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Pezrome. B cmamve 0006wenvt Oanuvie aumepamypvl 0 pedkou namoaocuu — OonesHu Bunvcona
Konosanosa y oemeil. O630p unniocmpuposan CoOOCMEEHHLIM KIUHUYECKUM HAOMI00eHUeM CAONCHOU
OUACHOCTNUKYU U YCReWHO020 JledeHUusi 0e6o4KU ¢ OaHHbiM 3aboneéanuem. Y nayuewmxu 0Oonesus
debromuposana Kak ezenamum ¢ oOHapydiceHuem e6upyco8 Ouwmein-bappa u ecepneca 6 muna.
Coxpansiowuiics CUHOpPOM YUMOAU3A NOCTe NPOGEOEHHOU NPOMUBOBUPYCHOU mepanuu  00yCi08uU
HEobxo00uMocms  OuP@epeHyUaIbHol OUASHOCMUKY HEUHOEKYUOHHOU namono2uu nedenu. Buissnennvie
HapyuleHusi 00MeHa MeOu, HU3KULL YPOBEHb YEPYIONIAZMUHA, MOJEKYISAPHO—2eHeMUYecKoe Ucciedo8anue
NO360UNY  YMOYHUMb OUACHO3 U HAHAYUMb RnamozeHemuueckoe Jnederue. Illpedcmagnennviii ciyyaii
donoansem umeiowuecs 8 aumepamype oannvle no obonesnu Bunvcona — Konosanosa.
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Abstract. The article summarizes the literature data on a rare pathology — Wilson disease in children. The
review cites the case of the personal clinical observation of the complicated diagnosis and successful
treatment of a girl with this disease. In the patient the disease debuted as hepatitis with the detection of
Ebstein-Barr viruses and herpes type 6. The persisting syndrome of cytolysis after antiviral therapy
necessitated the differential diagnosis of non-infectious liver pathology. Identified violations of copper
metabolism, low levels of ceruloplasmin, molecular genetic study made it possible to clarify the diagnosis
and prescribe pathogenetic treatment. The presented case complements the data available in the literature
on Wilson's disease.
Keywords: children, liver disease, Wilson disease, hepatocerebral dystrophy, copper metabolism

bonesnp Bunbcona-KonoBanoBa (remartoriepeOpanpHas AUCTpOdUs) SBISETCS PEIKUM
HACJICJICTBEHHBIM 3a00JeBaHHEM, OOYCIOBICHHBIM HApyIICeHHEM OOMEHa MeIu C H30BITOUHBIM
HAKOIUJICHUEM €€ MPEUMYIIECTBEHHO B HEPBHOM cucTeMe U neveHu [1].

Brnepssie renatonepedpanbhas auctpodus onucana C. Westfal (1883), A. Strumpell (1898)
Y Ha3BaHa ICEBJIOCKIEPO30M H3-3a CXOJCTBA KIMHUYECKON KapTUHBI C PACCESIHHBIM CKiIepo3oM. B
1902 rony B. Kauser, a B 1903 roxy B. Fleisher BnepBeie oTMETHIIM OTIIOKEHHS 3€JICHOBATO-
Oyporo mNUrMEHTa y TMOJOOHBIX NAIMEHTOB, Ha3BaHHBIC BIIOCJIEACTBUU Konbllamu Kaifzepa-
Oneitmepa. B 1912 romy amepukanckuii HeBposor S. Wilson nman moapoOHOe omnmcaHue
KIIMHUYECKOW U MAaTOJIOT0aHATOMUYECKONW KapTHHBI HOBOTO 3a00JI€BaHMS ¢ IOPAKCHUEM TICUCHU H
HEpBHOW CHUCTeMbI, Je0oToM B MoJoaoM Bo3pacte. OH oOxapakTepu3oBal €€ Kak
MIPOTPECCUPYIOIIYIO JICHTUKYJISIPHYIO JEr€HEepalnio, COYETAIONIYIOCs ¢ HUPpo3oM reueHu. B 1921
romy aBcTpuiickuii Bpau [amme o0beauHMNI  micenockiepo3  Becrdans-lltprommens wu
JMEHTHUKYISAPHYIO JIeTeHepalio BuiabcoHa B OIHO 3a00JE€BaHHE — TeMaTOJCHTUKYJISPHYIO
JereHepanuio. [2].
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B nanpHeitmem oteuecTBeHHBIM HeBposior H.B. KoHoBanoB 3HauMTENbHO pacIIMpHl
MPEJICTaBICHUSI O MAaTOMU3UONIOTHH, IMATOTeHe3e M KIMHUKE JAHHOW NaTOJOTHH, pa3padorat
kinaccudukanuio 6one3nn (1948 — 1960 rr.) [3].

B 1956 romy Walshe BwisiBun xemupyromuit 3¢dexkr D-neHunuaiamMuHa, UTO
CIOCOOCTBOBAJIO YJIYUIIEHUIO KayeCcTBa JKU3HU TMAIMEHTOB ¢ Oosne3npto Buibscona. B 1974 romy
Frommer ycraHoBui HapymeHus OWIMapHOM SKCKpeunu Meau, a B 1985 roay Frydman c rpynmoii
YYEHBIX OTKPBLIN MyTaHTHBIA I'€H, IETEPMUHUPYIONTUN Pa3BUTHE TAHHOTO 3a0oeBaHus [2].

Tun HaciaenoBaHMs — ayTOCOMHO-PELICCCUBHBIN. JlaHHas marosorus cBs3aHa ¢ MyTaluen
reHa ATP7B, nokanuzoBanHoTO Ha IIUHHOM Iiede 13 xpomocomsr (13q14.3-g21.1). B Hacrosmiee
BpeMs u3BecTHO mpuMepHo 500 myraruit sToro reHa, u3 KoTtopbix 380 wIeHTU(DUIIMPOBAHEI B
rmaroreHese 3abojeBaHus [4].

I'en ATP7B skcrnipeccupyercs B IEYEHU U KOJAUPYET Melb-TpaHcnoptupytouryro ATd-azy.
B pesynbrare nedexra reHa mpouCXOAUT CHMKEHHE (QYHKIUHU 3TOro ¢pepMaeHTa, YTo MPUBOJIUT K
YMEHBIIICHUIO TeNaTOOMIMApHOM OSKCKpPEIMM MEId W HapyUICHWIO BCTpPaWBAaHHUS MEIU B
LepysaoIIa3MuH. JT0, B CBOIO Ouepe/ib, MPUBOAUT K HAKOIJICHUIO MEIU B Pa3iMUYHbIX OpraHax H
TKAHSX U BBI3BIBAET UX TOKCHUYECKOE MOPaKEHUE, YTO 00YCIIaBIMBACT KIMHUIESCKUI TOTUMOp(hU3M
0one3nn Bunscona-Konoanona [1, 3, 5].

3aboneBanue BcTpedaercss ¢ yacrtoroi ot 1 : 30000 go 1 : 100000, mpu 3TOM HYacToTa
reTEPO3UTrOTHOIO0 HOCUTEJIBCTBA MATOJIOTHMYECKOro reHa coctapiseT 1 : 90. PacmpocTpaHeHHOCTH
0oJe3HU BBIIIE Cpenu eBpeeB-amikeHasu, B SAmonuu, Kurae, Hpawne, ﬁeMeHe, Upnannuu, Ha
octpoBe Capnunus [6].

Cpennuii Bo3pact aebrora Gone3nun BunbcoHa cocraBnser ot 11 mo 25 mer. HambGonee
paHHUN BO3pACT TIOSBJICHUS HEBPOJIOTHYECKONM CHUMITOMATHKA ONUCaH y peOceHka 4 Jer,
nedyeHoyHou — y pebenka 2 sert [1].

Manudecramus Oone3Hn BuiabcoHa MOXKET NPOTEKaTh KakK OCTPBIA (PyJIbMHHAHTHBIN
TeMaTUT, COMPOBOXKIAIOMIMICS KOaryJomaTuen, HHIedalonaTiuei, TreMOJUTHYECKONH aHEeMUEH,
MEYCHOYHOKJIETOYHOM ¥ MOYEYHON HEJIOCTATOUHOCTHIO C BBISBJICHUEM IMOBBILICHUS YPOBHS MEIHU B
CBIBOPOTKE KpOBH M Moue. [Ipm 3TOM KIMHUYECKas KapTHHA XPOHUYECKOTrO TermaTuTa Majo
OTJIMYMMA OT MOPAKEHUS MEYECHU APYTOi STHOJOTUU U 03 MaTOreHeTUYEeCKOW Tepanuu MPUBOIUT
K (hopMupoBaHHIO LIMppo3a nevenu [7, §].

HeBposoruueckue HapymieHus MpOSBISIOTCS B BHUJE AKCTPANMMPAMUIAHONW CUMIOTOMATUKHU:
aTakcHsi, TPEMOpP, AaKWUHETUKO-PUTHAHBIA CHHIPOM, NUCTOHUYECKHM cUHApPOM. ONUCAHBI TaKXKe
MUTPEHH, TOJIOBHBIE 00JH, AIHIIENITUYECKHEe TpUCTybl. [Icuxuueckue paccTpoiicTBa MPOSBIIAIOTCS
KOMITYJIbCUBHO-UMITYJIbCHBHBIM TIOBEJICHUEM, arpeCCUBHBIMHU peakuusMu, (oOUsIMU, MaHHSIMH,
MICUX03aMH, CHH)KEHUEM KOTHUTUBHBIX QyHKIUH [9].

[TaToroMOHWYHBIM TIPU3HAKOM SIBIISIETCS OOHAPYKEHUE JKEITO-KOPUYHEBOTO KOJbIA IO
nepudepun porosullsl (koawiia Kaitzepa — @neitmiepa).

Y HEKOTOpHIX MAIMEHTOB MOXET HAONIONAThCS 3aJepXKKa MOJIOBOTO Pa3BUTHS, aMeHOpes,
TMHEKOMACTHUS, OKUPEHHE, TUPCYTU3M. JlepMaTOJOTHYEeCKHE CHUMIITOMBI MpPOSBISIOTCS B BUJE
TUMEPIUTMEHTALUN KOXKH, TOIYOBIX TYHOK y HOTTEBOTO JIOKA, COCYIUCTON myprypbl. I3MeHeHHS
CEpJCUYHO-COCYIUCTOM CHUCTEMBI OINpPEAENAIOTCS KaK AapuUTMHUHM, KapAWOMHONATUU. Y 4YacTu
MAIUEHTOB MOXET OBITh BBISBICHA MATOJIOTHS MOYEBBIICIUTEIHHOW CHUCTEMBI (He(ponmuTuas,
CHIKEHHUE KITyOOUKOBOUM (PrIIbTpaliu), KOCTHO-MBIIIICYHONW CUCTEMBI (OCTEOMAIISAIINSI, OCTEOIOPO3,
apTpaJIrMu), IpU3HAKU HEAOCTaTOYHOCTH nutanus [10, 11].

Juarnoctuka Oone3Hu BuibcoHa OCHOBaHa Ha COYETAHUU KIMHUYECKUX CHUMIITOMOB,
JaHHBIX JIAOOPAaTOPHOTO OOCIIEAOBAHUS U MOJEKYJSIPHO-TEHETHYECKOTO TecTupoBaHus. B 2005
rojly yTBepXkaceHa OayubHas mkana auarHoctuku 3aboneBanus (Tabn. 1). CormacHo mikane, mpu
cymme OamioB 4 u Gosee onpenensercss BbICOKas BEpOATHOCTh Oosie3HH BuibcoHa; mpu cymme
OayoB 2-3 0OJIe3Hh CUMTAETCS BEPOSTHOM, HO TpeOyeTcs AaybHeiee oOcaeoBaHUE MAIMCHTA,;
npu cymme Oamio 0-1 nuarHo3 COMHHUTENbHBIH [1].
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Tabmmma 1
BaupHas mkana quarsoctuxku 6osesnn Bunbcona - Konosanosa

| CumMnTomMsl Bayubl
1 Konbna Kaitzepa — @neitiiepa:
- IPUCYTCTBYIOT 2
- OTCYTCTBYIOT 0
2 Heiiporicuxuarpuueckas cumnromaTrka (u3menenust Ha MPT):
- IPUCYTCTBYET 2
- OTCYTCTBYET
3 KymOc — HeraTuBHAs aHEMUS:
- IPUCYTCTBYET 1
- OTCYTCTBYET
11 JlabopaTopHBIe TeCThI
1 DKCKpeuus MU ¢ MOYOM:
- HOpMa
- 1-2 HOpMBI
- bonee 2 HOpM
- HOpMa, HO YBeJM4eHUE Ooiee 5 HOpM TpH pode ¢
MCHUIWUTMHAMAHOM
2 KonnuecTBeHHOE Meu B OMonTaTax MevYeHU:
- HOpMa -1
- 50-250 MKr/T
- bonee 250 MKI/T
3 PomamuH — mO3WTHBHBIE TEMAaTONUTHI (NPU HEBO3MOXKHOCTH KOJUYESCTBEHHOTO
OTIpE/ICIICHNSI METU B TICUYCHN):
- IPUCYTCTBYIOT
- OTCYTCTBYIOT 1
4 YpoBeHb 1iepyJIomjia3MiHa B CHIBOPOTKE KpOBH (Iipu HopMe Oostee 20 Mr/m)
- HOpMa
- 10-20
- menee 10
IIT | MoJsiekyJIIpHO-TeHEeTUYECKOE HCC/Ie0BaHue (BbIfiBJeHUE MYTalUMid reHa
ATP7B):
- TOMO3UTOTa, KOMIIAYH]T — TE€TEPO3UTOTa
- TETEPO3UTOTA
- MyTanuii He 0OHAPYKEHO

(e}

(e}

NS S )

o - O

S = B

B Hacrosmiee Bpemst ucnonb3yeTcs kinaccudukanus 0onesHn Bunbcona, mpeanoxxeHHas J.
Walsh, ocHOBaHHas Ha KIMHUYECKUX MpOsBICHUAX 3a0oneBaHusd. CoryacHO €, BBIICNAIOT
O6eccuMNTOMHYIO (OopMy, IEYCHOUHYIO (POpMYy, LiepeOpaibHyIo (opMy, CMEIIaHHYIO (GopMy.

Kpome »3TOoro, B OTEYECTBEHHOW MeIMIIMHE TNpUMEHseTcs Kiaaccudpukamus H.B.
Konosanosa. Ilo nanHO#M kiaccupukanuu orpenenstorcss OprourHas (abmpomuHaibHasg) ¢opma,
PUTHMAHO-APUTMOTMIIEPKUHETHYECKass MM paHHAd (QopMa, JApoXKaTelabHO-pUrHiHas (¢opma,
aposkaTenbHas popma, SKcTpanupaMuaHo-KopKoBas hopma [1].

JleueHne nalMEHTOB ¢ Oosie3HBbIO BubCOHA NMPOBOAMUTCA C IMOMOIIBIO TUETOTEpANHH,
MEIUKAaMEHTO3HOTO W XHUPYPrHUUECKOro JieueHus. Jluetorepanusi 3akiro4aeTcs B HUCKIOYEHHUH
IIPOAYKTOB C BBICOKUM COZIEpKaHHEM Me/U (TIe4eHb, KPEBETKH, OPEXH, LIIOKOIA], IPUOBbI).

[Ipenapatom BBIOOpa Tmpu JieueHUH OOJe3HU Bunbcona sBisiercs D-neHUIMILIAMUH.
JlaHHBIN Npenapar MOOMIM3YET MeAb U3 NEUEHH M JAPYIMX OPraHOB U YBEIUYMBACT €€ MOYEBYIO
9KCKPELHIO, a TAaKK€ MHAYLUPYET CUHTE3 METAUIOTUOHMHOB. HavanbHble 10361 cocTaBisitoT 250-
500 Mr/cyTku ¢ OCTENEeHHbIM yBeaudeHueM Ha 250 mr no aedeOnoi mo3b1 1000 — 1500 mr/cyTkw.
Jlns nereit no3a npenapara cocraisier 20 MI/Kr/cyTku. B kauecTBe anbTepHATUBHOW Tepanuu Mpu
IUIOXOW NEPEHOCHMMOCTH D-NeHHIMUIaMUHa PEKOMEHAYETCsl MCIOJb30BaHUE IPENapaToB LUHKA
(cynbgar, okuch, anerar LMHKA). Takke B JICUCHHM JAHHOM MaTOJOTHM MOTYT HCIOJIB30BATHCS
TPUEHTHH U TeTpamMoauOaaT ammonust (Ha tepputopuu PD He 3apeructpuposans) [1, 12, 13].
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Xupyprudeckoe jedeHne 0one3nn BuibCcoHa 3akitodaeTcs B MPOBENCHUHM OPTOIMMYECKOM
TpaHCIUIAaHTAIMK TiedyeHu. [lokazaHusIMU K HEll SBISIFOTCS CIEIYIOIINE COCTOSTHUS: (QyITbMUHAHTHAS
MEYEHOYHAs] HEJOCTAaTOYHOCTh, HEI()(PEKTHUBHOCTh Tepaluu XeJaTopaMH MeOu B TEUYCHHE
HECKOJIbKUX MECSLEB y MAlUMEHTOB C JEKOMIIEHCUPOBAHHBIM LIUPPO30M IE€UEHH; BO3HUKHOBEHHE
MIPOrpeccupyrolell MeYeHOYHOH HeTOCTaATOUHOCTH MPU CAMOCTOATEIHLHOM MPEKPAICHUN JICYSHHUS,
MPOTPECCUPYIOLIUX U HEOOPATUMBIX HEBPOJIOTUIECKUX HapyIeHusx [1].

JluarHocTrka u Tepamnus 6o1e3H1 BuiibcoHa oCyIecTBISIOTCS Ha 6a3e crennuann3upoOBaHHBIX
CTAI[MIOHAPOB  TaCTPOIHTEPOIOTMYECKOro  (T€HaTojIOTMYecKoro)  mpoduias ¢ ydacTHEM
racTposHreposora (remaroyiora), oOQTaJIbMOJIOra, HEBPOJOra, IICHXO0JIOTa, TPAHCIUIAHTOJIOTA.
HeobxoauM peryssipHbIi KOHTPOJIb Ja0OpaTOPHBIX IOKA3aTeNieil: B TEYCHHE MEepBOrO MecsIa
TEparuy — eXKEHEJENIbHBIN, 3aTeM B TeUeHHe MepBOro roja HaOMIOIEHUS — eXeMecayHbll, nanee 1
pa3 B Tpu Mecsna. Crnennann3upoBaHHOE CTallMOHAPHOE HAOJIOJICHNUE OCYIIECTBIsIETCS 2 pas3a B TOI.
JlucniancepHoe aMOyaTOpHOE HAOIIOJCHUE 3aKII0UAeTCs B €KEMECSIYHONW KOHCYNIbTAllUY Teauarpa,
racTPOIHTEPOJIOTA TIPU MEYCHOYHOW M CMEIIaHHOW (hopMax, HEBPOJIOTA M TICUXOJIOTa MPHU HATUYHH
HEBPOJIOTUYECKUX U TICUXUYECKUX MPOSBIICHUSX 3a001eBanus [ 1].

C uenpi0 WUIIOCTPALUUA CIOXHOCTA JUAarHOCTUKU JaHHOW MaTOJOTUU TMpeACTaBisieM
coOCTBeHHOE KIMHUYECKOe HaOoaeHue 060se3un Bunbcona y nereit. [lox Hammm HabmoneHrEM
HAXOJWTCs JeBo4yka ¢ auarHo3oMm «bonesnsr Bunbcona-KonoBanoBa, abmomuHanbHas Qopma.
HeankoronpHas xupoBasi 001€3Hb IEUEHU: CTEATO3, CTEATOTeIaTUT.

Jlanaple aHamHe3a: pebeHOK oT 2 OepemMeHHOcTH 2 poaoB. Crapmuii peOCHOK B CEMbE
310poB. bepemMeHHOCTh MpoTeKana ¢ yrpo3oil mpepbiBanus B 1 Tpumectpe. Poabl cpounbsie. Macca
npu poxaenun 3320 r, poct 52 cm. Ilepros HOBOPOXXKIECHHOCTH MpoTeKan 0e3 0CcOOEHHOCTEH.
dusuyeckoe, HEPBHO-NICUXUYECKOE pPAa3BUTHE COOTBETCTBOBAIM Bo3pacTy. llepeHeceHHbie
3aboneBanus: OPBM 5-6 pa3 B roxm, BHEOONBHUYHAs ITHEBMOHHS, BeTpsHas OcCIHa.
AJIIEproJIOri4ecKuii ¥ HaCJAEACTBEHHBIN aHAMHE3 HE OTATOIIEH.

B Bo3pacte 5 5er mpu NpOXOXKAECHUU OOCIENOBAaHUS TMEpe] IUTAHOBOW omeparuen
(amenoTomueit) BIiepBbIe BhIsIBICHO MoBbIicHUE ypoBHI ATAT no 281 ME/n (6 nHopm), AcAT no
166 ME/n (3,5 Hopmbl). B cBSI3u ¢ 3TMUM pOAWTENN C AEBOYKON OOpaIlaIvch K TaCTPOIHTEPOJIOTY,
peKOMEeHI0BaH npreM ypocozae3okcuxoneBoi kuciotel (Y IXK) (ypcodanbk). Ha dhone neuenus
CYILLIECTBEHHOI'O CHM)KEHMSI YPOBHSI TPAaHCAMHMHA3 HE OTMEYAJIOCh.

PeGenok ObuT HampaBiieH Ha CTAllMOHAPHOE O0OCIIEIOBAHNUE B OT/ICJICHUE TaCTPOIHTEPOJIOTUN
I'V3 Kpaeas nerckas knuandeckas 6onpanina (KJAKB), r. Yura.

[Ipu o6cnenoBanuu aeBoukn B K KB B OmoxumMuyeckoM aHain3e KPOBU OIPEACISIIOCH
MOBBIIIICHUE YPOBHS TpaHcamuHa3 10 7 HopM. Metogom MDA obuapyxensl IgM, IgG x Bupycy
OumreriH-bapp (BObB), IgG k mutomeranoBupycy (CMV), IgG k xmamuausM, a Ipu IpOBEICHUN
[TIP o6unapyxxenst PHK B3b u Bupyca mpocroro repmeca (BII') 6 tuma Ge3 ompexneneHus
KOHIEHTpAaLUH.

[Ipu xommbroTepHOH TOMOTrpaduu OpraHOB OpIOIIHOW IOJIOCTH ONPEACISUICS >KUPOBOU
renaro3 neueHu 1 creneHu. [lpu mpoBegeHMH HEMHBA3WBHOI 31aCTOMETPUU TE€YEHH BBISBICHA
cragus ¢puodposza FO mo METAVIR. Ilo nanabM pudbpo33odaroractpoayoeHOCKONUU 00HApyKeH
MMOBEPXHOCTHBIN TaCTPUT.

PebGeHOK KOHCYNBTHPOBaH HMH(EKIMOHMCTOM M TEPEBEACH B KpaeBYl0 HHQEKIIMOHHYIO
00JBHUILY C IUAarHo30M «mnmTedH-bapp nHdekuus ¢ nperuMyIeCTBEHHbIM MOpakeHUEM IEUeHH,
cpenHeil creneHu TspkecTH. JKupoBoii remaro3 1 crenenu. ['eprnetuueckas nndexaus (Bl 6 tuna),
JATEHTHOE TEUCHUE.

B uHpexknmoHHOM cranuMoHape HadaTa MPOTHBOBHPYCHAs Tepamus IpernaparaMu
unrepdepona (Budepon), YAXK (ypcodansk). Ilpu moBropuom [P mccnenoBanmu KpoBH Ha
Bupycsl BOb u BIII" nonyden otpuriarenbHblil pe3ynbrat. OnHako Ha GoHE JIeUeHUsT COXPaHSIIUCh
MOBBIICHHBIC ITUGPBI TedeHOUHBbIX (hepmeHToB: ATAT mo 153,2-200 E/n, AcAT mo 51,4-63,6 E/n,
menounoit gocdarazsr go 687,2 E/n, ITTII no 55 E/n. BeisiBineno moBbimeHne C-peakTUBHOTO
oenka 1o 12-18 mr/m.
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C nenpro auddepeHInaTbHON TMarHOCTUKH HEMH(PEKITMOHHON MAaTOJIOTHH TICUeHU PEOCHOK
Ob1 mepeBeneH B otaeneHue ractposuteponoruu KJIKbB, rme mpoBoauiock uccienoBaHuEe Ha
HACJIe/ICTBEHHbIC allUI0NaTuH, OpraHUYecKHue auuaypud U JedeKThl MUTOXOHJpPUANBbHOrO Oera-
OKHCJIEHHsI, KOTOpOe TIOKa3zalo OTCyTcTBHE marosioru. OOcienoBaHHe HA TE€HETHUECKYIO
MIPEIPACIOIOKEHHOCTh K TEMOXPOMATO3y MYyTAllUU HE BBISIBUIIO, OOHAPYKEH FeHETUUYECKUN MapKep
LEIUAKUU C YMEPEHHOW KIMHMYECKOM 3HAa4uMMOCThIO. [Ipu umccienoBaHMM MHKPOIJIEMEHTOB MeEIb
CBIBOPOTKH orpenessuiach Ha ypoBae 0,507 mkr/r, nuHk — 1,83 Mkr/T, cenen — 0,083 mMkr/r. YpoBeHb
LepyJI0IUIa3MIHA OKazalcs B Ipezenax pegepeHTHbIX 3HaueHui (39,4 mr/mwn).

[Ipu ynbTpa3ByKOBOM HMCCIEAOBAHUU OPTaHOB OPIOIIHOM MOJOCTH OOHAPYKEHO YBEITUUYECHUE
u auddysnbie u3MeHeHHsT mapeHxuMbl neueHd. [Ipu mposegenunun Y3AIT cocynoB mnedeHH
MOKa3aTeIl TreMOIMHAMUKU ONPEEISITUCH B MPEJiesiaxX CPEAHUX BEIUYHUH.

HeBponorom nuarHoCIMpOBAaH CHUHIPOM HABS3UMBBIX JIBIKEHUH, CHHIPOM MBIIICYHON
TUIMOTOHUM; XUPYPTOM JMAarHOCTUPOBAaHA IUIOCKO-BAaJbI'yCHasi ycTaHOBKa crom. I[lpu ocmotpe
0()TaTEMOJIOTOM BBISIBIICHA MUOTIHSI CTTA00¥ CTETIEHH, MUOITMYECKUIN aCTUTMATH3M.

[Ipy 06bEKTUBHOM OCMOTpE OOIee COCTOSHUE PACLEHEHO KaK CpeJAHEW CTEMEeHM TSAKECTH.
AHTpPONIOMETPUYECKHE TI0Ka3aTelId COOTBETCTBOBANM Bo3pacTy. Ko)KHbIE MOKPOBBI OJeaHO-
pO30BbIE, MEepHOpOUTaIbHBIA 1HMaHO3. [lampnupoBanucek MeiiHbIe, MOAYETIOCTHBIE JUM(OY3IbI,
AMACTUYHOW KOHCUCTCHIMH, Oe300e3HeHHbIe. [laTonorum co CTOPOHBI KOCTHO-CYCTaBHOM
CUCTEMBI He Ompeaensiock. [lepkyTopHO Haja JIETKUMHU SICHBIN JIETOYHBINA 3BYK, MPU ayCKyJIbTallUU
B JIETKUX Be3uKyssipHoe nabixanue. YJ/| 20/munyty. ['paHunbl cepiaia B BO3pacTHBIX Ipelenax.
Tonsl cepama purmuunbie. YHCC 78/MuHYTY. ANNETUT HE HapymieH. SI3bIK BIAXXHBIM YHUCTHIM.
’Kusot yBenudeHn B oObeMe, MpU NalbNalMu MATKUH, 0e30one3HeHHbId. [leyens HIDKe pedepHOit
JyTH, Kpal 3JacTUYHBIA, O6e300me3HeHHbIA. [lanpnupoBaiics kpaii cene3enku. O0JIacTh MOYEK HE
u3MeHeHa. llokomaunBaHue 1O  KOCTO-BepTeOpanbHbIM  yriaMm  Oe30onezneHHoe. Cryn
odopmIieHHBIN. Mouenciryckanue cBo0ogHOe, 6€300Ie3HEHHOE.

[TatmenTtke guarHocTupoBaH «l'€maTUT HEYTOYHEHHOM H3THOJIOTMM BBICOKOW CTENEHHU
aKTUBHOCTH.

[IpoBonunace wuH(QY3MOHHAs, remaroTporHas Tepamus mnpenapatamu Y /XK, oanHako
a¢ddexra HE OBUTO, U IeBOUYKA ObLJIa HAMpaBiieHa B POCCHIICKYIO TETCKYIO KIMHUYECKYIO OOJIBHUILY
(PAKB) (r. Mocksa).

B PIIKB Takxe peructpupoBajcsi MOBHIIICHHBIH YPOBEHb MEUEHOYHBIX (hepmMeHTOB (Talur.
2), noeimenue AUTB no 44,10 cex (Hopma 25,4-36,9 cek), TpomObuHOBOTO BpemeHu 10 18,10 cek
(mopma 10,3-16,6 cex), 6eTa-1 rino0yIuHOB CHIBOPOTKU KpoBH 110 7,8 % (HOpMa 4,7-7,2%).

IIpn onpenenenun anTUTEN K TKaHeBoW TpaHcrmoramuHase IGA n IGG nosmyueHsl
pe3yabTaThl B npenenax pedepenTHbix 3HaueHui (0,748 U/ml u 0,471 U/ml, npu Hopme 0-10).

HccnenoBansl nokazarenn oOMeHa MeIu U 0OHAPYKEHO MOBBIIIEHUE CYyTOYHOM SKCKpEINU
Meau ¢ Mo4yor 10 98,6 MKI/CyTKHM M CHH)KEHHE ypPOBHS IiepyJoruiasmMuHa B KpoBu (13,4 mr/am, B
muHamuke 11,30 mr/m).

PeGenok ocmoTpeH odTanpbMoiIoroM: 00JacTh JuUMOa cierka pacmmpeHa. JlaHHbIX 3a
OTJIOKEHUE MUTMEeHTa B obnacTu 1uMba HeT. [Ipenomienue cpen, riaazHoe AHO 0e3 U3MEHEHHUH.

B cBs3u ¢ u3MeHeHMAMH B TOKa3zarensx oOMeHa Menu IMPOBEACHO MOJIEKYJISPHO-
reHernyeckoe wuccienoBanue obpasna JIHK ¢ wmempio moucka Hambornee YacThIX MATOTEHHBIX
BapuantoB TeHa ATP7B (c/3207C>A, c/ 2532dela, ¢/3402 delC, c¢.2304incC, c¢.1770insT
[c.3942delCA, 3947delG], c.3036_3028delTCA, c.1340 1343del4, c.3649 3654delo6,
¢/3627 3630del4, c3036insC, ¢.30291insT), orBeTcTBeHHOTO 32 O60Je3Hb Bunbcona — KonoBanosa. B
pe3ynbTare aHaiuu3a OOHapYKEeH MaToreHHbIl BapuanT ¢/3207C>A B reTepo3UroTHOM COCTOSTHUM.

Ha ocHOBaHMM HMMEIONIMXCS MaHHBIX JUAarHOCTHpOBaHa Ooiyie3Hb Bunbcona-KoHoBanosa,
abnomuHanbHas ¢opma. [lokasaHuit K TPOBEICHHIO MYHKIMOHHON OHONCHHM TI€YEHU HE
OTIpe/IeIICHO.

bosuno Havato neuenne D-nennnuiminamMuHoM (KynpeHun) 125 mr 1 pa3 B 1eHb B TeueHue 3-x
JHEW, 3aTeM 103y MOCTENEeHHO YBEJIMYWJIA 110 375 Mr B CyTKH. J[OMOJHUTEIBbHO NalMEHTKA
nonyyana Y JIXK (ypcodanbk) 125 mr 2 pa3a B AeHb U IUPUIOKCHH 10 MTI' B CYTKH.
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Ha ¢one neueHus 3apeructpupoBaHa IOJOXKHUTENbHAs JUHAMUKA B OHMOXMMHYECKHX
MoKa3aTeNsiX KpPOBH: YMEHbIICHHE CHHApOMa IMTONM3a, Xxonecraza (Tabm. 2). Ormeuanach
XOpollas NEPEeHOCUMOCTh D-neHnunuiaMuHa.

Tab6muma 2

JluHaMuKa nokasarenel o0Iero aHaian3a KpoBy, OMOXMMUYECKOTO aHaIU3a KPOBU

Ha (poHe Tepanuu D-neHHnInIaMHHOM

IMoka3zareanb IIpu nocrymiennu B PIKb ‘lepes 2 nenen na gone
JiedeHnst J-neHn HIJIaAMHHOM

AnAt (ME/n) 244,60 132,90

AcAt (ME/n) 166,50 82,80
Ilenounas docdaraza (ME/n) 484,00 391,00

I'TTII (E/n) 72 61
I'emornoOuH (/) 127,0 122,0
Dputpouutsl (10*'%/1) 4,90 4,82
Jledikorrel (10*°/m) 6,58 7,58
TpomGorwts (10*°/m) 492,0 440,0

COD (mm/9) 8 15

PeGenok Beimucan u3 PJIKB B cTaOMIBbHOM COCTOSHUU C PEKOMEHIAIUEH MOCTOSHHOTO
npuema D-nenunmuiamuHa B 103€ 250 MT B CyTKHM 2 pas3a B JIEHb C KOPPEKIMEH 103bl U3 pacuera
20 MI/KT B CyTKH 110J1 KOHTPOJIeM OOIIIero aHajiu3a KpoBH, 00IIero aHain3a Mo4H 1 pa3 B Mecsl.

B karamHe3e B TedyeHHE MOCIEAYIOMUX 2 JIET CAMOYYBCTBHE JE€BOYKH XOPOIIEE, COCTOSTHUE
crabmibHoe. IlepeHocuMocTh D-neHunminamMuba yoBIeTBOPUTENbHAS, TOOOUHBIX 3(dekToB He
Habmonanock. B auHaMuke moka3arenu OWOXMMHYECKOTO aHajn3a KpOBH, KOaryJiorpaMMbl,
OOIICKIMHUYECKUX aHAIHM30B OMPECISIINCh B MpeesiaXx HOPMBL. YIBTPa3ByKOBOE HCCIIEIOBAHUE
OpraHoB OpIOIIHON MOJIOCTH MAaTOJOTMHM He BBISBIIIO. PeOEHOK KOHCYIbTHPOBAaH HEBPOJIOTOM,
OKYJINCTOM — MAaTOJIOTUHU IIPH OCMOTPE HE BBISIBICHO.

Obcy:xknenne. [lpencraBieHHOE KIMHUYECKOE HAOJIOICHHUE JOTMOJHSAET HMMEIONIUECsS B
TuTepaType NaHHble 0 Oone3HH BuIbCOHA W EMOHCTPHUPYET CIOXKHOCTh JUATHOCTUKU JTaHHOU
MIaTOJIOTUH.

I'enetnueckoii ocHoBol 3abonieBaHusi sBisieTcss myTtanus reHa ATP7B, komupyroriero
MenpTpaHcnoptupyromyto ATd-azy. VYV naHHOW NalNMEHTKH BBISIBIEH NATOTE€HHBIM BapUAHT
¢/3207C>A B reTepo3uroTHOM COCTOSIHHH.

CornacHO JaHHBIM  JIMTEPATypbl, KIMHUYECKHE MPOSBICHUS 3a00JeBaHMs  yalle
neOrTHpyIoT B Bo3pacte 11-25 ner. 3aboneBanne y A€BOYKU MPOTEKAIO OECCHMIITOMHO, BBISIBICHO
KaK «CciIy4ailHast HaxoJlka» IpHU IUIAaHOBOM O0CIJIeJOBAaHUU B BO3pacTe 5 JIeT.

Knunuka 3a0oneBanus ornvcaHa B MHOTOYHCICHHBIX HAYYHBIX MyOIHKAIUAX U JTOCTATOYHO
MHororpanHa. [[yisi faHHOW 0OJI€3HM XapaKTEepHBI MPEXKAE BCETO MEYECHOYHBIE U HEBPOJIOTHYECKHE
MPOSIBJICHUSI, @ TaKXKe ICUXUYECKHE PaCCTPOMCTBA, JI€PMATOJIOTMUYECKUE, TIeMaTOJIOTMYECKHE,
MoYeyHble, OPTATEMOJIIOTHYECKUE, YIHIOKPUHHBIE, CEPJIEYHO-COCYAUCTHIE U MBILIECYHbIE CUMITOMBI.
VY naHHOU MAallMeHTKH OTMedasach MEYEeHOYHAsh CUMITOMAaTHKa B BHje remnatuta. OOHapyXeHHE
BUpYcOB OHIITEHH-bappa, BHpycOB reprmeca NpUBEIO K TOMY, YTO CHHAPOM IIMTOJIM3a B
OMOXMMHYECKOM aHaIIM3e KPOBU TPAKTOBAH KaK MPOSBICHUE HHPEKIIMOHHOTO TeIaTUTa.

OTtcyTcTBHE TOJOKUTEIBHOW AMHAMHUKM Ha (DOHE JIeYeHHsS TOCTaBWJIO IOJ COMHEHHE
JaHHBIA UArHO3, MOCIYXWIO TPUYHMHOU TuddepeHInalIbHON AMATHOCTUKY HEWH(EKIIMOHHBIX
3a0oneBanuii neueHu. HopmanbHble moka3aTenu ypoBHS LiepyJioIUia3MHHA B Je0r0Te 3a0051eBaHUs
3aTpyIHUIN TUATHOCTUKY Oonie3Hr BuibcoHa.

B nocneayromieM BbISIBICHHE MOBBILIEHUS CYyTOYHOM 3KCKPEUUHA MEIU ¢ MOYOM, CHUKEHUS
YPOBHS IEPYIOIUIa3MUHA, OOHAPYKEHUE MATOTCHHONW MYTAIllUU MPU MOJEKYISIPHO-TeHETUYECKOM
HCCIEA0BAHUM TO3BOJIMJIM BBICTABUTH KIMHWYECKHU nauarHo3 «bone3np Buibcona-KonoBanoaa,
abnoMuHanbHas GopMay.
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BannpHas olieHKa cOryiacHO IIKaJie JUArHOCTUKHU 0oje3Hu BuibcoHa cocTaBwia 3 6ajia, 4To
COOTBETCTBYET «BEPOSITHOMY TUarHosy». llatorenernueckas repanusi D-neHUIIMIUTAMUHOM TpUBEIa
K CTaOMJIM3aIMKA COCTOSTHUS TAIIMCHTKH, HOPMAaJTU3alliy TToKa3aTesiel IEYeHOYHbBIX (DEpMEHTOB.

OCOOEHHOCTBIO MPEICTaBICHHOI0 HAOMIOACHHUS ABIsIeTC OOHApy)KeHUE TIpU 00CIeIOBaHUT
metogamu [ILP BupycoB Duimrelin-bappa, BUpycoB repreca, BbIABICHHBI HOPMaJbHbIA YPOBEHb
nepysomia3MuHa B 1e0rore 3adoneBanus. OTMEUEHHOE 3aTPyAHUIIO CBOCBPEMEHHYIO JHATHOCTHKY
0ose3Hn BuibcoHa y JaHHOM MaiMeHTKY.

Pannsis nuarHocTuka, IMETOTEpanusl U MAaTOTEHETUYECKOE JICYCHHUE MO3BOJSIOT YIYyUIIUTh
KA4eCTBO KU3HU JeTel C TaHHOM NaTOJIOTHUEN.

UccaenoBanue He MeJ10 GUHAHCOBOM MOJIEPKKHU

ABTOPBI 3aBJSIIOT 00 OTCYTCTBUM KOH()IUKTA HHTEPECOB.

CgBeeHusi 0 BKJa/ie KaXKJ10ro aBTopa B padory:

EmenssinoBa O.H. — 35 % (pa3zpaboTka KOHIENIMU W JAW3aliHA HMCCIEIOBAHUSA, aHAIHU3
JUTEpaTyphbl N0 TEME HCCIIEOBAaHUS, HAMCAHHE TEKCTa CTATbU, YTBEP)KICHHE OKOHYATEIHHOTO
TEKCTa CTaThH).

Jysuna E.B. — 35 % (pa3paboTka KOHIENIMM U Ju3ailHAa HCCIENOBAaHUS, aHAIHU3
JUTEpaTyphl MO TEME HCCIIECIOBAaHUS, HAyYHOE PEAaKTUPOBAHUE, TEXHUYECKOE peIaKTUpPOBAHUE,
YTBEPKICHHE OKOHYATEIHHOTO TEKCTA CTAThH).

Bopoeuk H.H. — 10 % (pa3paboTka KOHIENIUN U TU3aifHa HCCIEeI0BaHUs, COOp NaHHBIX,
aHaJIW3 U UHTEPIIpETalHsl JaHHBIX, YTBEP)KICHHE OKOHYATEILHOTO TEKCTa CTaThH).

Kamuakuaa T.B. — 10 % (pa3paboTka KOHIENUIMM M AW3aliHA WCCIEAOBAaHUS, aHAIU3
JUTEPATyphl [0 TEME UCCIIEOBAHUS, YTBEPKICHHE OKOHYATEIbHOIO TEKCTA CTAThH).
Yapanuna C.A. — 10 % (pa3paboTka KOHIENIMHM W AHW3aiiHa HCCIICAOBAaHUS, AHAIN3

JUTEPATYpPHhI 110 TEME UCCIIEIOBaHUS, YTBEPKICHHE OKOHYATEIbHOTO TEKCTA CTaThH).
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