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Pezrome. B cmamve 0000wenvt Oanuvie aumepamypvl 0 pedkou namoaocuu — OoaesHu Bunvcona
Konosanosa y oemeil. O030p unmiocmpuposan cOOCMEEHHbIM KIUHUYECKUM HAOIOCHUEM CLONCHOU
OUACHOCIMUKU U yCcneuwrnoco Jevyerus 0esouku ¢ OaHHbiM 3abonesanuem. Y nayuenmku bonesns
Odebromuposana Kak eenamum ¢ OOHapyycenuem e6upycog Ouwmeln-bappa u eepneca 6 muna.
Coxpansirowuiicss CUHOPOM YUMOU3A NOCIe HNPOBEOCHHOU NPOMUBOGUPYCHOU mepanuu  00yCcio6ul
Heobxooumocms Oug@epeHyuanrbHoU OUASHOCMUKY HeUHDEKYUOHHOU namonozuu nedeHu. BboisdeneHHble
HapyweHus oOMerHa Mmeou, HUSKULL YPOBEHb YePYIONLAZMUHA, MOJIEKVIAPHO—2eHemUYecKoe Ucciedosanue
no3eoiusiu  ymoviHumb OUAHO3 U HA3HAYUMbL NAMO2EeHeMmu4yecKoe JiedeHue. Hpe()cmaeﬂeimbzﬁ czzyttazi
oonoansem umerowuecs 6 aumepamype oannwvle no bonesnu 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. lIdentified 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 Bunbscona-KonoBanoBa (remarouepeOpaibHas AUCTPOUS) SBISETCS PEIKUM
HACJIEICTBEHHBIM 3a00JIeBaHHEM, OOYCJIOBJIEHHBIM HapylleHueM oOMeHa Meau ¢ H30bITOYHBIM
HAKOILJICHUEM e¢ MTPEUMYIIECTBEHHO B HEPBHOM CHCTEMe U neueHH [1].

Brnepssie renatonepedpanpHas quctpodus ommcana C. Westfal (1883), A. Strumpell (1898)
U Ha3BaHa IICEBJIOCKJIEPO30M H3-3a CXOJICTBA KIMHMUYECKON KapTUHBI C pacCEsIHHBIM CKJIepo3oM. B
1902 rony B. Kauser, a B 1903 roxy B. Fleisher BnepBeie oTMETHIIN OTJIOKEHHs 3€JIE€HOBATO-
Oyporo mNUrMeHTa y TMOAOOHBIX NAallMeHTOB, Ha3BaHHBIE BIIOCIEACTBUU KonbllaMu Kaiizepa-
@neitmepa. B 1912 romy amepukanckuii HeBpoiyor S. Wilson manm moapoOHoe omnucaHue
KJIIMHUYECKOW U MaTOJIOT0aHATOMUYECKONW KapTHHBI HOBOTO 3a00JIeBaHUS C OPaKEHUEM TeUeHU U
HEpBHOM cucTeMbl, Je0l0ToM B MoyogoM Bo3pacte. OH oOxapakTepu3oBal ee Kak
MPOTPECCUPYIONTYIO JIEHTUKYJISIPHYIO JIET€HEPAII0, COUYETAIOILIYIOCS ¢ HUPpo30M TeueHn. B 1921
rogy aBcTpuiickuii Bpau [amnp o0beauHmn ncenockiepod  Becrdams-Iltpromnens wu
JEHTUKYJAPHYIO JlereHepanuio BuiabcoHa B oaHO 3a0oieBaHME€ — TeNaTOJEHTHKYJISIPHYIO
JereHepanuio. [2].
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B nanpHeiimem otedecTBeHHBIM HeBposior H.B. KoHOBanoB 3HaYMTENBHO pacIdupuil
NpPEJCTaBICHU O NAaTO(PHU3UOJIOTHM, NMATOreHe3e M KIMHUKE JaHHOM IaToJIOTHH, pa3padoTal
knaccudukanuio 6oesnu (1948 — 1960 rr.) [3].

B 1956 romy Walshe BwisiBun xenupyroomuii 3¢dexkt D-neHunmmiamMuHa, YTO
CIOCOOCTBOBAJIO YIIYUIICHUIO KadyecTBa JKU3HHU MAIlMEHTOB ¢ Oosie3Hblo Buibcona. B 1974 rony
Frommer ycranoBui HapymeHus OninnapHoil sKckpeuuu menu, a B 1985 roxy Frydman c rpynmoi
YYEHBIX OTKPBUIM MyTaHTHBIN I'eH, IeTePMUHUPYIOIIUN pa3BUTUE TaHHOTO 3a0oeBanus [2].

Tun HacienoBaHus — ayTOCOMHO-PELICCCUBHBIN. J[aHHAs maTrosorus CBsi3aHa ¢ MyTauuen
rena ATP7B, nokanu3oBanHoro Ha JuimHHOM Iwiede 13 xpomocomsl (13q14.3-021.1). B HacTosiiee
BpeMsl M3BeCTHO mpuMepHo 500 myTamuii 3Toro reHa, u3 KOTOpeIX 380 HACHTH(PHUIIMPOBAHBI B
naTorenese 3aboneBanust [4].

I'en ATP7B skcnpeccupyercsi B IEYEHH U KOJUPYET MeAb-TpaHcnoptupyomryo ATd-azy.
B pesynbrare nedexra reHa npoucXoauT CHIKEHUE (YHKIIUH 3TOro (epMaeHTa, YTo MPUBOJIUT K
YMEHBUICHUIO TemaroOMIMapHOi SKCKpeIMH MEAW W HapyIIeHUIO BCTPAaUBaHHUA MEAU B
epysaoIIa3MuH. JTO, B CBOIO O4Ye€pe/lb, MPUBOIUT K HAKOIUICHUIO MEAU B Pa3IMYHBIX OpPraHax U
TKaHSX M BBI3BIBAECT X TOKCHYECKOE MOPAKEHUE, YTO 00YCIIaBIMBAET KIMHHYCCKUN TOTUMOP(H3M
6one3nn Bunbcona-Konosanosa [1, 3, 5].

3aboneBanue Bcrpedaercs ¢ yactorodl or 1 : 30000 mo 1 : 100000, mpu 3TOM yacToTa
reTepO3UrOTHOTO HOCUTENBCTBA MaToJorndyeckoro rena cocrasiseT 1 : 90. PacnpoctpaneHHOCTh
00JIe3HU BBINIC Cpeau eBpeeB-amkeHasu, B Smonuu, Kwurae, Hpamne, ﬁeMeHe, WUpnangnu, Ha
octpose Capaunus [6].

Cpennmii Bo3pact jacOrora Oone3nn Buibcona cocraBisier ot 11 mo 25 mer. HamGonee
paHHUI BO3pAcT TMOSBICHHS HEBPOJOTWYECKOW CHUMOTOMATHKHU omucaH y peOeHka 4 Jer,
NeYeHOYHOM — y pebenka 2 sert [1].

Manudecrauust OoniesHu BuibcoHa MOXET MNpPOTEKaTh Kak OCTPbIH (yJIbMUHAHTHBIN
TCeIIaTUT, COMPOBOXKIAIOIIMICS KoaryJjomnartued, 3Hiedamonarueld, TeMOJIMTHYECKON aHEMHEH,
MEYCHOYHOKIICTOYHOM ¥ TTOYEYHON HEJOCTATOYHOCTHIO C BHISIBJICHHEM IOBBIIICHUS YPOBHS MEAH B
CBIBOPOTKE KpOBM U Moue. [Ipm 3TOM KIMHUYECKas KapTHHAa XPOHUYECKOrO TIernaruTa Majlo
OTJIMYUMA OT MOPAXKEHUS MEUSHHU APYTOoN 3THOJOTHM U 0e3 MaTOreHeTUYeCKOM Tepanuy NpUBOJUT
K (hOPMHUPOBaAHHUIO IIUPpo3a nieuenu [7, 8].

HeBponorunueckue HapylieHHUs] TPOSBIAIOTCS B BUAE SKCTPANUPAMHUIAHON CHUMIOTOMATHKU:
aTakcusi, TPEMOp, AKWHETUKO-PUTHAHBIA CHUHJIPOM, AUCTOHMYECKHH CcHHIpoM. OmnucaHbl Takxke
MUTPEHHU, TOJIOBHBIE 00, SMUJIENTHYECKHE MPUCTYIIBL. [Icuxuueckue paccTpoiicTBa MPOSBISAIOTCS
KOMITYJIbCHBHO-UMITYJIbCUBHBIM TIOBEJICHHEM, arpeCCHBHBIMHU peaKIusiMHU, (POOUSIMH, MaHUIMHU,
MICUX03aMH, CHI)KEHUEM KOTHUTUBHBIX (YHKIHIA [9].

[TaTOrOMOHUYHBIM TNPU3HAKOM SIBISIETCS OOHApYXEHHE MKEJITO-KOPUYHEBOI'O KOJIbLIA TIO
nepugepun porosuisl (konbla Kaitzepa — ®neiimepa).

YV HEKOTOpbIX MAIMEHTOB MOXET HaOJI0/IaThCs 33/€piKKa MOJIOBOTO Pa3BUTHUs, aMeHOpes,
TUHEKOMACTHUs, OXXUPEHHUE, THUPCYTU3M. JlepmMaTolornueckue CHUMITOMBI MPOSIBISIIOTCA B BHJE
TUIEPIUTMEHTAlUU KOXH, TOJIyObIX JTYHOK Y HOTTEBOTO JIO’Ka, COCYUCTON mypnypsl. M3MeHneHus
CEpACYHO-COCYIUCTOM CHCTEMBI OINPEACHAIOTCA KakK apUTMHM, KapJIMOMHONATHH. Y YacTH
MAlMEHTOB MOXET OBbITh BBISIBJIEHA IaTOJIOTUS MOYEBBIICIUTENBHON CHCTeMbI (HedponuTuas,
CHIDKEHHE KITyOOUYKOBOH (PMIIbTpAlii), KOCTHO-MBIIIEUHOW CUCTEMBI (OCTEOMAISIINSA, OCTEONOPO3,
apTpaJIruu), IpU3Haku HexoctaTogHocTr muTanus [10, 11].

JuarHoctuka Oone3Hn BuibcoHa OCHOBaHAa Ha COYETAHWU KIMHUYECKUX CHUMIITOMOB,
JAHHBIX JTA0OPATOPHOTO OOCIIEIOBAHUS U MOJEKYISPHO-TEHETHYeCKOTo TectupoBaHus. B 2005
rofay yTBep)kJIeHa OanibHas IKana JquarHocTuku 3adonesanus (Tabxn. 1). CormacHo mikane, mpu
cymmMme OaisioB 4 u Oosee ompesensercss BbICOKas BEpOSTHOCTh Oojie3HW Buibcona; mpu cymme
6amtoB 2-3 ©0JIe3Hb CUMTAETCsl BEPOSTHOM, HO TpebyeTcs aajibHellnee oOcael0BaHue MAIUeHTa,;
npu cymme OamioB 0-1 1uarHo3 COMHUTENbHBIH [1].
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Tabnuua 1
Bapuas mkana quarsoctuxu 6osesnu Bunscona - Konosanosa
I CumMnToMbl Bamisl
1 Komeia Kaifzepa — @mefimepa:
- IPUCYTCTBYIOT 2
- OTCYTCTBYIOT 0
2 Heiiponcuxuarpuueckas cumnromaTrka (u3menenust Ha MPT):
- IPUCYTCTBYET 2
- OTCYTCTBYET 0
3 KymOc — HeraTuBHast aHeMus:
- IPUCYTCTBYET 1
- OTCYTCTBYET 0
1 JlabopaTopHBbIe TeCThI
1 OKCKpenus Men ¢ MOYOM:
- HOpMa 0
- 1-2 HOpMEBI 1
- Ooxee 2 HOpM 2
- HOpMa, HO YBeJIU4eHue OoJiee S HOpM mpu npode ¢ 2
NEeHUIUTMHAMIHOM
2 KomnnuyectBeHHOE Meau B OHOIITaTaX [EYEHHU:
- HOpMa -1
- 50-250 Mxr/T 1
- bonee 250 MKT/T 2
3 PomamuH — MO3WTUBHBIE TeMaTOUUTH (IIPU HEBO3MOXXHOCTH KOJIMYECTBEHHOTO
oTpesieNICHNsI MEU B TTEYECHH):
- IPUCYTCTBYIOT 0
- OTCYTCTBYIOT 1
4 YpoBeHb 1epyIoIIa3MHHA B CHIBOPOTKE KPOBH (Tipu HOpMe Ooitee 20 Mr/m)
- HOpMa 0
-10-20 1
- menee 10 2
111 | MoJsiekyJsipHO-TeHeTHYECKOE HCCIeN0BaHUe (BbISABJIeHHEe MYTAlUMii TreHa
ATP7B):
- TOMO3HI'0Ta, KOMITayH]] — TeTePO3UT0Ta 4
- FeTepo3UroTa 1
- MyTanui He 0OHAPYKEHO 0

B nacrosimee BpeMs ucrnonb3yercs kiaccudukanus Oone3Hu Bunbcona, npemioxxenHas J.
Walsh, ocHoBaHHas Ha KJIMHUYECKUX MpPOSBICHUAX 3a0oieBaHus. CorylacHO e, BBIIENSIOT
o6eccumnToMHYI0 hOpMYy, TIedeHOUHYIO (hopmy, 1IepedpabHyI0 PopMy, CMEIIAHHYIO (GOpMY.

Kpome »3TOro, B OTEUeCTBEHHOM MeIuIMHE MpUMeHseTcs Kiaccupukanus H.B.
Konosanora. [lo nmanHoW knaccuduKkanuu ompenemnstoTcs OprommHas (adgomuHanbHas) dopma,
PUTHAHO-aPUTMOTUIIEPKUHETHYECKAs] WM paHHAA (opma, JApoxkaTelnbHO-puruaHas ¢opma,
AposkaTensHas popmMa, SKCTparnupaMuIHO-KopkoBas hopma [1].

Jleuenne nanMeHTOB ¢ Ooyie3HBbIO BHIbCOHA MPOBOAMUTCS C IMOMOIIBIO JUETOTEpANHH,
MEANKAMEHTO3HOIO0 U XHUPYPrHUUYecKoro JiedeHus. Jlueroreparvs 3aKiIioyaeTcsi B HMCKIIOUEHUU
MPOAYKTOB C BBICOKUM COJIEp>KaHHEM Melu (T1e4eHb, KPEBETKH, OPEXH, IIIOKOJIAd, TPHUOBI).

[Ipemapatom BbIOOpa Tmpu JiedyeHHUH Oone3sHn Bunbcona sBiugercs D-nenununnamus.
JlaHHBIN TpernapaT MOOMIM3YET Me/b U3 MEeUSHH M JIPYTMX OPraHOB M YBEIMUYUBACT €€ MOUYEBYIO
9KCKPELUIO, a TAKXKE€ MHAYLHUPYET CUHTE3 METAIUIOTHOHMHOB. HauanbsHele 10361 cocTaBisaoT 250-
500 mr/cyTku ¢ ocTeneHHbIM yBenuuenueM Ha 250 mr 1o nedebHoii 10361 1000 — 1500 Mr/cyTkw.
Jnsa nereit no3a npemnapara coctanisieT 20 Mr/kr/cyTku. B kauecTBe aibTepHaTUBHON Tepanuu Npu
IUI0X0H mepeHoCcUMOcTH D-neHunumuiaMuHa peKoOMEHyeTcsl MCIOJIb30BaHNe MpenapaToB LUHKA
(cynbdat, okuch, aneTar LMHKA). Takke B JEUEHUU AAHHON MaTOJOTHMH MOTYT HCIOJIb30BaThCS
TPUEHTHH U TETPaMOIHOIaT aMMOHHMs (Ha Teppuropun PO He 3apeructpupoBansi) [1, 12, 13].
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Xupyprudyeckoe jedeHue 0osie3Hn BuiibcoHa 3akiioyaeTcsi B MPOBEACHUU OPTOMUYECKON
TpaHCIUIAHTAIMU Me4eHu. [loka3aHusIMHI K Hell SBIAIOTCS CIEAYIONe COCTOSHUS: (PyIbMUHAHTHAS
MEYCHOYHAsT HEJOCTATOYHOCTh, HEI((EKTUBHOCTh TEpamuu XelnaropaMd MeAu B TeUeHHe
HECKOJIbKUX MECSILEB Y NALMEHTOB C JIEKOMIIEHCUPOBAaHHBIM I[MPPO30OM II€YEHU; BO3ZHUKHOBEHUE
MIPOrpeccUpyroleil MeYeHOYHON HEeJOCTATOYHOCTU MPU CAMOCTOATEIHLHOM MPEKPAIICHUN JICUCHHUS,
MPOTrPECCUPYIONIMX M HEOOPATUMbBIX HEBPOJIOTHYESCKUX HapyIeHusx [1].

JuarHocTtuka u Tepamnus 601e3H1 BUiibcoHa OCYyIIECTBISIOTCS Ha 0a3e crenualn3upOBaHHBIX
CTallMOHAPOB  TACTPOIHTEPOJIOTUYECKOTO  (TEMmaToJiorn4eckoro)  mpodwiss C  ydacTHeM
ractposHreposiora (remartosora), odrTaabMoiora, HEBpOJIOra, IICHXOJOra, TPAaHCIUIAHTOJIOrA.
HeobxoauM peryssipHbIii  KOHTPOJIb J1a0OpaTOPHBIX IOKA3aTeNiei: B TEUCHHWE MEpBOIO MecsIa
TEparuu — eXKEHEJENIbHBIM, 3aTeM B TeUeHHE MepPBOro roja HaOMIOIEHUS — eXeMeCcauHbll, nanee 1
pa3 B Tpu Mecsna. Crnennanin3upoBaHHOE CTAIlMOHAPHOE HAOIIOACHUE OCYIIECTBISETCS 2 pas3a B IO/,
JucniancepHoe aMOyaTopHOe HAOIIOACHUE 3aK/II0UAeTC B €KEMECIYHON KOHCYNbTAllUY Meauarpa,
racTPOIHTEPOJIOTA MPH MEYEHOYHOW M CMEIIaHHON (opMax, HEBPOJIOTa M MCUXOJIO0Tra IpU HATUYHH
HEBPOJIOTUYECKHUX U TICUXUYECKUX MPOsBICHUAX 3a0oneBanus [1].

C uenpl0 WUIIOCTPALMU CIOXHOCTU JMArHOCTUKM JAaHHOW NATOJOTHH IPEACTaBIIsEM
COOCTBEHHOE KIIMHWYEeCcKoe HaOmoaenue 6ose3nu Bunbcona y nereit. [log nHamum HabmoaeHuEM
HAXOAWTCS JeBOouka ¢ amarHo3oMm «bomesnp Bunbcona-KonoBanoBa, abmomuHanbHas ¢opma.
HeankoronbHas xupoBasi 00J1€3Hb MIEUEHU: CTEATO3, CTEATOTeaTUuT.

Jannbpie anamne3a: peOEHOK OT 2 OepemeHHOCTH 2 pojaoB. Crapmiuii peOEHOK B CEMbE
310poB. bepeMeHnHoCTh MpoTeKaa ¢ yrpo3oit npepbiBanus B 1 Tpumectpe. Poasr cpounsie. Macca
npu poxaeHun 3320 r, poct 52 cm. Ileproa HOBOPOXKAEHHOCTH IpoTEKad 0€3 0COOEHHOCTEM.
duzuyeckoe, HEPBHO-TICUXUYECKOE PAa3BUTHE COOTBETCTBOBAIM Bo3pacTy. llepeHeceHHble
3aboneBanus: OPBU 5-6 pa3 B T104, BHEOOJNBHWUYHAS TTHEBMOHHUS, BETpsSHAs OCIA.
Anneprosiornueckuii U HaclIeJACTBEeHHbIN aHAMHE3 HE OTSTOILEH.

B Bospacte 5 et mpu TPOXOXKACHWM OOCIICIOBAHHS IEpe]l TUIAHOBOW OIeparuei
(amenoromueii) BriepBble BbIsIBIECHO MoBhIIIeHHE YpoBHI ATAT mo 281 ME/n (6 HopMm), AcAT no
166 ME/a (3,5 nopmsl). B ¢B31M ¢ 3TUM poauTenu ¢ JeBOYKOW oOpaliainuch K racCTpO3HTEPOJIOTY,
pexomeHoBaH npueM ypocoaezokcuxoneBoit kucnotsel (YXK) (ypcodansk). Ha ¢one neyenus
CYILIECTBEHHOI'O CHUKEHMSI YPOBHS TpPaHCAMUHA3 HE OTMEYAJIOCh.

PebeHox ObLT HampaBiieH Ha CTallMOHApHOE 00CIIEZIOBAaHUE B OT/I€IIEHUE TaCTPOIHTEPOJIOTUI
I'Y3 KpaeBas nerckas knunnyeckas 6onpauna (KJAKB), r. Yura.

ITpu o6cnenoanuu aesoukn B KJIKB B OmoxumuuyeckoM aHallu3e KPOBHM ONPEIEISIOCH
MOBBINICHUE YPOBHS TpaHcamuHa3 10 7 HopM. Merogom MDA obnapyxensr IgM, IgG k Bupycy
OumrreitH-bapp (BOB), 1gG k uuromeranosupycy (CMV), IgG k xnmamuausM, a npu MpoBeACHUU
I[P o6napyxeust PHK BOb u Bupyca npocroro repmeca (BIII)) 6 tuna 6e3 ompeneneHus
KOHIICHTpPALUH.

[Ipu xomMIbpIOTEpHON TOMOTrpauu OpraHOB OPIOLIHOW MOJOCTU OIpEnessuics >KUPOBOU
rernato3 neueHu 1 crenenu. [Ipu mpoBeneHHMM HEMHBA3MBHOM 3J1aCTOMETPUM TEUEHH BBISBICHA
craaus puodpoza FO mo METAVIR. Ilo nanubim pudposzodaroractpo1yoIeHOCKONIUNA OOHAPYKEH
MOBEPXHOCTHBIN T'aCTPHUT.

PebGeHOK KOHCYJIbTUPOBaH MH(PEKLIMOHHCTOM M TEPEBENEH B KpPaeByl HHQPEKIHNOHHYIO
OOJIbHUILY C UarHo3oM «OmuTeiH-bapp nH}ekuns ¢ nperuMyIecTBeHHbIM OPaKEHUEM MEUEHH,
cpenHeil creneHu TsxecTd. JKuposoii renaro3 1 crenenu. ['epnernueckast undexkuus (BI' 6 tuna),
JATEHTHOE TEUYCHHUEY.

B wuHpexkunoHHOM cTalMoHape HayaTa MPOTMBOBUPYCHAsh Tepamusi Mpenaparamu
untepdepona (Budepon), YAXK (ypcodansk). [Ipu mosroprHom I[P mccnemoBanuu kpoBu Ha
Bupychl BOb u BIII' nonyden orpunarensHeiii pe3ynbrar. OqHako Ha (HOHE JISYeHHs] COXPAHSITUCH
MOBBIIIEHHBIE IUPPHI TedeHOUHbIX (hepMeHToB: ANAT mo 153,2-200 E/n, AcAT no 51,4-63,6 E/n,
menouHort docdaraszel g0 687,2 E/n, I'TTII no 55 E/n. BeisiBaeHo moseiieHue C-peakTHBHOTO
Oenka 1o 12-18 mr/m.
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C nenpro auddepeHnaTbHON TMarHOCTUKA HEMH(EKITMOHHON MMaTOJIOTUN TeYeHH PeOSHOK
Ob1 mepeBeneH B otraeneHue ractposnteponoruu K/IKbB, rme mpoBoauiock HCClieOBaHUE Ha
HACJIECTBEHHbIC alUAONATUH, OPraHMYECKHE alUIypud U Je(eKTbl MUTOXOHIpPUAIBHOIO Oera-
OKHCJIEHHsI, KOTOpOe TIOKa3alo OTCyTCTBUE marosoruu. OOcieoBaHHE HAa T'eHETHYECKYIO
IPEAPAcIIOIOKEHHOCTh K TeMOXpOMaTO3y MyTalluu HE BBIIBUJIO, OOHApYKEH I'eHETUYECKUI MapKep
LEIUAKUU C YMEPEHHOW KJIMHHMYECKOM 3HAa4MMOCThIO. [Ipu mcciienoBaHuMM MHMKPOJIEMEHTOB MEIb
CBIBOPOTKH orpenessuiack Ha ypoBae 0,507 Mkr/r, nuHK — 1,83 Mkr/T, cenen — 0,083 mMkr/r. YpoBeHb
HepyJIoia3MiuHa OKa3aycs B mpezenax pedepeHTHbIX 3HaueHui (39,4 Mr/mn).

IIpu ynpTpa3ByKOBOM HCCJIEIOBAHUN OPraHOB OPIOLIHOM MOJIOCTH OOHAPYKEHO YBEIMUYCHHE
u auddysnsie u3MeHeHus mnapeHxumbl nedeHu. I[lpu mposegenuu Y3AIT cocynoB medeHu
IIOKa3aTeIu FeMOIMHAMUKH ONPEICIISINCH B IPEEIIaxX CPEAHUX BEIUYUH.

HeBposorom nuarHocuupoBaH CHUHAPOM HaBS3UMBBIX JBUKEHHUM, CHUHAPOM MBILIECUYHON
TMIIOTOHMH; XUPYPrOM JMAarHOCTUPOBAHA IIIOCKO-BaJbIyCHas ycraHoBKa crom. [Ipm ocmotpe
o(TabMOIIOrOM BBISIBIIEHA MUOTIHS CTa00W CTETIEHH, MUOITMYECKUN aCTUTMATH3M.

IIpu 0OBEKTHUBHOM OCMOTpE 00llee COCTOSHUE PACLIEHEHO KaK CpeJHEH CTENEeHM TSHKECTH.
AHTpOIIOMETpUYECKUE TI0KAa3aTeId COOTBETCTBOBAIM Bo3pacTy. KokHble NOKpOBBI OieHO-
PO30BbIE, MEpPUOPOUTATIBHBIN IMaHo3. [lanbnupoBanuchk MIeHHbIE, MOAYENIOCTHBIE JTUM(OY3IbI,
AIAaCTUYHONM KOHCUCTEHLMH, Oe300se3HeHHble. llatonoruu co CTOpPOHBI KOCTHO-CYCTaBHOM
CUCTEMBI He ompenessuiocsk. [IepkyTOpHO Hax JIETKUMU SICHBIN JIETOYHBIN 3BYK, IIPH ayCKYJIbTalluU
B JICTKHX Be3WKyJsipHOe abixanue. YJIJ[ 20/munyty. ['paHuIbl cepama B BO3PACTHBIX IMpeaciiax.
Tonbl cepaua putmuunsle. UHCC 78/MUHYTY. ANNETUT HE HApyLIEH. SI3bIK BJIAXKHBINM YMCTBIMN.
XKusot yBenuueH B o0beme, Npu MajgbHalMu MATKuil, 6e300ne3HeHHbl. [leuenp Huxe pedepHoi
IyTH, Kpail 31acTUUHbIA, Oe30omne3HeHHbld. [lanbnupoBancs kpail cene3eHku. OOnacTh MOYEK He
n3MeHeHa. [lokonmauMBaHWe 10  KOCTO-BEpTeOpalibHBIM  yriam  Oe30oie3neHHoe. Cryn
odopmiieHHbI. Mouencnyckanue cBo0oHOe, 6e3001e3HEHHOE.

[TannenTke AMArHOCTUPOBAH «l['€maTUT HEYTOYHEHHOW JTHOJIOTMHM BBICOKOM CTENEHHU
AKTUBHOCTH.

[IpoBoaunace uHQY3UMOHHasA, TremaroTponHas Tepanust mnpenapatamu Y /XK, onpnako
s¢dexTa He ObUIO, U 1eBOYKa OblIa HampaBieHa B PoccuiicKyto I€TCKYI0 KIMHUYECKYIO OOJBHUILY
(PIAKB) (r. Mockga).

B PJIKb Takxe peructpupoBaics MOBBIIIEHHBIH ypOBEHb Me4eHOUHBIX GepmeHTOB (Tabu.
2), noBbiienue AUTB no 44,10 cex (Hopma 25,4-36,9 cex), TpomOuHOBOrO Bpemenu 1o 18,10 cek
(nopma 10,3-16,6 cek), Oera-1 rmoOyIMHOB CBIBOPOTKH KpoBH 110 7,8 % (Hopma 4,7-7,2%).

[Ipu ompenenenun aHTUTEN K TKaHeBOM TpaHcrmotamuHaze IGA u 1GG nomyueHsl
pe3ynbTaThl B nipeaenax pedepentHoix 3naueHui (0,748 U/ml u 0,471 U/ml, npu Hopme 0-10).

HccnenoBansl noka3aTesin oOMeHa MeJId U OOHApPY>KEHO TMOBBIIIEHNE CYTOUHOM 3KCKpelunun
Meau ¢ Moyor 710 98,6 MKI/CYTKM M CHH)KEHHE YPOBHS LiepyJiomia3MuHa B kpoBH (13,4 mr/amn, B
nuHamuke 11,30 mr/mn).

Pebenok ocMoTpeH odTambMoioroM: o0nacTh JUMOa cierka pacmupeHa. J[aHHBIX 3a
OTJIO)KEHHE TUTMEHTa B o0acTu uMOa HeT. [Ipenomienue cpen, rma3Hoe JHO 0e3 H3MEHEHUI.

B cBf3M ¢ u3MEeHeHMsIMH B TIOKazaTensiX OOMEHa MeAuM MPOBEJCHO MOJIEKYJISIPHO-
reHernyeckoe uccinenoBanue obpasna JIHK c¢ mempto momcka Hambosee YacThIX NATOTCHHBIX
BapuantoB reHa ATP7B (c/3207C>A, c/ 2532dela, c¢/3402 delC, ¢.2304incC, c¢.1770insT
[c.3942delCA, 3947delG], €.3036_3028del TCA, €.1340_1343del4, €.3649_3654del6,
¢/3627 3630del4, c3036insC, ¢.3029insT), orBeTcTBeHHOTO 3a O0NIe3Hb Bunbcona — KonoBanosa. B
pe3yJsibTaTe aHam3a 0OHapy KeH maToreHHbId BapuaHT ¢/3207C>A B reTepo3UroTHOM COCTOSTHUH.

Ha ocHoBaHuM uMemUXCs JaHHBIX JAMAarHOCTHpoBaHa Ooje3Hb Buibcona-Konoanosa,
abnmomuHanpHas ¢opma. Ilokazanuil K TpPOBEAEHHIO MYHKIMOHHOW OHOIICMM TI€YEHU He
OIIPENEIIEHO.

bruto Hauaro neuenne D-nennumiamuaoM (Kynpenut) 125 mr 1 pa3 B 1eHb B TeueHHe 3-x
JHEH, 3aTeM [03y IOCTENEHHO YBENMUWIM A0 375 Mr B CyTKH. JlONOJHUTENIBHO IalUEHTKa
noryyana Y JIXK (ypcodanbk) 125 mr 2 pasza B 1eHb ¥ mupUI0KCUH 10 MT B CyTKH.
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Ha ¢one neuyenus 3apeructpupoBaHa IOJOXKUTENIbHAs AMHAMUKA B OHMOXMMHMYECKHX
MoKa3aTeNsiX KpPOBHM: YMEHbIICHHE CHHApOMa IHMTONM3a, Xosectasa (Tabn. 2). Ormeuanach
Xopolas nepeHocuMocTb D-nennnninamusa.

Tabnuma 2

JluHaMuka nokasaresei o0Iero aHaiau3a KpoBH, OMOXUMHUYECKOr0 aHaJIn3a KPOBU

Ha (one Tepanuu D-neHnumaMuHOM

IHoka3zareJb IIpu nocrymiienun B P/IKB ‘lepes 2 wenean na poue
JeueHus JI-neHHIHIJIAMHUHOM

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

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

I'TTII (E/n) 72 61
I'emornoOuH (r/m) 127,0 122,0
Dputpouuts (10*1%/m) 4,90 4,82
Jeiixouutst (10%%/1) 6,58 7,58
Tpom6Gouuts (10%%/1) 492,0 440,0

COD (mm/9) 8 15

PeGenok Beimucan n3 PJIKB B cTaOMiIBbHOM COCTOSIHMM € PEKOMEHIAIHMEW TMOCTOSHHOTO
npuema D-nenunmmiamuna B 103e 250 Mr B cyTKu 2 pasza B JeHb ¢ KOppeKLHen J03bI U3 pacuera
20 Mr/KT B CyTKH ITOJI KOHTPOJIEM OOIIEro aHajan3a KpoBH, 00IIero aHamu3a Mo4n | pa3 B Mecs.

B karamHe3e B TeueHHE MOCIEAYIOIUX 2 JIET CAMOUYYBCTBUE JEBOUYKH XOPOLIEE, COCTOSIHUE
crabmipHoe. IlepeHocumocts D-neHunmnamMuHa yaoBIeTBOpUTENbHAS, MOOOUHBIX 3(h(eKToB He
HaOmonanock. B auHaMuke Mokaszarea OMOXMMHUYECKOTOo aHaiu3a KPOBU, KOAryloTrpamMMBbl,
OOIIEKITMHIYECKNX aHAIN30B ONPEACISUINCH B TpeNenax HOPMBI. YIIbTPa3BYKOBOE HCCIIEOBAHUE
OpraHoB OpIOIIHOW MOJIOCTH TAaTOJOTHH HE BBISIBIIIO. PeOCHOK KOHCYIHTHPOBAH HEBPOJIOTOM,
OKYJIUCTOM — I1aTOJIOTUU IIPU OCMOTPE HE BBISIBJIEHO.

Oocy:xknenme. IlperncraBieHHOe KIMHUYECKOE HAOIIOJEHUE JOIMOJHSET HMEIOIIUecs B
JuTepaType JaHHble 0 Oone3Hu BuibcoHa M JEMOHCTPHUPYET CIOXKHOCTh JMAarHOCTUKU JIaHHOU
MIATOJIOTUH.

['enernyeckoil ocHOBOM 3a0oiyeBaHusl sBIseTcss myrauuss reHa ATP7B, koaupyromiero
MeapTpaHcnoptupytomyro ATd-a3y. V naHHON MNalMEHTKU BBISBIEH MATOT€HHbI BapUaHT
¢/3207C>A B reTepo3uroTHOM COCTOSIHUH.

CornacHO JaHHBIM JIUTEPATyphl, KIMHUYECKUE TMPOsBICHUS 3a00JIeBaHUS  yalle
ne0rTUPYIOT B Bo3pacte 11-25 ner. 3aboneBanne y 1€BOYKU MPOTEKAIO0 OECCUMIITOMHO, BBISIBIEHO
KaK «clly4yaiiHas HaXoJ/iKa» MpH MJIaHOBOM 0OCJI€ZIOBaHUH B BO3pacTe 5 JIeT.

Knunuka 3a00s1eBaHus onucaHa B MHOTOYMCIIEHHBIX HAYYHBIX MyOJUKALUAX U JOCTATOYHO
MHororpanHa. J{is 1aHHON OO0JIe3HH XapaKTEpHbI MPEKIe BCEro MEeYEHOUYHbIE U HEBPOJOTHUECKUE
MPOSIBJIEHUS, @ TaKXXe IICUXUYECKHE pacCTpOiiCTBa, JE€pPMATOJIOIMUECKHE, T'eéMaTOJIOIMYecKue,
MoYyeuHble, 0(pTanbMOIOrNYeCKHe, YHIOKPUHHBIE, CEPIEYHO-COCYTUCThIE U MBIILIEYHbIE CHUMITOMBI.
VY naHHON MallMEHTKH OTMevanach MEeYeHOYHas CUMITOMaTHKa B Buie renatuta. OOHapykeHue
BUpPYCOB OHIUTEHH-bappa, BUpYCOB repreca IpPHUBEIO K TOMYy, 4YTO CHHAPOM IMTONM3a B
OMOXMMHYECKOM aHalln3e KPOBU TPAKTOBAH KakK MPOsBIEHNE HUH(PEKIIMOHHOTO renaTuTa.

OTcyTcTBHE TOJOXKHUTEIbHON TUHAMUKM Ha (POHE JieueHHsl IMOCTAaBUJIO IOJ COMHEHHUE
JaHHBIA JTUArHO3, MOCIYXKUJIO MNpUYMHON IuddepeHnanibHol AUarHoOCTUKY HEHMH(EKIMOHHBIX
3abosneBaHuil neuyeHn. HopMmasbHble MoKa3aTenu YpoBHS LepyJIOIUIa3MHUHA B e0r0Te 3a001eBaHus
3aTpyJIHUIM JUArHOCTHKY Ooje3Hu BuibcoHa.

B nocnenyromeM BbISBIEHHE MOBBIIIEHUS CYTOUHOM SKCKPELUU MENH C MOYOW, CHH)KEHUS
YPOBHSA LiepyJioIIa3MUHa, OOHApY>KEHUE MATOT€HHON MyTallH MPH MOJEKYJISIPHO-TeHETUYECKOM
WCCIIEIOBAaHUM IO3BOJIMIIM BBICTAaBUTh KJIMHWYECKUI nuarHo3 «bonesne Buibcona-Konosainosa,
abmoMuHanmbHas Gopmay.
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BannpHas olieHKa cOrIacHO IIKaJie JUAarHOCTUKY 0oje3Hu BuibcoHa coctaBuia 3 6aja, 4To
COOTBETCTBYET «BEPOSITHOMY QuarHo3y». llarorenernueckas trepanusi D-nennnmniiaMuHoM npuBesia
K CTaOMJIM3alMU COCTOSHUS MallUEHTKH, HOPMaJIU3allK [ToKa3aTesiei NeueHOYHbIX (DEPMEHTOB.

OCOOEHHOCTBIO MPEICTaBICHHOTO HAOMIOACHNUS ABISIETCS OOHApy)KeHUE MpU 00CIeI0BaHUN
Meronamu [1LP BupycoB DHiurteliH-bappa, BUpycoB repreca, BbIABICHHBI HOPMaJIbHbIA YPOBEHb
uepyJioria3MuHa B aedtore 3a0oseBanus. OTMEUEHHOE 3aTPYAHIIO CBOEBPEMEHHYIO JUATHOCTUKY
60s1e3uu Buibcona y JaHHON MallMeHTKH.

Pannsiss nuarnocTuka, TUETOTEpANUs U MATOTEHETHYECKOE JICYCHUE MO3BOJISIOT YIIYUIIUTh
KA4€eCTBO KU3HU JeTel C JaHHOM NaTOJIOTHUEN.

HccaenoBanue He uMesi0 GUHAHCOBOM MOJAEPKKHU

ABTOpBI 3aIBJISIIOT 00 OTCYTCTBUM KOH(JIUKTA HHTEPECOB.

CaeeHus 0 BKJIa/le KaXKIA0r0 aBTOpa B padory:

EmenbsinoBa O.H. — 35 % (pa3paboTka KOHLENIMM M JHM3aliHa MCCICIOBAHUS, aHAJM3
JUTEpaTyphl MO TEME HCCICAOBAHMS, HAIMCAHHE TEKCTa CTAaThH, YTBEP)KICHHUE OKOHYATEIHHOTO
TEKCTa CTaThH).

Jysuna E.B. — 35 % (pa3paboTka KOHIENIMHM M JU3aiiHA HWCCIEIOBAHM, aHalU3
JUTEPATyphl TI0O TEME KCCICIOBaHUsS, HAyYHOE PEIAKTUPOBAHHE, TEXHUYECCKOE PEIAKTHPOBAHUE,
YTBEPkKACHUE OKOHUATEIBHOTO TEKCTa CTAaThH).

boposuk H.H. — 10 % (pa3paboTka KOHIEHIMK U JU3aiiHa UCCIIeIOBaHUS, COOp TaHHBIX,
aHaJIu3 U UHTEPIIPETalHsl JaHHBIX, YTBEPKICHIE OKOHYATEIbHOTO TEKCTa CTaThH).

Kamuakuaa T.B. — 10 % (pa3paboTka KOHIENIMH W OW3aiiHA WCCIICAOBAHMS, aHAIHN3
JUTEPATyPHI [0 TEME UCCIICAOBAHUS, YTBEP)KICHHE OKOHYATEIIBHOTO TEKCTa CTaThH).
Uaanmna C.A. — 10 % (pa3paboTka KOHICNIMK W JH3aifHA WCCICAOBAHUS, aHAIH3

JIMTEPATYPHI 110 TEME UCCIICAOBAHUSA, YTBCPIKACHUC OKOHYATCIIBHOT'O TCKCTA CTaTBI/I).
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