1,480 r/n (B
Hopme 0,2—0,4 r/n); obwan Meab CbIBOPOTKM KPOBU —
10,8 mkmonb/n (B Hopme 12,56—24,34 MKMonb/1).

C y4eToM npefcTaBreHHbIX JaHHbIX TPOBOANIICS And-
depeHumanbHbI AnarHo3 ayToOMMMYHHOrO renatuTa 2-ro
TMnNa ¢ UICXO40M B LIMPPO3 NEYEHU, XONaHIMOKapLMHOMbI,
BBK, kpuntoreHHoro unpposa nevyeHn. bonbHasa KOHCYNbTU-
poBaHa OHKOITOraMu, OHKOTMHEKOSTOTOM B CBSA3M C BbICOKOMN
KOHLIEHTpaLUmMen OHKOMapKepoB; ANarH03 OHKOMNATONorm
CHSIT, MOBbILIEHME YPOBHS CbIBOPOTOYHbLIX OHKOMapKepoB
ObINO pacLeHeHo Kak CreACcTBME aKTMBHOrO renatmra.
[Baxabl ocmaTpuBanacb OKyrIMCTOM, B TOM Ymucrie ¢ no-
MoLLbto Wweneson namnbl. Konbuo Kansepa—®oneriwepa
He oOHapyxeHo. B ntore ¢ y4eTomM NOBbLILLIEHHOIO YPOBHS
CbIBOPOTOYHOIO LEpynonia3mMmmnHa, He XxapakTepHoro Aansi
OonblmrHeTBa cnyvaeB BBK, 6bin BbiCTaBneH guarHos:
ayTOMMMYHHbIV renatuT 2-ro Tuna ¢ UCXo4oM B LMppo3
neyexun. MopTtanbHas runepteHsns. Acuut. BapukosHoe
pacwupeHne BeH nuuieoga. MoBEpXHOCTHbINA FacTpuUT.
XpOHMYECKUI NMenoHedpuT.

[nst yTouHeHus gruarHosa Obi1o 3annaHMpoBaHoO NpoBe-
neHue drnoncum nevenn, ogHako 02.07.2010 r. cocTosiHME
©0nbHOM Pe3Ko YXYALIMITOCH, MOSABUIUCH pe3skas crabocTb,
3aTOPMOXEHHOCTb, KOXHbIE reMopparim, yCunmnach Xern-
Tyxa, NOSIBUNMUCH NPU3HAKN reMONIUTUYECKON aHeMUK. AHa-
nu3 kposu om 02.07.2010 e.: remornobuH — 60 r/n (ganee
03—04.07.2010 r. — 45 r/n); sputpounTtbl — 1,4%x10'?/m;
peTukynoumntbl — 43%o (aanee 03—04.07.2010 r. — 297%o
n 534%0); Tpombountel — 120x10%n; remaTokpuT —
19%; nemnkountbl — 9,8x10%n (cbopmyna He U3MeHeHa)
(nanee 03—04.07.2010 r. — 27,5x10%n, 17,5x10%n);
CO3 — 8 mm/v (panee 03—04.07.2010 r. — 40 mm/v),
aH130uMTOo3, nonuxpomatTounus, HopmouunTos. OcHos-
Hble buoxumuyeckue uccriedogaHusi Kpogu B ANHaAMUKE
npeactaeneHsl B mabn. 1.

BonbHaa nepeBeneHa B peaHMMaUWOHHOE OTAene-
Hne MY3 «I'KB Ne 4 r. CapaHcka». MNpu noctynneHum
COCTOsIHWE KpaviHe Tshkenoe. B co3HaHum, 3aTOpMOXeEHa,
ABNeHusa aHuedanonatun. KoxHble NOKPOBbLI U CKIepbl

XKENTYLHble, TeNneaHrnoakTasmm, B Mectax UHbeKUun
Hebonblwne remaTombl. MNepudepudeckne numdoyanbl
He nanbnupytotca. OTekoB HeT. B nerkux AgbixaHue Be-
3uKynsipHoe, xpunoB HeT, Y — 18 B MuH. ToHbI cepgua
NPUrMYyLWEHbI, BbICNYLUMBAETCA CUCTONMMYECKUNA LUIYM BO
BCEX TOYKaX, pUTM npasunbHbii. Al — 110/70 mm pT.cT,,
YCC — 80 ya/MuH. A3bik BNaxHbIW, crierka obnoxeH 6e-
NbiM HaneToMm. KMBoT yBennyeH B 06beme 3a CYeT acuuTa,
npu nanbnaunm Msrkuin, 6e3donesHeHHbIN. MNevyeHb He
nanbnupyetcs. MNanbnupyeTcs kpan ceneseHkn. CUMnTom
MacTepHaukoro oTpuuaTenbHbI ¢ 06enx cTopoH. Moua no
KaTeTepy TEMHOrO LiBeTa.

ArAcC or 02.07.10 r.: BAPMKO3HO pacCLUMPEHHbIE BEHbI
HWKHEN TpeTu nueBoaa. [NoBepXHOCTHbIN racTpuT. daH-
HbIX O KPOBOTEYEHUM U3 NULLEBOAA W XKeNyaKa HeT.

Y34 ot 02.07.10 r.: neyeHb — npaeas gonsa 10,9 cwm,
nesasi gons 7,8 cM, KOHTYP HEPOBHbIN, YETKUIA, BYrPUCTBIN,
CTPYKTYypa pe3ko ynrnoTHeHa (NMperMMyLLEeCTBEHHO NpaBom
00nKn), apXUTEKTOHMKA NeBOV JONN bonee coxpaHeHa, B
npaBovi — MeHee YeTKasi, yNIoTHEHNE NepunopTarnbHbIX
30H. NopTanbHasa BeHa 1,4 cm, ceneseHoyHas 1,2 cwm,
HWXHASA nonas BeHa 2,2 cM. XKen4yHbli Ny3bipb YBENNYEH,
He HamnpsbkeH, CTeHKa B BMAEe «ABOMHOIO KOHTypay, B
npocBeTe AETPUT, KaMHEN HET. BHYTpU- 1 BHENEYEHOYHbIE
NPOTOKMN HE pacluMpeHbl. MogkenynovHas xernesa He yBe-
NNYeHa, KOHTYP YETKMIA, POBHbIN, CTPYKTYpa O4HOPOAHAs,
HOPMO3X0oreHHasi. lNo4kM He yBeNMYeHb!, KOHTYpPbI YETKME,
poBHbIE, CTPYKTYypa ogHopoaHas. YJIC He paclmpeHa.
CeneseHka 14,5x7,2 cm, nontoca oCTpble, KOHTYPbl YeT-
Kne, pOBHble, CTPYKTypa OOHOPOAHAsi, HOPMO3XOreHHas!.
Hag neveHbto, OKOMO MaTKM M NPUAATKOB — XXWAKOCTb
B HebonbloM kKonuyecTBe. 3akrrodeHue: dugghysHoe
yrsomHeHue nedyeHu no murny eenamuma. Ncesdoomek
JKeYHo20 rny3bipsi. [TopmarnbHas a2unepmeH3usi U crse-
HoMmezanus. Acuum.

C yyeToM pasBuUTHS reMOSTIUTUYECKO aHEMUM U TeMO-
JIMTUYECKOrO Kpr3a CNOXWUIOCL BrnevatneHne ob abno-
MuHanbHon copme BBK, gebroTnpoBaBller Ha ctagum
LMppOo3a NeYeHn 1 OCIOXHUBLLENCS TSXKENOW reMonnTu-
YecKor aHeMUen, reMonMTUYECKUM KPU3OM, NMOopTanbHOM
rmnepTeH3nen, acumToM, ybMUHAHTHON NEeYEHOYHO-
KIETOYHOWM HEeQOCTaTOYHOCTbIO, NMEYEHOUYHON aHuedano-
natnen 1—2-n creneHun, renatopeHaribHbIM CUHAPOMOM.
PekomeHaoBaHa akCTpeHHas TpaHCMaHTaums neyYeHun no
XM3HEHHbIM MOKa3aHUAM, ANsi Yero NpPUHATO peLleHne o
TPaHCNOPTMPOBKE OONbHOW B OTAENEHMNE TPaHCNIaHTauum

Tabnwuuya 1

Buoxmnmunyeckue nccnegoBaHusa KpoBu 6onbHOM A. B AUHaAMUKe

Mokasatenb EonHuubl nam. 19.06.10 02.07.10 03.07.10 04.07.10
O6L. 6enok r/n 68 71 73 63
AnbOymuH % 50 44 42 55
MoueBunHa Mosnb/n 55 13,0 13,7 14,8
KpeaTnHuH Monb/n 0,1 0,11 0,12 0,09
Bununpy6uH MKMOMb/1 31,4 341 423 439
[Mpsimon MKMOSb/1 13,5 116,7 268,8 259,4
Henpsimon MKMOnb/N 17,9 224.5 154,2 180
ANT MMOrb/n 1,16 0,9 0,4 0,5
ACT MMOrb/n 1,49 0,6 0,5 0,39
LLlen.cdpocchaTasa HMOrb/C 112 226 489 603
Tumonosas np. ea. 3,27 3,93 2,5 5,9
nTn % 84 29 20,5 18
PubpuHoreH mr/n 3552 1500 1250 1250
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neyexn B HAM CIM um. H.B. Cknudpocosckoro (Mocksa)
noesgom B COMPOBOXAEHMM Bpaya-peaHumaronora. C
uenblo ctabunusauum CoCTOSHUS B TeveHve 2 OHen OO
TPaHCMOPTUPOBKM NPOBOAMUIIOCH NEYeHne: MeTUnpes
1000 mr/cyTt Ha 200 mn 0,9% p-pa NaCl B/B kanenesHo,
kBamaren 40 mr/cyT B/B, anbbymuH 10% 300 mn/cyT, cBexe-
3aMopoxeHHas nnasma 500 Mr/cyT, OTMbITbIE 3PUTPOLIUTHI
50 mn/cyT, panapruH 2 mr B/B, pudpakcumuH 200 mr/cyr,
nasukc 20 mr/cyT, naktynosa 30 Mn/cyT., 3HTepoCrenb,
docantorens, ypcocaH 750 mr/cyT, uedasonuH 3 r/cyT.

05.07.2010 r. bonbHasa goctaBneHa B HAW CI
uMm. H.B. Cknndocosckoro. Mpu noctynneHmm (Bbinucka
13 nctopum 6onesHn Ne 11387) cocTtosiHNe KpaiHe Tske-
noe. B cosHaHun, 3aTopmoxxkeHa. OvaroBon HeBponoruye-
CKOW CUMMNTOMATUWKN HET. BbipaxeHHas nanbmapHas apu-
Tema. KoXHble NOKPOBbI KEMNTYLUHOW OKPAaCcK1, reMaTombl
B MECTax MHBbEKLUIA YMEPEHHOW BNaXXHOCTN. EQuHMYHBIE
TeNneaHrnoaKTasnm Ha KoXe rpyau, yMepeHHble OTEKM Ha
nepegHer NOBEPXHOCTM XUBOTA, HUXKHUX KOHEYHOCTSX.
yan — 16—18 B MUH. epKyTOPHO HACHbIN NIErOYHbIN
3BYK Haj BCEMW OTAenamu nerkux. AycKynbTaTUBHO
AblXaHune XecTkoe, NPOBOAUTCA Haj BCEMW OTAENaMmMu,
ocnabneHo B 6asanbHbix oTAenax. XpunoB HeT. TOHbI
cepAaua npurnyLeHsl, putMuyHble, AL — 105/80 mm pr.
cT., YCC — 74 ya/MuH. A3blk BNaxHbIn, 00noxeH 6enbiM
HaneTom. >KMBOT yBenu4yeH B o6beMe 3a cyeT acuuta,
y4yacTByeT B aKTe AbIXaHus, nepucransTika BbICMyLn-
BaeTCH, nepuToHearbHble CUMNTOMbI OTpuUaTernbHble,
neyeHb He yBenuyeHa, cerneseHka yBernmyeHa Ha 3 cMm.
Ctyn xugkuii o 3 pas B cyT. Cumntom lNactepHaukoro
oTpuuaTenbHbIn ¢ 06enx cTopoH. Moya no kateTtepy
KOHLEHTpMpOBaHHas.

Uccnedosarus kposu 05.07.10 e.: apuTpoOLUTbLI —
1,14x10"%/n; remorno6uH — 45 r/n; rematokput — 14%;
TpomGBounTbl — 129x10°%n; nevikountsl — 7,81x10%nm;
nanoykosaepHole — 16%; cermeHTHosSi AepHble — 72%);
numdoumnTbl — 5%; MoyeBuHa — 19,2 MMOnb/N; KpeaTu-
HUH — 201,3 Mmonb/n; 06w 6enok — 55,5 r/n; anboy-
MUHbI — 26,2 1/11; y-rnobynuHbl — 29,3 r/n; xonectepuH —
1,09 mmonb/n; 6unupyouH obwmn — 391 MKoMOnb/I;
Henpsimon — 201,1 mkmonb/n; npsmor — 190 MKmonb/1;
K®K — 311 E/n; weno4dHasa ¢ocdartasza — 17,3 E/nm;
TN — 79,4 E/n; cbiIBOPOTOYHOE Xerne3o — 8,69 MKMonb/1;
AT — 59,9 E/n; ACT — 121,3 E/nm; A — 622 E/m;
Xenyuble kucnotel — 136,19 mkm/n; AHTB — 82 c;
MHO — 4,78; pnbpuHoreH — 0,75 r/n; uepynonnasmuH
kpoBn — 0,19 r/n; megp B nnasame — 1,32 mr/n; megb B
Moye — 985 mr/n.

BbicTaBneH guarHos: umppos neyeHun B ucxoge abao-
MUHanbHon copmbl EBK, dynbMmnHaHTHOE TeveHue (re-
MOMUTUYECKUIA Kpn3). OCMOXHEHUST: NEYEHOYHO-KIETOYHAs
HEeJOCTaTOYHOCTb, XeNnTyxa, nopranbHas rmnepTeHs3us
(acuuT, Bapnko3HOe pacluMpeHne BeH nuiiesoga, crre-
HoMeranus), NeYyeHo4YHas aHuedanonaTmsa 2-i cTeneHu.
FemonuTnyeckasa aHemus, TPOMGOLIMTONEHUS, Koarynona-
Tns. l'enatopeHarnbHbi cuHapom 1-ro Tmna. 09.07.2010 .
npoBefeHa onepawlunsa OpTOTONMYECKOW TpaHCnaHTaumm
neveHu. MNocneonepaLnoHHbIN Nepros OCIOXHANCSA Ha-
rHOEHMEM MOCreonepaLoHHON paHbl, NEPUKapAUTOM,
OCTpbIM MOYeYHbIM noBpexaeHunem 1-n cteneHn. Ha
50- geHb naumeHTKa Obina BbiNMcaHa M3 cTauMoHapa
B YA4OBMNETBOPUTENIBHOM COCTOSIHUW C peKOMeHAauus-
MU MOXW3HEHHOW MMMYHOCYMNPECCUM LUKITOCMOPUHOM
(caHammmyH-Heopan) 125 mr 2 pasa B cyT + MandopTmk
720 Mr 2 pasa B CyT 1 cumnToMaTuyeckasa Tepanus (omes
1 kanc. Ha Ho4b, TPoM60-ACC 100 mr B cyT). B HacTosiLee
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BpEMSA COCTOSHUE NMauMeHTKVN yAOBMNEeTBOPUTENbHOE, OHa
npuctynuna K y4ebe B CTonnmyHom By3e. [Npy reHeTU4ecKom
uccregoBaHun y nauueHTKY BbisiBNeHa Havbonee pac-
npocTpaHeHHas B Poccum «eBponenckas» MyTaums reHa
BBK B 14-m ak3oHe H1069G. Pogutenu n mnaawmum opat
nauneHTKn — reTepos3nroTHbl no reHy BBK.

AHanuaupysi AaHHbIA cny4dan, Heobxogumo elle pas
OCTaHOBUTLCHA Ha OCOBEHHOCTAX KMMHUYECKOTO TEYEHNUS
BBK v npuymHax CrioXHOCTU AMarHOCTMKU OAaHHOro 3a-
boneBaHus.

MeyeHouyHas cumntomaTtuka BBK npossnsetcs
B BMAE OCTPOro MMM XPOHUYECKOro akTMBHOrO rena-
TWTa, LMppo3a MevyeHn ¢ nopTasnbHOW rMnepTeH3nen,
NeYeHOYHO-KINETOYHOM HEAOCTATOYHOCTbIO, B TOM YnCne
C (OYyNbMWUHAHTHOM NEYEHOYHOM HefoCTaTOYHOCTbIO [1,
2]. Mpu abgomuHaneHon opme Kepapa nopaxeHue
neyeHn npeobnagaer Ha BCEM MPOTSXKEHUN OOMe3HM
N paHO OCIOXHSIETCS MEeYEHOYHOW HeJoCTaTOYHOCThH.
B pnebioTe — OTEYHO-acUUTUYECKUI CUHOPOM, CTEMNeHb
KOTOPOro HEe COOTBETCTBYET BblpaXE€HHOCTW APYTrnX Npu-
3HAKOB MOPTANbHOW FMNEPTEH3NN, YTO CBA3AHO C PaHHUM
HapyLleHnem 6enKoBO-CUHTETUYECKON (DYHKLMM NeYeHN
[8].

HeBponornyeckas cumntomatuka BBK obbl4HO BbI-
ABNsAeTCA BO 2—3-M OeCATUNEeTUN XusHu. HaumHaetcs
He3aMeTHO C MOSIBNEHNss OQHOro cMmnToMa, fganee 3a-
6oneBaHne nporpeccupyeT, NOSABMSITCS AM3apTpus,
HeyKIoXeCTb, TPEMOP, NOBbILIEHHAA canuBauus, Ha-
pyLIeHne MoXodkn U mMackoobpasHoe nuuo. NprmepHo
y 6% 6onbHbix (B 10 pa3 6onblue, Yem B NOMynsiLun)
oTMevalTCcsa anunenTuyeckue npunagku. PurugHoctb
C SBHbIMU MpU3HaKamy NapKMHCOHM3Ma, crmbatenbHble
KOHTpPakTypbl, 6onbline anunentTuyeckme npunagku
BCTPEYAlOTCA PedKo M B OCHOBHOM Ha MO3QHMX CTagusax
3aboneBaHuns. NMo3HaBaTenbHas PyHKUMA 0ObIYHO CO-
XPaHSsIeTCS, HECMOTPS Ha BbIPaXXEHHYH0 HEBPOIOTMYECKYHO
cumnTomatuky. Mo gaHHeiM M.KO. HagnHckon (2005), npu
afeKBaTHOW Tepanuu HeBpororMyeckass cumnrToMartmka
3HAYUTENbHO YMEHbLUIAETCS.

H.B. KoHoBanoe (1960) onucan 4 knuHu4yeckune
dopMbl NoOpaxeHUss HEPBHOW CUCTEMbI: PUTMOHO-
apuUTMOTMNEpPKNHETUYECKYI, ApOXKaTenbHO-PUTUOHYIO,
ApoXaTenbHYH 1 9KCTpannpaMmmMaHo-KopKkoByto. Hanbonee
pacnpocTpaHeHbl PUrMaHO-apUTMOTMMNEPKUHETNYECKAS 1
ApoxaTenbHo-purnaHas opMbl. B KnnHu4eckon kapTuHe
pUrMaHO-apUTMOrMNepPKUHeETMYEeCKon opmbl Npeobnaaa-
10T MbILLEYHast PUrMAHOCTb, MPUBOASLLAS K KOHTPAKTypam,
6eOHOCTb M 3aMeANEHHOCTb ABWXEHWUW, rMnepKnHessbl.
BornbHble YacTo 3acTbIBAKOT B CaMblX HEYAOOHbIX MO3ax.
Hapacratowas purnaHocTb ObICTPO NpMBOAUT K 06€30BM-
YKEHHOCTW. XapaKTepHbl AM3apTpus 1 gucdarvs, ammmmsg,
CYOOPOXHbIM CMeX U nnad, adhdpeKTUBHbIE pacCTPONCTBA
N YMEPEHHOE CHWXEeHWe uHTennekTa. dta dopma 3a-
boneBaHVs HaYMHaeTCs B 4ETCKOM Bo3pacTte — OT 7 A0
15 net. 3aboneBaHne gnutca 2—3 roga 1 obbIYHO 3a-
KaH4YMBaeTcsa netanbHO. BucuepanbHble paccTponcTea
MOTFYT MPOSBIATLCS paHbLle — B Bo3pacTe 3—5 ner. Kak
npaBumo, BbipaXKeHbl MPU3HAKU NeYEHOYHOI NaTonormu,
KOTOpble 4acTo MpeaLecTByOT pa3BUTUIO HEBPOOru-
Yyeckomn cumnToMaTuku. poxartensHo-purngHas gpopma
BCTpEYaeTCsa yale ApYrnx, HAYMHaAETCs B IOHOLLIECKOM
Bo3pacTe, npotekaeT meaneHHee (10—15 net n 6onb-
LIe), MOPON C PEMUCCUAMM U BHE3AMHBIMUN YXYALIEHUSIMMU,
conpoBoxaawLwmmmucs cybgpebpunbHoOn TemnepaTypon.
XapaktepunsyeTcs OQHOBPEMEHHbIM pa3BUTUEM ApoXKa-
HUSI N TSDKENOW pUrngHocTn (noaengaerca nosxe). [po-
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XXaHne puTMuvHoe (2—8 [gpoXKaHui B CeKyHAy), Pe3ko
YCUNMBAETCHA NMpPU CTAaTUYECKOM Hanps>XeHUU MblLL,
OBWKEHUAX, BONTHEHUN, HO MCYE3aET B MOKOE M BO CHE.
WHorga HabniopgatoTesa gucdarvs, ausaptpus, aMumMmns,
runepcanveauus, 3aTpyaHeHHass MOHOTOHHAas peYb, anu-
nenTugopMHble npunagku, adpdekTnBHble BCnbIWKK. B
pa3BepHYTOWN CTaauu BbISBMASETCS MMNEPKMHE3 Mo TUny
«BbIOLLMXCS KPbINTbEBY» UM «B3Max0B KPbINTbEB NTULIbI»
(acTepukenc).

lematonornyeckne npossneHna BBK xapaktepu-
3yl0TCHA remMonn3omM, aHemuen, TpombounToneHmnen,
koarynonatnsmu. Y 15% 6onbHbIX pa3BmBaeTcs OCTPbIN
BHyTpucocyguctbln remonus [20]. MNcuxuyeckaa cumn-
TomMaTuka 3aboneBaHMs NPOABNSETCA pas3nuyHbIMU
HapyLeHnsasMM B aMOLMOHanbHOW cdepe, NCMxo3om,
HapyLeHUAMN NoBeAeHUs, NO3HaBaTENbLHON AesTenb-
HOCTW; MOYeYHas — KaHanbLEeBbIMU HapyLUEHUSMU, CHU-
XXeHneM krnybo4vkoBor unbTpaumm, HedponmMTMasom,
nepudepruyeckMMm oTekaMu, MUKporeMaTypuen, HeaHa-
YUTENbHOW NPOTENHYPUEN, NOBLILLEHNEM KOHLLEHTPALIMM
KpeaTMHUHa KPOBMW; 3HAOKPUHOMOrMYyeckas — aMeHo-
peew, CnoHTaHHbIMU abopTamu, 3a4ep>KKOW NMOrloBOro
pasBUTUSA, TMHEKOMACTUEWN, TMPCYTU3MOM, OXMPEHUEM,
runonapaTtnpeongm3amMomMm; ceppeyHo-cocyguctas —
npusHakamu KapguomMumonaTum, apuTMUSMU; MblLLIEYHO-
cKeneTHass — OCTeOonopo3oM, apTponaTuen, aptpan-
TMAMMW; KeNygoYHO-KULLIEYHbIE — XOMenMTnasoMm, naH-
KpeaTuUTOM, CMIOHTaHHbIM OaKkTeprarnbHbIM NEPUTOHUTOM;
Aepmaronornyeckas — CMMMNTOMOM «Tony0ObIX MYHOK» Y
HOITEBOrO NoXa, COCyaANCTOW Myprnypon, rmnepnmurMmeH-
Taumen koxn. Hanbonee xapaktepHbiMy 0pTanbMOIO-
rmyeckumn cumntomamu BBK aBnsatoTca poroBuyHoe
konbuo Kansepa—®dnenwepa n katapakTa, Bbl3BaHHas
OTNOXEHNEM MeaW B Kancyne xpycranuka.

B teuenHun BEBK mMoOXxHO BblOennTb ABe cTtaguu: na-
TEHTHYI0, NPOAOIPKUTENBHOCTBIO B CpeaHeM 5—7 nerT, u
CTafMI0 KIMMHUYECKMX (MEeYEHOYHbIX, HEBPOMOrMYECKUX
n ap.) nposieneHnii [29]. Mo ganHbIM T.I1. PO31HOM 1 COaBT.
(2006), manndectaums BBK ¢ BHene4yeHOUYHbIMM NposiB-
nexHuamm otmevaetcs y 40,8% GonbHbIX, B TOM YKcChe ¢
ONCHYHKUMAMN SMYHMKOB — B 21,6%, C reMonmTuyecku-
MU kpusamm — B 12,7%, C NOpaxxeHNem LieHTpanbHON
HepBHON cuctembl — B 8,4%, C MOpaxxeHnem novek — B
2,8% v nopaxeHuem cocyaucton nypnypbl — B 1,4%. B
3aBMCUMOCTM OT NPEBanupyoLen KIMMHWKA BbiAEnsoT 3
opmbl BBK: npoTtekatoLLyto ¢ nopaxeHmem nevyeHn, Heps-
HOW CUCTEMbI M CMeLLaHHYo popmy. BBK MoXeT npoTekatb
OCTPO 1 XpoHu4eckn. Y 25% naumneHToB 3aboneBaHue Ha-
YMHAETCH BHE3aMNHO, C MOABIEHUS XXEMNTYXM, NOBbILLIEHNS
TemnepaTypbl Tena, cnabocTu, pacCcTpoWCTB anneTuta
[23]. NHorga passuBaeTca Tskenoe HapyLleHne OyHKLMU
nevyeHu (NevYeHo4Has HeJOCTaTOYHOCTb), KOTOpasi MOXeT
MMETb MOMTHMEHOCHOE TeveHre v Torga B GonbLuMHCTBE
cnyyaeB 60Mne3Hb 3akaH4YMBaETCSH CMepTENbHbIM UCXOO0M,
HecMOoTps Ha neveHue. MNpy XpOHNYECKOM TEHYEHMUM NPOSIB-
neHusi 3abonesaHus pa3BMBalOTCA MEANEHHO. Y AeTen Ao
5 net nposiBnenna EBK MoryT oTcyTCcTBOBaTh, XOTS Npak-
TUYECKM C POXKAEHNS OTMEYAIOTCH MOBbILLIEHHbIE YPOBHM
ne4yeHoYHbIX hepmMeHToB. B 42% maHudecTHbIX cnyyaes
BCTpeYaloTcs neYeHouHble dopMbl. Linppos nevenun pas-
BMBAETCS W nporpeccupyetr mearneHHo. HabnwogatoTcs
HOCOBbIE KPOBOTEYEHUS, cnabocTb, NOBbILLEHHasA YyTOM-
NSEeMOCTb, CHUXKeHne paboTocnocobHOCTM M anneTuTa,
B3OyTWE XMBOTA, HEYCTOMYMBOCTb CTyna, Tynasi 6onb B
npaBoWi NMOMNOBMHE XM1BOTa, ObICTPOE HackILLeHWe Npu efe C
YyBCTBOM NEPENONTHEHUS XXeNyaKa, KOXHbIN 3yA, NOBbILLEe-
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HMe TeMnepaTypbl TeNa, XXeNTYLHOCTb KOXHbIX MOKPOBOB.
B panbHenwemM Ha4ymHatoT npeobnagaTtb HEBponornyeckas
CYMNTOMATMKa N HapyLUEHNS NMCUXUKU.

Mpu ynbMUHAHTHOM TEYEHMK, KOTOPOE Yallle BCTpe-
yaetcs y Aeten u momnogpix nogen, Habniogaertca npo-
rpeccupyoLas XenTyxa, acuuT, Me4eHoYHas 1 novyeyHas
HE0CTaTO4YHOCTb. YPOBEHb MeAN B MOYE OYEHb BbICOKUI,
YPOBEHb LiepyrnonnasmMuHa B CbIBOPOTKE OObIYHO HU3KWIA.
OpHako OH MOXeT ObITb HOpMarnbHbIM, TaK Kak Lepyro-
nnasMvH — He TONMbKO Gernok-nepeHocYmMK Meau, HO 1
peareHT ocTpou hasbl, C 3TUM MOryT ObITb CBA3aHbl Ana-
rHOCTMYECKME OLINOKK. [ns pynNbMUHAHTHOWM NEYEHOUYHOM
HegocTaTo4HocTh Npu BBK xapakTepHo BbipaxeHHoe no-
BbILLEHME MPSIMOTo 1 HenpsaAMoro unvpybuHa BcrneacTeme
BHYTPUCOCYANCTOrO remMonu3a, yMepeHHoOe MOBbILLEHNE
aKTMBHOCTU TpaHcamuHa3 (YaLle ¢ npeobnagaHvem noBbI-
weHuns aktuBHOCTM ACT), HEBLICOKUI YPOBEHb LLENOYHON
docdartasbl, HU3KUIA YPOBEHb anbOyMUHa, CHKEHWE CO-
AepXaHua uepyrnonnasMuHa U Mean B CbIBOPOTKE KPOBU
M MOBbILLIEHNE 3KCKpeuun Meamn ¢ Mo4von. lNokasaTenb
CMEepTHOCTM cpeay GornbHbIX C pa3BuBLUENCS YNbMUHAHT-
HOW NEeYeHOYHOWN HepocTaTovyHOCTb cocTaBnseT 70%.
TeuveHune BBK ¢ pa3sutvem gyribMUHAHTHOW NEYEHOYHOMN
HeJoCTaTOYHOCTUN Yalwe HabnogaeTcs y XKeHLWMH, Yem
Yy MyX4uH (4:1). EANHCTBEHHbLIN 3OEKTUBHBIA MeTOS,
neYeHns — TpaHCMnaHTaums nevyeHu.

KapTuHa XxpoHn4yeckoro renatmTa ¢ XenTyxon, NoBbl-
LeHneM TpaHcamuHas, y-rnobynunHoB npu BBK cxoxa ¢
KITMHWYECKOW KapTUHOM APYrMx HO30Mormyeckmx opm
renatuTa, 4Yto TpebyeT cepbesHoln anddepeHunansHoOn
aunarHoctukm [3, 31]. Boobwe BBK oTHocuTCs K vncny
Haubonee TPyAHO AMarHOCTMpyeMbix 3aboneBaHuii B
CBSI3M C ANWUTENbHBbIM NMaTEHTHBIM TEYEHMEM Ha Havarb-
HbIX CTaausX U OOMbWMM NONMMOPMU3MOM KITMHUYe-
CKOWM KapTuHbI. 3anofo3puTb paHHIoK cTagmnio 6onesHwy,
npy HaNM4YUM HacTOPOXEHHOCTU, MOXHO Ha OCHOBaHWM
crnefyoLmx NPU3HaKoB: NePEHECEHHOW XENTyXuN HeycTa-
HOBIIEHHOTO reHe3a, MOBTOPHbIX KPOBOTEYEHMI N3 HOCA,
KPOBOTOYMBOCTM AeceH MO0 MHOXECTBEHHbIX KPOBO-
noaTEKOB, COCYAMCTLIX «3BE3404YeK» Ha KoXe rpyau u
CMWHbI, CBOEOOPAa3HbIX «MOMOCOKY» (B6enbixX, MEHSIIOLNX
nepuoamnyeckyn OKpacKy Ha KpacHOBAaTO-CUHIOLLHYIO) Ha
6eapax M B NOAMbILIEYHbIX 06MacTsX; ropMOHanbHbIX
HapyLleHVn B BUAE aMeHOpen Unv AUCMEHOpen y Ae-
BYLLEK, TMHEKOMAacCTUM Y IOHOLIEW, a TaKXe CHWXEHMUS
VHTENNEeKTa U N3MEHEHWI NCUXMKN B BUAE YepeaoBaHus
AypaLunMBOCTU U MOHWKEHHOTO HACTPOEHNst, Npobnem ¢
ycneBaeMoCTbto B LWKone [3, 34].

Mo gaHHbIM kKNuHMKKM uMm. E.M. Tapeesa MMA um.
N.M. CeyeHoBa, npyn aHanu3e CPOKOB MOCTAHOBKMU
avnarHosa BBK B 86% cnyvaeB guarHo3 6bin nocras-
NeH Ha CTaguu uuppo3a nevyeHu, YTo noaTBepxaaet
nosgHee pacnosHaBaHue 3aboneBaHnd. OCHOBHbIMU
ownBOYHBbIMY AnarHo3amMu 0 NOCTYMMAEHUS B KIMHUKY
661N ayTonmmyHHbIN renatnt B 90% cny4aes u LMppo3
neyYyeHn BUPYCHOW M HEeYTOYHEHHON aTnonorum B 5%
crniyyaes [3]. bonee yacToe npefnonoXeHne 0 HanNUYUn
y NauMeHTOB ayTOMMMYHHOIO renatmta MOXHO 06bsic-
HUTb HanNuuMem runep-y-rnobynMHeMnn, NOBbILLIEHNEM
YPOBHEW MMMYHOrNobynnHoB, MHOrga ayToaHTUTEnN
(ANA ¥ ap.) B HA3KMX TUTPaXxX Npu OTCYTCTBMM MapkepoB
BUpPYCOB renatuta. OTn nabopaTtopHble Npu3Haku Ha-
6niogalTcs Npu uupposax nevyeHu nbdon aTuonoruu,
ABNSASACH BTOPUYHbLIMU, OBYCMOBNEHHBIMU AECTPYKLUMEN
TKaHW 1 NOMNUKMOHaNbHOW akTnueaumen B-numdoumtos
LMTOKMHaMM.
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CkpuHuHr BBK pgormkeH npoBoauTbCA Mpy HEYTOu-
HEHHOW 3TMONOMMM XPOHUYECKOro renatuTta u LmMpposa,
0COBEHHO Y MONoAbIX NaUUEeHTOB; Npu PyNbMUHAHTHON
NneYeHOYHOW HeJOCTaTOMHOCTU; NPY HEOOBLACHNMOM Mo-
BbILLEHUN YPOBHSA NEYEHOYHbIX aMUHOTpaHcdepas; npu
HanU4nM xapakTepHbIX HEBPOOTMYECKNX CUMMNTOMOB
(am3apTpus, aucdarns, paccTponcTBa MOTOPUKM, aTeTos)
HeyCTaHOBMEHHOWN 3TUOMNOrMK; MPU HANMMYUUN NCUXUYECKNX
CYMMTOMOB (HapyLleHUs NoBeAeHus) B KOMOMHauuu ¢
HEBPONOTrMYECKMMY NPOSABNEHUAMUN UNN NPU3HAKaMU
nopaxeHus nevyeHu; Npy HeobbACHMMOWN NPUOBPETEHHON
reMosnIMTUYECKON aHeMun, 0COBEHHO NpW OTpULATENBHON
npobe Kymbca; npu oTaroweHHoM ceMenHOM aHamHe3e
no BBK. Llenbio gnarHOCTUKM ABNSETCH YCTaHOBMEHUe
Hanuyns 3abonesaHus y nauueHTa u BbisBneHve Gec-
CYMMNTOMHbIX FOMO3UTOTHbIX HOCUTENEW NaTonorMYeckoro
reHa c Lenbi OLEHKU NPOrHo3a 1 paHHero HasHa4yeHus
apdekTuBHom Tepanmn. OCHOBHbIE (CKPUHUHTOBLIE)
TecTbl onsa gunarHoctukn BBK: obHapyxeHue koney
Kansepa—®nenwepa, onpegeneHne cogepxaHus meau
W LepynonnasmMuHa B CbIBOPOTKE KPOBM, CYTOYHOM 3KC-
Kpeuun megmn ¢ movon. Ho ABNAOTCA N OHU OENCTBU-
TenbHO BbicokocneundpunyHeiMm? OTBET Ha 3TOT BOMpPOC,
K COXarneHuto, HeOAHO3HaYeH.

Konbuo Kansepa—®nenwepa npeacrasnsetr cobon
3eMeHoBaTO-KOPUYHEBOE KOSMbLO MO nepudepmmn porosu-
Lbl, KOTOPOE BHa4are NnosiBNseTCA Ha BepXHeM Montce.
[ns ero BbiABNeHMs GONbHOM AOMmMKeH ObiTb OCMOTPEH
OKYNMCTOM C NMOMOLLBHO LieneBor namnbl. Konbuo BbisiB-
nsetca y 90% naumeHToB, MMEKLWUX HEBPOIOrnyeckne
CMMMNTOMBI, ¥ TONBKO Y NOMOBWHbI 6OMBHBIX — C NEYEeHOoY-
HOM MaHudecTaumel 3aboneBaHns, MOXeT OTCYTCTBOBaTb
Yy MOMNOAbIX NALMEHTOB C OCTPbIM Havyanom 3abonesaHus.
OHo 6onee BblpaXeHO Ha NO3aHMX CTaansax 3abonesaHuns,
NOSIBNSAETCS NOYTU OOQHOBPEMEHHO C HEMPOMCUXUYECKON
CUMNTOMAaTMKOWN, NOCME HaCbIWEHNS MeAblo MeYeHu,
CBS3aHO C MOBbLILEHHbIM PUCKOM BHEMEYEHOYHbIX Npo-
SIBMEHWI, B MEpPBYI0 ovyepedb MOpaxXeHus noyek, Auc-
DYHKLMM SUYHUKOB, reMOnM3a U HEBPOIOTMYECKOWN CUMM-
Tomatukmn. Konbuo otcytctByeT y 50—60% naumeHToB ¢
abgomunHanbHol copmoin 6onesHn. Cneayet OTMETUTD,
yTO KonbLo Kansepa—®neliwepa He ABNSETCA CTPOro
naTorHoMoHunYHbIMK Ansa BBK elue 1 notomy, 4to MoOXeT
0GHapy>XnBaTbCs MPU XPOHUYECKNX XONECTaTU4eCcKnX 3a-
6oneBaHUsIX NevYeHun.

CHwXeHne cogepkaHus LiepynonnasmMmmnHa B CbIBOPOTKE
KpOBM — eLle OOWH CKPUHWHIOBLIN TecT Ha BBK [38]. Y
90% nauneHToB BBK oH cHuxaetcs. Y 15% nauueHToB
C Ne4yeHo4HOW MaHudecTaumen 6one3Hn ypoBeHb Liepy-
rnonnasMmHa ocTaeTcs B Mpefenax HopMarnbHbIX 3Have-
HWIA, NOCKOSbKY LepynomnnasMyH SBNAETCS «peakTaHTOM
OCTpOW chasbi», U NPY BbIpaXEHHOM BOCMaNeHny B Ne4eHu
€ro CUHTe3 yBenuuuaaetcs. [103TOMy CHUXKEHHbI YPOBEHb
LepynonnasMmHa xapakTepHbI, HO He NaTOrHOMOHUWYHBbIN
cumntom BBK. CHmxeHne ypoBHS LepynonnasMmuHa B
ANHamuke MoxeT ObiTb 0OyCNOBMEHO YMeEHbLUEHNEM
aKTMBHOCTM BOCManuTenbHOro npouecca B neyeHn. Ypo-
BEHb LiepyrionnasMmHa Takke CHXaETCH MO OTHOLLEHWIO
K MCXOQHOMY MpWU MpOBefeHUn Mefb-XenaTupyloLwen
Tepanuu. NoBbIlWeHNe coaepXaHus LepyrnonnasMmnHa
(noxxHOOTpULATENBHBIN pe3ynbTaT) MOXeT HabnoaaTbes
npu BbIpaXXEHHOM BOCNanMTENbHOM MpoLecce B MeYeHn
(cvHTE3 uepynonnasmmnHa ycunmBaeTcs) n npu obCTpyk-
LW XKeNYHbIX NyTen. Y 60nbHbIX XKEHLLMH, MPUHUMAIOLLNX
opanbHble KOHTpaLenTuBbl, N 6epeMeHHbIX cogepxaHve
uepynonnasMmvHa B KpOBU MOXET ObITb HOpMarbHbIM UK
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noBbIWEHHbIM. [OBbILIEHVE COAepXaHus Liepynonnas-
MWHa B CbIBOPOTKE KPOBU MOXET MPOMCXOANTb Takke npu
HEKOTOpbIX peakux 3aboneBaHusAX, TakMx Kak 6onesHb
[eHTUHITOHa, paccesHHbIN CKNepos, NOAOCTPbLIV CKIepo-
3MpyoLWmMIA NaHaHuedanut, cnHapom FannepsopaeHa—
Lnatua. CogepxxaHue uepynonnasMmvHa B KpOBU MOXET
ObITb YMEPEHHO MOHMXEHHbBIM (MOXHOMOMOXNTENbHbIN
pesynerat) y 10—20% retepo3nroTHbix Hocutenen BBK,
npy UMppO3e NeyvyeHn APYron 3TUONOTUKN, COCTOSHUSAX,
CBSI3aHHbIX C HU3KMM CoAepXXaHWeM CbIBOPOTOYHOro ben-
Ka, MPW CHXEHWN ero CMHTe3a BCreACTBME NEYEHOYHON
HEe[0CTaTO4YHOCTM, NPU HE(PPOTUYECKOM CMHOPOME, MpU
9KCCydaTMBHOWM 3HTeponaTtuv, manbabcopbunu, y oeten
B BO3pacTe [0 2 feT, Npu BPOXXAEHHON rMno- unv auepy-
nonnasmMmHemunn, 6onesHn Menkeca [35].

CopaepxxaHune «obLLen» Meam B CbIBOPOTKE KPOBU Npw
BBK 00ObI4HO CHMXEHO MeHee YeM Ha 12 MKr/an, ogHako
B PEAKUX CIyYasx MOXeT ObITb 1 HOPMaIbHbIM.

CyTo4Hasi aKCKpeLms Meau ¢ MOYOM B HOpPME COCTaB-
nset meHee 40 MKr/cyT. Y 6onbluMHCTBA 6OMbHBIX C KIK-
H1Yeckumn npusHakamn BBK atu 3HaueHnsa npesbiwaoT
100 mkr/cyT, a npy yNbMUHAHTHOWM NeYeHOYHON HEAOCTa-
TOYHOCTM cocTaBnAoT nopsigka 1 000 mkr/cyT n 6onee. Ha
paHHuXx cTaamax BBK, npu ee 6ecCMMNTOMHOM TeyYeHuu,
y oeTel 0ObIYHO PErMcTpUPYOT HopMarbHble NoKasaTenu
aKcKpeummn meam ¢ moyoit. Mo Schoen cytouHas akckpeLuusi
MeaM C MOYOWM MOXET NOBbILLATLCA NPU XOnecTaTnyecknx
3aboneBaHusAX nevyeHn, 0COBEHHO MpU NePBUYHOM Bunn-
apHOM LIMppO3e NeYeHn, XpOHNYECKOM aKTUBHOM renaruTe,
aKTMBHOM LIMPPO3€e NeyeHu, HeppoTUYECKOM CUHAPOME,
KOHTaMMHaLUMn Meablo M3BHE. ViccnegoBaHve CyTOYHON
3KCKpeLMn Mean C MOYOW B AUHAMUKE MOXET ObiTb uc-
Nnonb30BaHO AN OUeHKN 3dEKTUBHOCTM NPOBOAUMOrIO
neveHus. B Hayane neyeHns aKCKpeLmsa Meau 3HaunTenb-
HO noBblWaeTcs, gocTuras yposHs 2000—5000 mkr/cyT. B
AanbHevweM Ha hoHe afeKBaTHONM Tepanuy 3ToT nokasa-
Tenb AOMKeH HaxoauTbes Ha ypoBHe 200—500 mKr/cyT.

Takum 06pa3om, NOYTH y NONOBUHBI GOMNBHbIX, MaHWde-
CTUPYIOLLMX NEYEHOYHBIMU MPU3HAaKaMu, ANarHO3 HE MOXET
ObITb YCTAHOBMNEH TOMBbKO HA OCHOBAHUWM CKPUHMHIOBBIX
TecToB. [103TOMY B CIIOXHbIX CyYasiX AOMMKHbI MPUMEHSITb-
CS1 OMONMHUTENbHbIE CCMNeA0BaHUs: OnpeaeneHre Helepy-
1oNna3M1MHOBON Meay CbIBOPOTKM, D-NneHnumnnaMmHoBbIv
TeCT, uccnegoBaHne copaepXaHvus megun B Guontarax
neyeHun, reHeTu4eckmne ncenegosanung [17].

HeuepynonnasmnHoBasi Mefb CbIBOPOTKM BbIYMC-
ngeTcd Kak pa3HOCTb Mexay obwum ypoBHEM meaum
CbIBOPOTKM M LiepynonnasmMmHoBon meabto (B 1 Mr ue-
pynonnasmuHa cogepxutcsa 0,047 mkr mean). Hopmans-
Hble 3Ha4YeHus HeuepynonnasMMHOBOW Mean (Meawm,
CBSI3aHHOWN C CbIBOPOTOYHbBIM arbObyMUHOM, aMUHOKMC-
notamu) coctaenaT oT 5 go 12 mkr/gn. [Jo neyeHus y
naumeHToB ¢ BBK ypoBeHb HeLepynonnasMmHoBon meam
3Ha4YUTENbHO MOBLIWEH M MOXeT cocTaBnAaTb Gonee
50 mkr/gn. Mpu 3TOM 06LWMIA YPOBEHL MEAN CbIBOPOTKM
ocTaeTcd B npefernax HopMarnbHbIX 3Ha4eHUI 3a cyeT
CHVXXEHMS LuepynonnasMmnHoBON Mean.

Mpu npoeBegeHumn Tecta ¢ D-neHmuunnammHom He-
obxoaMmMo nccnepoBatb MoYy, cobpaHHyl cpasy no-
crne npmvema 500 mr npenaparta un yepes 12 4 [19]. ¥
nauuneHToB ¢ BBK cyTouHasi akckpeuust megu 6yaet no-
BblWwaTtbecs 6onee 1500 mkr/an/cyT. Y 340pOBbLIX Nogen
3HAYUTENBHOMO YBENUYEHUSA IKCKPELMU MEAM C MOYON
He HabnwpaeTcs.

[narHocTnyeckoe 3HayeHne VMeeT KONM4ecTBEHHOEe
onpeneneHne cogepxaHvus mean B brvontatax neyeHu.
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HopmanbHoe cogepxaHve Meau B TKaHU NeYeHn cocTaB-
naet 15—55 Mkr Ha 1 1 cyxoro BelecTBa TKaHu neveHn. Y
nauueHToB ¢ BBK a1 3HaueHus yBenunyeHbl 1 konebniotcs
oT 250 po 3000 mkr/r. MNpn 06bIMHOM MOPONOrMYeckoM
nccrnenoBaHny neyveHu crneuuduryeckne N3MeHeHus He
onpegensTcs.

M3meHeHnsa B cTaHOapTHbIX nabopaTopHo-Ouoxu-
Muyeckmx Tectax npu BBK HecneundmnyHbl. B obuiem
aHanmse KpoBW y NaLMEHTOB C Pa3BMBLUMMCH LIMPPO30M ne-
YEHW UM NEYEHOYHON HEAOCTAaTOYHOCTbLIO MOXHO BbISBUTH
Npu3Hak1 remonmnsa, TPoMOoLUTONEHNIO, a MPU BO3HUKHO-
BEHWW NOPTarnbHOWN rMNepTeH3nn — NpU3HaKku runepcnne-
Hu3Mma. MoBbiwaeTcs obwui GunmpyouH, aktTmeHocTb AJT,
ACT, I'TTIM, cHwkaeTcs coaepkaHue anbbymmnHa, MoYeBom
KMCNOTbI, MPOTPOMOVHOBBIN MHAEKC. B TepMuHanbHON
cTaguv UMppo3a nevyeHn akTMBHOCTb aMUMHOTpaHcdepas
CHMXKaeTCs U3-3a NPOrpPecCHpyLLErO CHXXEHNS Konuye-
CTBa (PYHKLMOHMPYIOLLMNX renaToLmnTOoB.

[oBOPS O pOnyM reHeTU4EeCKUX ccneaoBaHui, cneay-
eT OTMEeTUTb, YTO UCMOoNb30oBaHne coBpeMeHHbIx OHK-
MapKepoB MO3BOSIET C BbICOKOW TOYHOCTbIO YCTAHOBUTb
anarHo3s BBK Ha niobon ctagun 3aboneBaHusi, B TOM
yucrie n 4o NOoSBMEHNS KNMHUYECKNX N BMOXMMUYECKUX
N3MEeHeHUN. OTO NO3BONSET CBOEBPEMEHHO NPUCTYNUTb
K MPEBEHTMBHOW Tepanuu u NpefoTBpaTuTb pasBu-
Tue HeobpaTuMMbiXx M3MeHeHuIn B opraHuame. OgHako
reHeTU4Yeckoe MccrefoBaHne nmeeT onpedeneHHble
OorpaHuyeHns Ansi CKPUHUHIOBOW OMArHOCTUKW 3a-
6oneBaHuns, B YMCne KOTOPbIX — BbICOKAas CTOMMOCTb
METOAMKN U 3HaunTenbHas BapnabenbHOCTb MyTaLui
reHa ATP7B, kogupytoLiero nepeHocsulyto meab-ATdazy
1N OTBETCTBEHHOrO 3a passutue BBK [16]. K Tomy xe
yacToTa un xapaktep mytauui B reHe BBK cyuiectBeHHO
BapbMpYIT B pasnunyHbix nonynsauyusax [37]. Hanbonee
yacTou MmyTauunen, npmeogsLlen K Bo3HnMkHoBeHuo bBK B
€BpONencKnx Nonynaunsx, ABnseTca TO4KoBast MyTauums
B 14-m 3K30He, NpMBOAALLANA K 3aMeHe aMUHOKMCIOThI
rmctnguHa B nonoxeHmn 1069 Ha rmyTamMMHOBYHO KUC-
noty (His1069GIn) [30]. Ota myTauust BCTpevaetcs y
38% poccuickmx naumeHToB, cTpagatowmx 5BK. Bropon
no yactoTe MyTaumen y 60nbHbIX N3 POCCUNCKON Mony-
nauMn ABNSEeTCs OAHOHYKneoTuaHas geneumsi B 15-m
ak3oHe (del.C3402), kotopasa obHapyxuBaetcs y 20%
naumneHToB. B ceBepoeBponerickmx Nnonynsumax BTOPON
no yactoTe MyTauuen SBNAETCS 3ameHa rmuuMHa Ha
nn3nH B 1267-m nonoxeHunn (Gly1267Lys), BbidbiBatoLlasi
pa3BuTue 3abonesaHusa B 10% cemein paHLy3cKoro,
AHIIMACKOro M HEMELKOIo nponcxoxaeHus [24]. Takum
o6paszom, BBK BbI3bIBaeTCA HECKONBKUMU OTHOCUTENBHO
YacTbIMU MyTaLMSAMU U MHOXECTBOM pefkux. B aton
CBSI31 B HACTOsILLIEE BPEMS MONEKYNSPHO-TeHETMYEeCKoe
nccnefoBaHne NpoBOAMTCA y AeTen, Ybu bnuskne
pPOACTBEHHMKN cTpapatT 3aboneBaHnem, U Koraa
CTaHAapTHble TeCTbl He JalT OAHO3HA4YHOro OTBETa,
noATBepaatoLero nnu otpuuatoulero guarHos bBK, a
Takke y pogutenen, 6patbeB u cectep 6onbHoro [32].
Puck Hanuumnsa 6onesHn y cubcos npobaHga cocTas-
nsaet 25%. KomnnekcHas OHK-guarHocTuka B cembsix
BKIMtoYyaeT B cebs novck Hambonee pacnpoCcTpaHeHHbIX
MyTaumi y 6onbHoro 1 kocseHHyto [HK-anarHocTuky ons
Opyrux geTen Tom e Cynpyxeckon napbl. B cnyyae ec-
nn anarHo3 6onbHOMY pebeHKy NocTaBreH NpaBuUbHO,
kocBeHHasa [IHK-guarHoctuka nossonsieT onpeaennThb,
yHacnegosanu nv gpyrve AeTu B CEMbe TOT e naTono-
rMYEeCKni reH, 4To n 6onbHom pebeHok. OBHapyXeHne y
60MnbHOro pacnpocTpaHeHHOM MyTaLuy Ha OAHOW N3 ABYX
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rOMOJIOMMYHbIX XPOMOCOM caMo no cebe He no3BonseT
co 100% [OCTOBEPHOCTBLIO MOCTaBUTh AMArHoO3, HO Mpu
HanNU4MM xapakTepHbIX KIIMHNYECKUX N BMOXUMUYECKNX
N3MEHEHWI SBNAETCA ANS Bpaya BECOMbIM apryMeHTOM
B nonb3y amarHo3a BEBK. B cnyyae ecnu y 6onbHoro
HangeHbl 2 pasHble MyTaLun B reHe Unv OfHa 1 Ta xe
MyTauus B rOMO3UIOTHOM COCTOsSiHUKM, gmnarHo3 BBK
noaTeepxaaetcsa co 100% [oCToOBEPHOCTLIO. Taknum 006-
pasowm, kocBeHHas [JHK-gnarHocTuka B cembe no3sonset
C BEPOATHOCTbIO, 6nnakon kK 100%, nocTaBUTb AMarHo3
OpaTy unu cectpe 60MbLHOrO eLe 40 NPOABNEHUS Y HUX
KaKnX-nnmbo BUOXMMUYECKMX N KITMHUYECKUX U3MEHEHWI.
Mpwn HeobxoanmocTn kocBeHHast AHK-gmuarHocTuka mo-
XeT ObITb NpoBeAeHa eLle A0 poxaeHNs pebeHka, B ToM
yuncne Ha paHHUX cpokax 6epeMeHHoCTH [3].

BO3MOXHbI CITOXHOCTW ANArHOCTUKM 6GECCUMMNTOMHbIX
rOMO3UIOTHbIX U FETEPO3UTOTHLIX HocuTenen reHa ATP7B,
Tak kak y 10—20% reTepo3uroT HabnogaeTcs CHUXeHne
YPOBHS LiepyrnonnasMuHa 1 OTKITOHEHNE OT HOPMbI B 06-
MeHe Meau, U HaobopoT, NpyM 6ECCUMMTOMHOM TEYEHUM
3aborneBaHus y roMO3UrOT BO3MOXHO OTCYTCTBME KornbLia
Kansepa—®nenwepa n runepkynpypum [5, 13, 25]. B Tta-
KMX CIy4asix MPOBOAAT aHanma rannotunos 6onsHoro, ero
6patbeB u cectep. O roMO3UroTHOCTU CBUAETENLCTBYIOT
renaTtomeranus, CniieHoMeranmsl, CoOCyaucTble 3Be3[04KM,
HebOonbLLOE NOBbLILIEHNE aKTUBHOCTW TPAHCaMUHa3 B Cbl-
BOPOTKE. YPOBEHb Liepyrnona3muHa B CbIBOPOTKE 0ObIYHO
CHWXeH. broncnsa neyeHn ¢ onpegeneHnemM CoaepxaHus
Meav No3BONSieT NOATBEPAUTL ANArHo3.

Ecnn gedeKkTHbIN reH BbIIBNSAETCH B rOMO3U-
rOTHOM COCTOSIHMW, TO MPOBOAAT NeyYyeHue Meab-
XenaTupylLwmumMmn npenapatamm, KOTopoe MOXeT ObiTb
Ha4aTo B Bo3pacTe 3 net u ctapwe [22]. Fomo3uroT nevar
D-neHnumnnammHomMm, faxe ecnv 3abornesaHue npoTekaert
6eccuMmnToMHO. eTepo3urotam neveHue He TpebyeTcs
[27]. Mo paHHbIM L. Wepnok, npn HabniogeHun 3a 39
KIMHWYECKM 300POBLIMU FTOMO3UrOTaMu, Nony4arLwmmm
neyeHne, NOSIBMEHNSI CUMMNTOMOB HE OTMEYEHO, B TO Xe
BPEMS y HerneveHbIX romo3uroT pa3sunacbk bBK, n yactb
13 HUX YMepnu.

JleyeHue. bonbHbiM BBK HasHavawT guety, Ha-
NpaBneHHyl Ha yMeHbLUeHMe MOCTYNneHus meau B
OpraHu3M: UCKMYaTCs NPOAYKTbI C BbICOKMM CoAep-
XaHveM megu (opexwm, wokonag, kakao, rpubbl, ropox,
nevyeHb, pXxaHon xneb, coeBble NPOAYKTbI, MOpCcKas
pbiba, paku), ncnonb3yeTcs AENMOHU3MPOBaHHAsA BOAa,
ocobeHHO ecnv B NMUTbEBOW BOAe coAepXaHve menun
npesbiwaet 0,2 ppm.

JlekapcTBeHHas Tepanus NpoBOAMTCHA Ha Mpo-
TSDKEHUWN BCEW XKM3HU C MOMEHTa YCTaHOBMNeHUs aua-
rHo3a WNW BbISIBNEHNA TOMO3UIOTHOIO HOCUMTENbCTBA
aedektHoro reHa [10]. NMpenapaTtom BbIGOpa U «30M0-
TbIM cTaHgapTom» B nedeHun BBK ¢ 1955 r. aBnsetcs
D-neHvumMnnamuH, obpasyoLnin xenaTHble KOMMNIEKChbI
C Me[blo, KOTOpble Nerko UnbTPYTCH Yepes NoYeyHble
Kny©Oo4KM 1 BbIAENSAIOTCS C MOYOW, a Takke MHOYLMPYHo-
LWNA NepeBOA BHYTPUKIETOYHON MeOn B HEaKTUBHOE
cocTosiHue [39]. MNMpenapaTt pekoMeHOyeTCcs NpUHUMaTh
HaTowak (3a 30 MUH 40 eabl), Tak Kak NMLwa yMmeHbLUaeT
ero abcopbumio. YuntbiBas, 4to D-neHmumnnamuH gaet
aHTUNMPUAOKCUMHOBBIN 3P dEKT, K Tepanunmn HeobxoammMo
0o6aBnATb NUPUAOKCUH B Ao3e 25 Mr/cyT BHYTpb. He-
AOMyCTUMbl NepepbIBbl B Tle4eHun D-neHnumnnammHom,
npeBbIlLAKLWMe HECKONMbKO Hedenb, Tak Kak peunaus
3aboneBaHusa 06bIYHO MPOTEKAET C pa3BUTUEM OCTPOMN
nevyeHOYHON HegocTaTouHoCTU [14].
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Cxema neveHusa D-neHnumnnaMmvHoMm BKIOYaeT B
cebst HauanbHyo hasy 1 nogaepkuBatoLyto Tepanuio. [lo
Hayana ne4yeHns HeobxogMmo uccrnenoBaTtb 24-4acoByto
3KCKpeuuto Meam ¢ Moyon. HavanbHas go3a npenaparta
coctaBnset 250—500 mr B AeHb. 3aTem 03y nocTeneH-
HO yBenuumuBawT A0 1—2 r B AeHb Kaxable 7 OHEN Ha
250 Mr, noka aKcKpeuuns Mmeam ¢ MO4YoM He NMOBbICUTCS 0
3HaveHui 2000—5000 mkr/cyT. B TeueHne nepBbix 2 mec
neveHuns kaxxaple 2 Hefl, a Aanee eXeMecsiHHO B Te4eHne
nonyroga KOHTPONUPYHT KIMHUYECKUA aHanu3 KpoBU
(konnyecTBO POPMEHHbIX AMIEMEHTOB) 1 MOYM (MPOTEM-
Hypus). [locne OOCTMXKEHWS KMMHUYECKOTO YIy4LlleHus,
KOTOpOEe HacTynaeT B TE4YEHUEe HECKOINbKUX MecHALeB OT
Hayana fneYvyeHnst, N CHKEHNST SKCKpeLMn Mean ¢ MOYOn
00 500—1000 mkr/cyT nepexogaT Ha NoaaepP KMBatOLLYO
Tepanuto (0,75—1,25 r/cyT). JocTOBEpPHbIE MOMNOXM-
TenbHble U3MEHEHUSA HACTynawT He paHee 4YeM yepes
nonroga OT Hayana NeyeHusi, a OCHOBHblE CUMMTOMbI
ncyesatoT vepes 1,5—2 roga nevyeHus. YMeHbLUEHNE U
nonHoe mcyesHoBeHue koney Kansepa—odnenwepa y
80% GonbHbIX NponcxoamnT Yepes 3—>5 neT nocrne Havana
nevyeHus.

Tepanus D-neHMUMnNamMmHOM CBSi3aHa C BbICOKUM
pYCKOM NOBOYHBIX 3 EKTOB, KOTOPbIE OENATCA HA paH-
HUWe (B Ha4YanbHOM hase neveHns) 1 no3gHune (Bo Bpems
nogaepxueatollen Tepanun) [14]. B TeueHne nepsoro
Mecsiua Tepanumn y 20% 6onbHbIX HabngaeTcsa nosiBne-
HWE WKW yXyAweHne HEBPONOrMYecKkon CUMMNTOMaTUKU.
3710 cBsi3aHO ¢ Mobunusauuen meam M3 nevyeHu, noBbl-
weHnem ee KoHueHTpauun B LIHC. Ona kynupoBaHus
3TUX ABMEHUA HEeOOBXOAMMO BPEMEHHO CHU3WUTb [03Y
D-nennuunnammHa go 250 mr/cyT, a 3ateM NoCTENeHHO
NnoBbILATbL €€ A0 YBENNYEHNS 3KCKpeLun Meau ¢ MOYon.
Ecnu HeBponoruyeckas cumntoMatvka npogorkaeT
yxXyawartbcsd, To D-neHMumnnamumH 3ameHsoT apyrum
MeAbXxenaTupyLwmum npenapatom (CM. Hxe). YxyaLie-
HMe HeBPOIOrMYecKor CUMNTOMAaTKKN B NepBble MecALbl
nevyeHunsa Heobxogmmo auddepeHuMpoBaTh C nNporpec-
cupoBaHMeM camoro 3aboneBaHWsa Npu NpUMeHeHun
HU3kMx 0o3 D-nenvumnnamuna. K paHHUM noGoYHbIM
ahbdhekTam OTHOCATCS TakKe peakLm rmnepyyBCTBUTENb-
HOCTW: NNXopagKa, KOXXHbIN 3yf, CbiMb U NMdageHonaTusi.
OTM CMMNTOMbI NMPOXOAAT MNOCIE BPEMEHHOW OTMEHbI Mpe-
napara. B nocnegytowem Tepanuio D-neHnumnnammHom
BO306OHOBNSAT B Ao3e 250 Mr/cyT B KOMOUHALMKN C Npea-
Hn3onoHom 20—30 mr/cyT. B TeueHne mecsua osy
D-neHvumnnammHa yBenuuuBatoT, MOCTEMEHHO OTMEHSS
NpPeaHW30IOoH.

Mo3aHue nobouHble addekTbl passBuBatoTcs y 5—7%
nauneHTOB nocre roga nevyeHvs. Hanbonee yactbiMu 13
HUX SBMSIOTCA KOXHbIE U3MEHEHNS: NEHNLUNIaM1MHOBAas
nepmaronatusa, nemdwuryc, acantosis nigricans v gp. Y
3—5% 60nbHbIX pa3BUBaKOTCA ayTOMMMYHHbIE CUHOPO-
Mbl: BOMYaHOYHbIV, cuHapoM MNyanacyepa, muactenus. B
3TOW CBA3N NOXW3HEHHasi Tepanusa D-neHnumnnaMmmHom
TpebyeT NocTosiHHOrO BpayebHoro HabnopeHus. Mpu
pasBUTUN OCIMOXHEHWIA, a Takke Npu NOSBNEHUU 3Ha-
YNTENbHOW MpoTenHypumn D-neHuuyunnamMmH oTMEeHST
N HasHayalwT anbTepHaTuBHbIN MeToq neveHuna BBK
(TpMeHTWH, NpenapaTtbl uuHka, monubaexa). Kpome Toro,
ucnone3ytTtcsa yHutmon 5% no 5—10 mMn exegHeBHO Unu
yepes feHb, Ha Kypc 25—30 BHYTPUMbILLEYHbBIX MHBEKLINIA,
MOBTOPHbIE KypChbl Yepes 2—3 Mec, BUTaMuHbl B, 1 B, Tak
Kak n3bbITOYHOE KONMMYECTBO MeAMN BNOKUpYeT UX akTuB-
HOCTb, @HTUOKCMOAHTbI-FenaTonpoTeKTOPbI, O-NMNoeBas
KvucnoTa.
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Mcnonb3oBaHue unHka npy BBK ocHoBaHO Ha cnocob-
HOCTU YBENUYMBATb CUHTE3 MELbCBA3bIBAOLLMX OENKoB B
ANUTENUM TOHKOW KWULLKM U B renarouuTax. 310 npensiT-
cTByeT abcopbumnm Meam U3 Kenyao4HO-KULLEYHOro TpakTa
n obecneyrBaeT ee nepeBos B HETOKCUYHOE COCTOSIHME.
ExxenHeBHble [03bl cynbdata nnu aueTtarta LMHKa co-
craenstoT 150 mr Ha 2—3 npuema. Mpenapat HasHayaT
mMexay npuemamu nuwmn. LienecoobpasHo ucrnonb3oBaHne
LUMHKa Y aCMMMNTOMHBIX BOMbHBIX HA PaHHWX CTagusx 3a-
boneBaHMsa 1M B KayecTBe MOAAEPXKMBAIOLLEN Tepanuu
y NauMeHTOB, KOTOPbIM MpeaBapuTensHO NpoBoaunach
Tepanusa megbxenatupyowmmmn npenapatamm [9].

TpueHTUH ncnonbayetcs ¢ 1969 I. kak anbTepHATUBHBIN
MeLbXenaTupyLLMIA Mpenapar y NauueHToB, MHTONepPaHT-
HbiX K D-neHnumnnamuny. Mpu nepexoge Ha TPUEHTUH
OOnbLWMHCTBO NOGOYHLIX achdekToB D-neHnumnnammHa
ncyesaert [7]. Jo3bl TPUEHTUHA COCTaBNSAT 1—2 I B AEHb,
pasgerneHHbix Ha 3 npuema. Npenapat NpMHMMAaloT HaTo-
wak. Hanbonee TsxkensiMm NO604HBIM 3hHEKTOM SBMSETCA
cvaepobnacTHas aHemus.

OdbdekT TeTpaTnomonubaarta npm EBK cBsizaH ¢ obpa-
30BaHMEM KOMIMIIEKCOB C MEAbIO B XKENMYA0YHO-KULLEYHOM
TpakTe M CbIBOPOTKE KPOBM, YTO MpenaTcTByeT ee ab-
copbumm 1N NPOHMKHOBEHMIO B TkaHW. PaccmarpuBaetcs
Kak noTeHumansHo 6onee ahHEKTUBHBIN XeNaTop Meau,
yeMm D-neHuumnnamuH 1 TpUeHTuH. B HacToswee Bpems
UMEIOTCS TONMbKO OrpaHUYeHHbIE AAaHHbIE O KITMHUYECKOM
ncnonb3oBaHuy atoro npenapata [11]. CyToyHas gosa co-
craensieT 120—200 mr. 13 no6o4uHbIX 3¢hHheKTOB ONMCaHO
YyrHETEHME KOCTHO-MO3rOBOrO KPOBETBOPEHUS.

JleyeHne xenatopamu meam Bo Bpemsi 6epeMeHHOCTM
He JOIMKHO npekpawartbes. [lo3bl D-neHuumnnamuHa, co-
craenstowme 0,75—1 r/cyT, He NpeacTaBnAT pucka Ansi
nnoga [18, 26]. Ecnu nnaHnpyeTtcst kecapeBo ceyeHne, To
3a 6 Heq 4,0 poAopaspeLLEeHs 1 Ha BECb CPOK A0 3aXUBIe-
HMS NocneonepaLnoHHON paHbl Ao3y D-neHnumnnammHa
Heobxoanmo cHM3nTb Ao 250 mr/cyT.

[MokasaHusMKn K TpaHcnnaHTaumm nedeHn npu BBK
ABMSOTCA NeYeHOYHas HeJoCTaTOYHOCTb, accoLUnpo-
BaHHas C remonv3oM 1 rmnepypukemMmnent; Nnporpeccupo-
BaHMe NeYEHOYHON HEeLOCTAaTOMHOCTW, He NOAAALENCs
a[leKBaTHON MeAMKaMEHTO3HOWN KOoppekuuu; B criyvyae
HenepeHoOCMMOCTM NpenapaToB — TsKernas nopranbHas
rMnepTeH3ns, cosfarLlasi pUCK OCIOXHEHW 1 Heobpa-
TMMas Npu KOHcepBaTMBHOM NedeHuun [15]. MokasaTtenu
OJHONETHEN BbKMBAEMOCTM NOCMe TpaHCnnaHTauum co-
ctaengatoT okorno 80% [28, 33].

B nocnepgHve rogbl B 3apybexHoln nutepartype 06-
CyXaeTcs BONpOC O BO3MOXXHOCTU 3aMELLEHUS B MEYEHU
nedekTHoro reHa EBK HopmanbHbIM. OgHako BBUAY 3HAYM-
TeNbHbIX TEXHUYECKNX TPYAHOCTEN 3TOT BOMPOC ABMAETCSH
noka npeaMeToM ANCKYCCUU.

B 3aknroyeHue crieqyet OTMETUTb, YTO OCHOBHbLIM
ycroBumeM ycnewuHon Tepanuun nauneHtos BBK asnsetca
Kak MOXHO Oonee paHHee ee Havano U NOCTOSIHHBIN Mo-
XWU3HEHHbIN XapakTep. [NprMBeaeHHbIN KNMHUYECKNIA Criyyan
elle pa3 nogyepknBaeT HeobxoaumocTb BktoveHns BBK
B Kpyr anddepeHumanbHOro anarHo3a 3abonesaHumn
neyeHn, ocobeHHo y BOMbHbLIX MONOAOro Bo3pacTa C
UCMONb30BaHNEM MakCMMAarbHO LUMPOKOrO CrekTpa uc-
crnegoBaHUN.

BBK — oHO 13 HEMHOrMX HacneacTBEHHbIX 3abone-
BaHWI, MPU KOTOPOM OTMeYeH BrnaronpusiTHbIN NPOrHo3 B
crnyyae paHHew AMarHOCTUKN 1 CBOEBPEMEHHOTO Havarna
neYveHns, Npy 3TOM NPOAOIMKUTENBHOCTb XN3HW BOMNBHbIX
He OTnMYyaeTcst OT TakoBOW B 00Lern nonynsaumm. MporHos
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npv no3aHen guarHoctuke BBK Bceraa HebnaronpusaTeH,
Tak Kak natoreHeTnyeckas tepanusi D-neHnumMnnamMmmHom,
HayaTas Ha CTaauMu UMppo3a MeyeHu, He Bbl3biBaeT 00-
paTHOro pasBUTUSA MOPTANibHOW TMNEPTEH3UU U TUNep-
cnnexHunsma.
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