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BOAE3Hb BUABCOHA V AETEW: BAPUMAHTEI AEBIOTA 1 TPYAHOCTU
AUATHOCTHUKU

HU3A PAMH, PI'MY, Mopo3zosckas AKBE Nel, MockBa

B cratne IIPUBOIUTCA 0630p JIMTEPATYPHBIX JAHHBIX 110 ITATOreHe3dy, KIMMHNYEeCKUM IIPOABJICHUAM U JISYSHUIO

oosiesnu Buiibcona (BB)y pereii. IIpuBenens1 mpumvepsI pasiMYHbIX BApUaHTOB 1e0iotra BB B merckom Bo3pacre: mme-

YeHoyHada u Heﬁponcmmqecxaa tbopma C reMOJIMTHYEeCKUM KPU30M, Q)yJILIVH/lI-IaHTH])]fl renaTur, IMpenMyleCTBeH-

Hoe nopaskenue ITHC ¢ Hamrauem HEBPOIOrHYeCKUX M IICHXWYecKnX Hapyurenuii. Ha mpumepe nmpuBeeHHbIX KIH-

HUYECKHX CIydaeB aBTOPbI aHAJIM3UPYIOT BOSMOKHbBIE OIIMOKH B TPaKTOBKEe CHMIITOMOB BB.

Article presents literature review about pathogenesis, clinical presentations and treatment of Wilson's disease
(WD) in children. Authors present different variants of WD manifestation in childhood: hepatic and neuropsychic
variant associated with hemolytic anemia; hepatitis fulminans, dominating CNS lesion with neurological and psy-
chic disorders. Analysis of possible errors in interpretation of different WD signs are given based by the example

of presented case reports.

Bosesnb Bunbcona (BB) (remaToneHTUKYIAPHAS
JIereHepaiua) — HacJeACTBEeHHOe 3aboJyieBaHMe, Xa-
pakKTepusyIoIlleecss HapyIlleHrneM MeTaboIu3Ma Meau
u u30BITOYHBIM ee HakomieHueMm B meueHu m [THC.
JokasaH ayTOCOMHO-PEIleCCUBHBIN XapakKTep HacJe-
IoBaHUS 00JIe3HU.

B oreuecTBenHOII JauTepaType sTO 3abojeBaHUe
TPAAUIIMOHHO OIKCHIBAJIM IO HasBaHUEM O00JIe3Hb
Buinscoua-Konosanosa. J. Walshe B 1983 r. nmpemio-
JKUJT KJIaccu(UKAIUI0, TOCTPOEHHYIO HAa KIMHUYEC-
KUX IIpUB3HaAKaxX 3ab0eBaHUsA, IIOCJIEI0BATEIHHOCTH
UX TOSABJIEHUS, COUETAHUU TOPAKEHUs IeUYeHU U
MO3Ta M BKJIIOUAIOIIYI0 0ECCUMIITOMHYIO, IE€UEHOU-
HYIO0, I[epedpaTbHyI0 U CMeIIaHHYI0 (hopMBI 60JIE3HU.
B mocnennee BpeMsa B COOTBETCTBUU C MEKIYHAPO.-
"o Tepmunogorueir 1 MKB10 sTo 3a6oyieBanme omu-
CchIBaeTCs 10 HasdBauueM 6oJie3Hb Buabcona [1-3].

HauaspHble KInHNYEeCKUe npoaBaeHusa BB Bapu-
abeJbHBI U PEIKO BBIABJIAIOTCA y OOJIBHBIX IO TOCTH-
JKeHUA UMU 5-JIeTHero Bospacrta [4, 5]. PasBepuyTasa
KJIMHAYECKAA CUMITOMATUKA XapaKTepu3yeTcs 3Ha-
YNTEJHLHBIM PasHooOpasmeM, OOYCJIOBJIEHHBIM TeEM,
YTO HENOCTATOUHAS dKCKPEIUa MeIM IIPUBOJUT K ee
HAKOILJIEHWIO B Pa3JUUYHBLIX OpraHaxX M CHUCTeMax B
oIpeneJIeHHOI IlocjenoBaTeJbHOCTH. llepBoHAUanb-
HO MeJb HaKaIllJInBaeTcA B meueHu (0eCCUMIITOMHBIN
nepuon 6osesun), 3arem — B [THC, poroBure riasa,
OYKAaX, CepAlle, KOCTAX. B cBA3M C 9TUM IpeuMyIIie-
CTBEHHOE IIOPa’KeHWe TOTO MM MHOTO OPTaHa 3aBU-
CHUT OT BO3PAacTa: y feTeil B OCHOBHOM IUATHOCTUPYIOT
HapyIIeHnAa QYHKIIUY neueHu (meyeHouHass hopma),
Ha 2-M ¥ 3-M OeCATUJIeTHUAX KUSHU IIPEeBATUPYIOT
HEeBpOJIOTMYecKasi CUMIITOMATUKA U HAPYIIIeHUS IICHU-
XuKu (HeliponcuxmyecKkass popma), HO BO3MOKHO U
coueTaHme CUMIOTOMOB ob6eux dopM [2, 6]. CumOToMBI

HapylneHus QyHKINU neuenu npu BB y mereit upes-
BbIUAiHO BapruabebHbI M UMEIOT TeHAeHITNIO0 K MaH!-
decramuu B Bodpacte 8—12 jger. OqHOBpEeMEHHO MO-
TYT TaKyKe OTMEeUaThCs MOBBIIIEHHAA YTOMJIAEMOCTD,
HemoMoraHue, aprponatun. OOBIYHO HaOIIOLAIOTCA
KJIMHUYECKNE CUMIITOMBI XPOHUYECKOTO TeIlaTuTa
(>kenTyxa, TeMHas Moua, remaToMerajus, 00Ju B
mpaBoM moapebepbe u ap.). JIaGopaTopHble TaHHBIE
BKJIIOUAIOT YMEpPEHHOEe IIOBBINIEHNE CHIBOPOTOUHBIX
aMuHOTpaHchepas, I'UIepOUIUPYyOUHEMUIO, 3HAUU-
TeJIbHOE TIOBBIIIIEHNE YPOBHA chIBOpoTOUHOro IgG u y
yacTy OOJBHBIX — HaJINUME HeCIelln(PUIecKuX ayTo-
aHTuTesJ (AHTHUHYKJeapHbIe aHTUTeJa U aHTUTEeJA K
ryiagkoi myckyaarype). lluppos neuenu npu BB mipo-
TeKaeT AJUTEeJbHOEe BpeMsa OeCCHMITOMHO M 3aTeM
POABJIAETCA CILIEHOMEraJjimeil, acliuTOM, IOPTaJb-
HOU runepTeHsueii. KinHuyecKue IpoABIeHUA UP-
posa meueHu B ucxojze BB He oTiimuaoTca OT cHMOTO-
MOB ITMPpPO3a MeueHu APyrou stuojoruu [7]. B pange
HaOIIONeHUH ITePBBIM NPOABJIEHUEM 9TOro 3a00seBa-
HUA, 0COOEHHO y TOAPOCTKOB ¥ MOJIOABIX JIOAEH, MO-
JKeT OBITh (PYJIBPMUHAHTHBIN TelaTUT, KOTOPBIA pas-
BUBaeTcs Ha (oHe paHee He AMATHOCTHUPOBAHHOTO
MUppo3a HeUeHW U XapaKTepusyeTcsA IIOABJIEHUEM
TIPOTPECCUPYIOIIEH KEJITYyX U, aCIIUTa, IeUeHOUHON U
TOYEeYHON HeJOoCTaTOYHOCTU. [laske Ipu cCBOEBpPEMEH-
HOM JMAarHO3€e ¥ WHTEHCUBHOM TePaluM IPOTHO3 IIPU
GyIbMUHAHTHON II€YeHOUHON HEeJOCTaTOUHOCTH! Y IIa-
nueHToB ¢ BB kpaiiHe He0JaronpuATHBINA, MPOIIECC
UMeeT CTPEMUTEJbHOEe KJIMHUYECKOe TeueHre ¢ Jac-
TBIM JIETAJBHBIM MCXOAOM. B GOJILIITMHCTBE CIyUYaeB
eIVUHCTBeHHBIM 3(h(HEeKTUBHBIM CIIOCOOOM JIeUeHU A Ta-
KUX O0JbHBIX ABJIAETCA TPAHCILJIAHTAIUA ITeueHu [2].

Kiuanyeckue mpusHaku, yKasbIBaloIIne Ha ac-
conuanuio (QyJIbMUIHAHTHOTO rematura ¢ BB, BKJIO-
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YaoT HaJU4YWe BHYTPUCOCYAUCTOTO TEMOJM3a, CB-
3aHHOTO C MACCUBHBLIM IIONAJaHNEM B KDOBb MeIU U3
HEKPOTU3UPOBAHHBIX TeIaTOIMITOB, YBEJIUYEHUE Ce-
Je3eHKN W Hajamume KoJjblla Kaiizepa—®ieiimniepa.
IIpu 6MOXUMHUUECKOM HCCJIEJOBAHUY KPOBU BBISBJIS-
0T OTHOCUTEJbHO HUSKYIO aKTUBHOCTD TPaHCAMUHA3,
meJiIouHou ocdaTasbl, OOBIYHO HUBKUIT YPOBEHD ITe-
pyJiomyiasMuHa, KOTOPBIN, ONHAKO, MOXKET OBITH U
HOPMAaJILHBIM UJIU Ja’Ke IIOBBIMIeHHBIM.

Omnucano pas3BUTHE HEBPOJOTHUUECKUX IIPOSIBJIE-
uHuit BB y mereii B Bo3dpacTe 6 JjieT, HO, KaK IIPaBUJIO,
9TU CUMIITOMBI IIOABJIAIOTCS Ha 2-M—3-M [IeCATHJIe-
Tuu KU3HU. B pazge cayuaes nmopakenue ITHC mozxer
OBITh OCHOBHBIM KJINHUYECKUM ITPOSBIeHUEM 3a00J1e-
Bauwus [2, 8]. HeBposiornueckue nuaMeHeHUA pa3BUBa-
IOTCA IOCTEIIEHHO U 0e3 JieueHUA IIPOTPECCUPYIOT. ¥
OOJILHBIX TOABJSIOTCSA TPEMOP, OTUCTOHUSA, HapPyIIe-
HUEe KOOPAWHAIIUU U BBLIMOJHEHWE TaKUX TOHKUX U
CJIOKHBIX MAaHUNYJANNMN, KaK OJeBaHue U IHCHMO.
Ddopmupyercss MacKooOpasHOe JIUIO0, OTMeYarTCA
CIIOHOTEeUeHUe, OU3AaPTPUuA, PUTUIHOCTH, HAPYIIIe-
Hue Toxonku. IIpu KommbioTepHoit Tomorpadun (KT)
TOJIOBBI ¥ GOJMBHBIX ¢ BB MOryT OBITh OO0HAPYIKEHBI
oyarv MOHMKEHHOU IIJIOTHOCTHU B COUETAaHUU ¢ 00JIac-
TaMu guddysHoit arpoduu. ITU HPUIHAKU MOTYT
BBISBJIATHCA KaK Ha (pOHE HEBPOJIOTUYECKUX CUMIITO-
MOB, TaK M B UX OTCYTCTBUHU, a TaKKe IIPU HAJTUYIYUU
eUYeHOYHBIX IPoABIeHUl [2, 7]. Bosiee yyBCTBUTEI -
HBIM METOJOM IJIf BBIIBJICHUSA M3MEHEHUIN B T'OJIOB-
HOM MO3Te ABJISEeTCA MarHUTHO-PE30HAHCHASA TOMO-
rpadua (MPT), npu KOTOpPO# BBISABJISAETCS ITOBBIIIIE-
HUEe MHTEHCUBHOCTH CHUTHAaJIa B obJyiacTy 0asajbHBIX
TaHTJINEB B coueTanmnu ¢ nuddysHoii aTrpodueii cepo-
ro 1 6eJIoro BelllecTBa I'OJIOBHOT'O MO3Ta, a TaKKe 13-
MEeHEHUSA MO3KeUKa, UeUeBUYHBIX U 3y0UaThIX AHEP.
AT U3MEHEeHUS KOPPEJUPYIOT C BHIPAKEHHOCTHIO
HEBPOJIOTUYECKOH cuMnTomMaTuku [1].

WHTenexkTyanbHas cpepa 0OBIYHO He CTpagaer. ¥y
0OJILHOTO MOJKET Pa3BUTHLCA TIyboKas Aempeccus. ¥
JIeTell TEPBLIM HEBPOJOTMUYECKUM IIpoABieHneM BB
MOJKeT OBITH HapyIIIeHUe TOBeIeHN B IITKOJIe, BO30YIK-
IeHne, Aelpeccusi, HABA3UMBLIE COCTOAHUA, (Goouwm,
IPUCTYIIBI arPeccui, HeBPO3hI M AaKe IMCUXO03bI. Ta-
Kure OOJIbHBIE YaCTO JJINTEJTbHOEe BpeMA HaOI0aloTCa
ICUXWATPAMU C AUWATHO3aMU PA3JIUYHBIX IICUXUYEC-
Kux 3aboseBanmuii. IHOTAA TPYIHO OTJIUYUTL CUMIITO-
MBI, 00YCJIOBJIEHHbBIE N30BITOYHBIM OTJI0KEHUEM Me/IN,
OT BTOPUYHOU MHANBUAYATbHON peaKkIlny Ha JJIUTEI b~
HOe XpOHUYEeCcKoe 3a60eBaHTe MHON STHUOJIOTUH.

ITopaxkenue rias mpu BB 3acay:kuBaer oco60T0
BHUMAHUSA, TOCKOJbKY BO MHOTHUX CJIy4asX IIOMOTaeT
YCTaHOBUTH NMATHO3 9TOr0 3a00JieBaHUA IO IPOBeIe-
HUS PAa3JIUYHBIX JIaOOPaTOPHBIX MccaenoBanuii. [[BeT
BeIABJIsgemoro npu BB koabna Kaiizepa—®ieiiniepa
3aBHUCUT OT IBeTa panyKKu. OnuChIBAIOT 30JI0THUCTO-
KOPUYHEBYIO, 3€JI€HOBATO-KEJITYI0, OPOHBOBYIO MM
CepoBaTO-’KeJITYI0 NUTMEHTAIWuI0 JdecIeMeTOBOM
MeMmOpaHbl JuMb6a poroBuibl. Koabilo o0pasoBaHO
rpaHyjJaMu Meou, OMHAKO 9TO HE3HAUYNTEJbHAA YaCcTh

OT Bceli Meau poroBuilbl. OCHOBHASA YacTh MeIU POTO-
BUIIBI OTKJIAJBIBAETCA B €€ CTPOME, HO BU3YaJIU3UPY-
eTcsA TOJBKO MeIb, CONEePIKaIascA B IeCIeMeTOBOMI
membOpane [2, 4].

Kak mpasuio, koibiio Kaiizepa—®ieiiriiepa BbI-
SABJIAIOT IIPU HAJIMYNY HEBPOJIOTUUYECKUX CUMIITOMOB,
HO OHO TaKJKe ONMCcaHO Ha (hOHEe MBO0JIUPOBAHHBIX IIe-
YEHOYHBIX IIPOABJICHUN MU JajKe B OTCYTCTBUE BCEX
cuMnToMOB 3abosieBanusA. Ciaeayer HMOMHHUTh, UTO
kosbio Kaiizepa—®@ieiiniepa MOKeT BCTPEUYATHCS
TaKJKe IPU IePBUYHOM OMJINapHOM ITUPPO3e, BHYTPU-
TMIeUYeHOUYHOM X0JIeCTa3e, KPUITOTeHHOM XPOHUYECKOM
remaTtuTe u nuppose neuenu. I'opaspo pesxke npu BB
BCTpeUaeTCsA Pa3BUTUE KAaTAPAKThI B BUIE «IIOACOJIHY-
Xa», MPU 9TOM IMIPAKTUUYECKU BCETAa OJHOBPEMEHHO
BBIABJIAIOT KOJbIo Katisepa—®aeiimepa [1, 9].

ITopaskeHUe TOYEUHBIX KaHANBIIEB IPOUCXOIUT B
pesyJbTaTe OTJ0MKeHUS MeIU B UX IMPOKCUMAJIbHBIX
oTAesiaX W MOKeT MPOSABIATHCA aMUHOAIUIAYPUEH,
TJIIOKO3ypHUEN, IOBBIINEHHON SKCKPENUed MOUYeBOU
KHCJIOTHI U KaJIbINA, a TAK)Ke CHIKEHUEM CKOPOCTH
(unpTpanuy U MOYEUYHOTO KPOBOTOKA. JlmcTanbHBIN
pPeHaJbHBIN TYOYJIAPHBINA aliua03 IIpeapacIogaraeT K
00pa3oBaHMIoO KaMHe, BbI3BIBAIOIIINX B CBOIO OUEPEb
MUKpOreMaTypuio y uacTu naueHToB ¢ BB [7].

IIpu BB mo:keT HabI0gaThCA IMIUPOKUI CHEKTP
TMOpaKeHWH OMMOPHO-IBUTATEIBHOTO allllapaTa: 0CTeo0-
IOPO03, PAXMUT, OCTEOMAJAINSA, CIIOHTAHHBIE IIEePeJo-
MBI, OCTEOXOHAPO3, OCcTeoapTpur. [leMuuepasnsanusa
KocTell 00ycJoBJIeHa THHOKAaJbI[ueMuel 1 rumogoc-
aremueii, pas3sBUBAKIINXCA BCJENCTBUE IIOTEPH
Kagbnua u pocdopa yepes MOUYKHU, a TAKKe JUCTOHU-
YeCKUMH KOHTpPaKTypaMu u mMmoOmausdarnueii. Ilo-
pasKeHUe KOCTHOM TKAHU MOJKET OBITh TaKiKe CJIel-
CTBUEM HapylleHus GyHKIIUY neueHu. B pazge ciyya-
€B IIpU OMOIICU OTMEUAaIOT ITIOBBIIIIEHHOE CONepIKaHIIe
Meau B xpsaieBoi Tkauu [10].

MaccuBHBIN BBIOPOC MeAu M3 PA3PYIIAOIMUXCS
KJIETOK TeUYeHU IIPUBOAUT K PE3KOMY IOBBIIIIEHHUIO €€
KOHIIEHTPAIIU B KPOBU, MOBPEKIEHUIO MeMOpaH
SPUTPOIUTOB U PA3BUTUIO T'eMOJUTUUECKON aHEeMUU
[2]. Temonus y 15% GOJBHBIX MOKET IIPEIIIECTBO-
BaTh APYTUM KJINHUYECKUM IIPOABICHUAM 3a00JeBa-
HUS, TPOTEKATh OCTPO WU NMETh XPOHUUECKOe Teue-
HUe C Pa3BUTHEM aHEMUU. XPOHUUECKUUA IeMOJIN3 U
HapyIlenue QyHKIUU reveHu 1pu BB cmoco6CcTBYIOT
Pa3BUTHUIO JKeJTUYHOKaMeHHOH 0ose3Hnu. IIpu aTom 06-
pasyoTca KaMHU CMEIIaHHOTO TUIA, BKJIIOYAIOIINE
XO0JIECTEPUH U COJIN OUINPYOMHA.

¥ papga nanuenTos ¢ BB ormeuatoTcsa oTcTaBaHIE B
TIOJIOBOM Pa3BUTUM, THHEKOMACTUs, ameHoped [1, 4].

HuarHoctuka 3aboJeBaHUA OCHOBBIBAETCA HAa
TIIATEJbHOM aHaJn3e BCEero KOMILJIeKca JaHHBIX,
BKJIIOUAIOINX CEMEWHBbINI aHaMHe3, KJIWHUYECKUe
MIPOSABJEHUA U CIeIMaJbHBbIe JabopaTOpHBIE HCCJIe-
moBauusd. IIpy HATMYUM KJIaCCUUECKON TPUAAbI KJIM-
HUYECKUX MPUSHAKOB — MOPAKEHUs NeUYeHUu, HEBPO-
JOTMYECKUX HapylIieHu#d u KoJablla Kailizepa—®Pieit-
miepa nuarso3 BB He BrI3bIBaeT comHeHuii [5, 10].
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HeobxoguMbIM AUarHOCTUYECKUM MCCJIELOBAHI-
eM mOpu mnomo3penun Ha BB saBisercs ompeneeHue
CBLIBOPOTOYHOIO IePYJIOILIaBMUHA, KOTOPBIN y 00Jb-
muHeTBa nanueaToB ¢ BB cumiken. OgHaKo HU3KUeE
moKasaTesJu IepyJaoIIasMHUHA MOTYT TaKKe HabJIIo-
IaThbCsA MPU HaAPYIIeHUU CUHTETUUECKON (GYHKIIUHN
eveHu, CBIBAHHOM C HapyIllleHueM HUTaHUA, SKCCY-
JaTHUBHOUM dSHTepomaTueil, HePPOTUUYECKUM CHUHIPO-
MOM ¥ BPOMKAEHHOH T'UIIONEPYJIOILIasMUHEMUeli, a
Tak:Ke y JeTrell mepBbIX 6 MecsaIieB kusuu. Kpome To-
T0, cJaeayeT IIOMHUTD, UTO ePYJIOILJIa3MUH ABJIIETC
6eJIKOM OCTPOIi (passl 1 y 60IbHBIX ¢ BB B mepuoze ak-
TUBHOTO BOCIIAJIEHWS B TKAHU TEUYEeHU eTr0 yPOBEHb
MOJKeT OBITh B IIpefesiaX HOPMaJbHBIX ITOKa3aTeJe.
Y 10% reTepo3UTOTHBIX HOCUTEJIEH Ne)eKTHOTO TeHa
BB mpu oTcyTCTBUY KIMHUUYECKUX CUMIITOMOB 3a00-
JIeBaHUSA BBISBJISIOT CHUMKEHHBIN YpPOBEHH II€PYJIO-
mJIa3MIHa B ChIBOPOTKE KPOBU. B 3TOM ¢BA3U CHIBOPO-
TOYHBIN IePYJIOIJIa3MUH ABJSIETCA Ba)KHBIM, HO He
abcortoTHRIM KputepueM auaraosa BB[1, 4, 10].

s ycranoBaeHus guaruosa BB Heo6xoqumo o1I-
penejieHre YPOBHSA dKCKPeIMU Meou ¢ MOUoi. B HOp-
Me CyTOUHasA SKCKpeIus MeAu C MOUOIl COCTaBJIAET
menee 50 mkr, mpu BB ona mpeswimaer 100 MKr, a
npu GYyJIbMUHAHTHOM TEYEHUU — MOXKET IIPEBBIIIATH
5000 MKr. ¥V reTepo3uroTHbIX HOCUTEJEN MaTOJOTH-
YECKOro IreHa dKCKpPeIns MeIu C MOYOIl MOKET CocC-
TaBaAaTh (0 MKT B cyTKu. ¥ gereii ¢ BB Ha (oHe mpo-
BOAUMOM MPOOBI ¢ [[-meHUIMIIaMUHOM ITPOUCXOIUT
yBeJIMUeHUe dKCKpeIuy MeIH II0 OTHOIIEeHUIO K 0a-
3ajapbHOMY ypoBHIO B 10 pas um Gosiee. Heobxomumo
UMETH B BUIY, UTO IIOBBIIIEHNE CYTOUHOM 9KCKPEIlnHr
MeIu MOJKeT HaOJIoJaTbCs TaKiKe MPU MePBUYHOM
OuIMapHOM IMPpPo3e, (PYJILMUHAHTHOM TrelaTUTe U
xosecrase [3].

BosbIoe quarHocTuuyeckoe 3HaAUEHNE NMEeT BbI-
ABjaenre Kojblla Kaiizepa—®@ieiiriiepa ¢ MOMOIILIO
mreneBoit gammbl. IIpu BB xoabio Kaiizepa—®ieit-
mrepa Berpeuaercss y 50% manueHToB ¢ CUMITOMAaMU
mopaskeHusd meueHru u 'y 95% — ¢ HeBpPOJIOTUUECKUMU
WY IICUXUUYECKUMHU HapyireHusamu [1].

KonuuecTBeHHOE ompenesieHne KOHIEHTPAIUU
Meau B TKAHU IIeUeHU OCTaeTCsA 30JI0TBIM CTAHIAPTOM
npuaraoctTukmy BB. [[14 aToro mpoBoAUTCA TYHKITMOH-
Has Ouoncusa nmeueHu. B HopMe KOHIIEHTpAIUI MeIu B
meueHu He mpesbimiaeT 50 MKr, mpu BB — maxoauTca
Ha ypoBHe 250 MKr Ha 1 I cyXOro BellecTBa IIeUYeHMU.
Ha goranauyeckoii cragunu 3a00ieBaHMIsA, 0OCOOEHHO V
IeTell, YPOBEHDb IIEeUEHOUYHOI MeaV He BCerga IpeBbI-
maeT 250 MKT/T, y TeTEPO3UTOT MOYKET OBITH B Ipeie-
aax 150-200 mxr/r[11].

B COMHUTENIBHBIX CIyUYaAX MOKET IPUMEHSTHCS
TeHeTUUYeCKUi aHaJau3 Ha BBIABJICHUE MyTallUi TeHa
ATP7B, accomuupoBanuoro ¢ passutuem BB. Yumn-
THIBAaA BBICOKYIO CTOMMOCTb M'€HETHUUYECKOTO HUCCJIeN0-
BaHUA 1 padHOOOpasue MyTallii, B HACTOSIIee BpeMs
9Ta METOAMKA MPOBOIUTCS JIUIIb B TeX CAyUYaaAX, KOT-
Ia Ipu mogo3peHun Ha BB KIMHUKO-0noXxuMuuecKkme
MeTOJBI He JAalOT OIIPeeIeHHOI'0 OTBeTa.

TaxuMm oO0pasoM, KIMHNYECKAs KapTUHA AebioTa
3aboJyieBaHUSA MOKeT OBITH caMoOli padHooOpasHoii. B
IeTCKOM BO3pacTe TPYIAHOCTh nuarHocTuku BB cBasa-
Ha C BO3MOYKHBIM OTCYTCTBHEM HEBPOJOTUYECKHUX
CcUMIITOMOB U KoJblla Kaiisepa—®eiiliepa, a TakKe
HaJIMYMeM HOPMAaJIbHOU CBIBOPOTOUHOI KOHIIEHTpA-
Uy mepyJaomtasMuia. Kapruaa sabosieBaHusA HAIIO-
MUHaeT KJWHUYECKUE IIPOABJEHUA IPU XPOHUYEC-
KOM TremaTuTe MHOIM STHOJOTHM, UTO 00YCJIOBINBAET
Heo0X0aAMMOCTh UCKIIoueHnsa BB y Bcex mereii ¢ Kau-
HUKOUW XPOHUYECKOTO IellaTUuTa, B TOM Yucje y 60Jb-
HBIX C IIOJJO3PEHUEM Ha ayTOMMMYHHBIN remaTtut [9,
12]. C menbio yaydineHusa paHHeH JUarHOCTUKY 3a00-
JeBaHUA, aHaJAM3a MPUUYUH BO3MOKHBIX AUArHOCTHU-
YeCKUX OIMINOOK ¥ CBOEBPEMEHHOT0 Hauaja IaToreHe-
TUYECKOH Tepannu IPUBOINM IPUMePhl pa3dHooopas-
HBIX BapuaHTOB Ae6iora BB y mereii.

Manpuuxk C. II1., 11 jmet. CeMeliHbIi1 aHAMHES3 HE OTATO-
mieH: poauTeau pebeHKa, cTapiias cecTpa W OJu3KUe
POACTBEHHUKU CUUTAIOT ceb6sa 300poBbIMu. Manbuuk oT VII
0epeMeHHOCTH, IPOTEKaBIIell ¢ TOKCUKO30M, II CpOUHBIX
pozoB, Macca Tesa mpu poxkaenuu 2800 r, qiuHa — 49 cMm.
ITepenecennbie 3aboseBaHUA: BeTpAHAA OCIA, KpacHyxa,
vyacteie OPBU. B panHeM Bo3pacTe OTMEUAJIUCH 3TU30IbI
camkenusi Hb qo 86 r/m, moayuas mpenaparsl KeJiesa, na-
Jee (¢ 2 yieT) aHAJIM3bI KPOBU ObLIM B HOpMe. B panHem Bo3-
pacTe MaJbYMK HAXOWUJICS MOJ HAOJIIOJeHreM HeBPOIIAaTo-
Jora II0 MoBoAY smucuHapoMa. HacTosiee 3abojieBaHue C
o 2003 r., Korga moABUINCH dKaJI00bI Ha TOIIIHOTY, CJIa-
060CTb, CHUIKEHUE alllleTUTa, cyodeOpUIbHYI0 TeMIepaTy-
Py, 3aTeM MOSBUINUCH 3KEJITYIITHOCTh KOKH U CKJIED, TEMHOe
OKpaluBaHue Mouu. PeGeHOK TOCIIUTAJN3UPOBAH B WH-
GeKIMOHHYI0 OOJBHUITY C TOA03PEHNEM Ha OCTPHIM BUPYC-
HBIH rematut. [Ipu o6caeqoBaHNM OBLIO BBHIABIEHO PE3KOE
camkenue Hb, 4To mOCHYy:KMJIO TOBOAOM [Jis IIE€PEBOAA
MalbumKa B oTAesenue rematosnoruun MIKDB ¢ nuarmosom
«TeMOJINTUYECKUN KPU3».

ITpu mocTymaeHun oTMedascsa cyopeopuaInuTer, coxpa-
HAJINCH KeJITYIITHOCTh KOMKU U CIAUBUCTBIX 000J10UeK. Bui-
SABJIEHBI cILIeHoMeraaud (+5 cM u3-110J] Kpas JieBoil pebep-
HOM nyru), me4eHsb — y Kpas pebepHoit nyru, cHuxeHre Hb
mo 55 r/m; 9ap. 1,7-10"%/m; 1111 0,97; per. 1,6%; CO9 33
mMm/4g; Tp. 170 - 10°/;1; mossimerne ceoboxuoro Hb no 0,05
r/n. KonuuecTBo JIETKOIIUTOB, (JOpMYyJia KDOBU He U3MeHe-
HBI. B OMoXuMuUYecKoM aHan3e KPOBU — TMIepOuInpyou-
HEeMWUS 3a CUeT yBeaudeHusa Kak mpsamoro (205 MKMoJIb /1),
Tak u Henpamoro (114,6 mxmous/) 6unupyouna. Ilo nax-
HBIM Y3U opraHoB OPIOIITHOM HOJOCTH HAOIIONAINCH yBe-
JIMYeHNe IIeUeH, HeOJHOPOIHOCTh €€ 9XOCTPYKTYPhI, 3Ha-
YUTEJbHOE YCUJIEHWE COCYAHCTOTO PUCYHKA; YTOJIIEHUEe
CTEHKHU JKEJYHOrO My3bIPS W MOABJIEHUE B €ro IpPOCBeTe
9X0ILIOTHOTO ocanka. Kourpoasaoe Y3U B aBrycre 2003 r.
MMOKAas3aJio HapacTaHue AAaHHBIX U3MEeHeHU.

Kaunnyeckass KaprmHa 3abojeBaHUA, HaJIUUUe HOP-
MOXPOMHOM THUIIeppPereHepaToOpPHOl aHeMUU, IMOBBIIIIEHUEe
HempsaMoro omaupybmHa u csobomuoro Hb B cwhiBopoTKe
KPOBU CBUIETEJHCTBOBAJIMU O HAIUYUYU Y peGeHKAa IeMOJIu-
TUYecKoro kKpusa. HuddepeHIInaabHbIil [UAarHO3 IIPOBO-
IUJICSA MEXKAY UMMYHHOM TeMOJIMTUYeCKOl anemMueii u Hac-
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JIEICTBEHHBIMU TeMOJIUTUUYECKUMU aneMusamMu. VcerenoBauue
KOJIMUECTBEHHOI'0 M KauecTBeHHOro cocraBa Hb, ocmoruuec-
KO PEe3UCTEHTHOCTH U AHTUOKCUJAHTHOTO CTATYCA SPUTPOITH-
TOB OTKJIOHEHUI OT HOPMBI He ITOKA3aJi0, YTO MO3BOJIMIIO UCK-
JIFOUUTH TeMOJIUTUYECKe aHeMUU, CBSI3aHHBIE C ATOJIOTHei
MeMOpaHbI 9PUTPOIUTOB, M HACJIEICTBEHHbIE T€MOTJI00MHOIA-
tuu. I[IpoBenenHas qBakabl mpoba KymbGca mgaa orpuriaresb-
HBIN pes3yJIbTaT, OJHAKO, HECMOTPS Ha 5TO, Pe0EHKY ObLI TIOC-
TaBJIEH ANATHO3 ayTOMMMYHHOM TeMOJIMTUUECKOI aHEMUN.

ITocme mpoBegeHUsA KOPOTKOTO Kypca IPEeIHUB0JI0HA
(2 mr/kr B Teuenue 10 gHeli), 3aMeCTUTENBHOIN Tepamuu
KOMIIOHEHTaMU KPOBU U OZHOKPATHOTO ceaHca Ijasmade-
pesa reMoJIUTUYECKUI Kpu3 OBbLI KyIupoBaH. B maabHeii-
II1eM IMOBTOPHBIX SIM30/J0B reMoIu3a He 0b110. OTHAKO TIpHU
HOPMAaJILHBIX IIOKasarensax Hb y pebeHKa coXpaHAINUCH
JKeJITyXa, YBeJIndYeHue MeyeHu A0 +2—3 ¢M U CIJIeHOMera-
auda. Obparraio Ha ce6s BHUMaHUe yBeJUUYeHre aKTUBHOC-
Tu TpancamMuuas (MaxkcumaabHo 10 300 EJl) u 6unupyouna.

B oxTa6pe 2003 r. y pebeHKa MPUCOEIUHUINCH ABJIE-
HUS BacKyJauTa (IIosIBJIeHNEe TeMOPParunyecKoi mamnyJiesHoi
CBIIM Ha TOJIEHAX, MPUIYXJIOCTb T'OJIEHOCTOIHBLIX CyCTa-
BOB), UTO ME€PBOHAYAJIHHO OBLIO paCIeHEHO KaK IIPOsBJe-
Husa 6osesnu lllenneitna—I'enoxa. A manpHeiirero o6e-
JIeIOBAHUS U JIEUEHNs MAJIbUUK ObLI ITIePeBeleH B Tepares-
Tuyeckoe orgenernue MIKB. Ilpu mocrymiaeHuu ormeua-
JINCh HEOOMJIbHBIE SKCCYNATUBHO-TeMOPPAruUeCcKue BBICHI-
naHuA B 0o0JIacTU HUMKHEHN TPeTH rojieHel, MKTepUUHOCTH
KOKHU, CKJIED U CJAUBUCTHIX 000J0UEK, eJUHUYHBIE «COCY-
IUCThIE 3Be3MOUKMN» HA JIUIle U B 00JIaCTHU 1€ HO-BOPOTHU-
KOBOIf 30HBI, pacIlTupeHHAasI BEHO3HA CeTh Ha »KUBOTE, yBe-
JIMUeHue IJIOTHOCTH U pasdMepa meuenu (+3 cM us-moxa ped-
pa), yBeauueHue cejieseHKu (+2 cM us-mox pedpa).

B kamHMYecKOM aHaiu3e KPOBU IPU HOPMAaJILHOM
yposue Hb, mgefikomuroB obparrajia Ha cebs BHUMaHNE
TpomboruTonieHusa g0 60 -10°/;1, ymepeHHOe yBeJIuueHUe
CO9 (makcuMasbHO 10 23 MM/4). B 6moxumuueckom aHa-
Jin3e KPOBU OTMEYaJIUCh TUHoaNIsr0yMuuemus (28 r/ma), ru-
neprammargooyanaemMus (49%), runepOuaupyomnHeMus
(HenmpAMO# — 26 MKMOJIb/JI, IPAMOH — 42 MKMOJIb/JI), IO~
BoimeHne aktuBHoCcTH AJIT u ACT 1o 97 u 159 E]I coorset-
CTBEHHO, yBeJIMUeHUe IeJouHoi (ocdarassr 1o 1029 exn.
Koarysmorpamma noxasana CHUKEHUE IIPOTPOMOMHOBOTO
ungexca 10 40% , yeauuenue ABP (79 ¢ mpu Hopme 40—70 c)
¥ YBEJIMUEHHBIH ayTOKOATryJIAIMOHHbIH TecT (78 ¢ mpu HOp-
me 17-31 c). [IByKpaTHOe uccjaegoBaHue MapKepoB BUPYC-
HbIX renaTuToB B u C MO3BOJUIO UCKJIIOUUTH BUPYCHYIO
OPUPOLY TelmaTuTa, a IIPOBEJEeHHBIE NMMYHOJIOTUUYECKUE
aHaJMN3b! (KPUOUPeUIUTUHEI oTpuliarenbHbie; ANA 1/40;
AMA 0; SMA 0; aaTuTeNa K TapUeTaJIbHBIM KJIETKaM Ke-
aynka 0) — ayTOMMMYHHBIN remaTuT.

Y3U opraHoB OPIOIIHOI ITOJOCTH IIOKAa3ajio ycyryobJie-
HUe U3MEHEHUU CO CTOPOHBI II€UEHM 110 CPABHEHUIO C HIO-
JeM u aBryctoM Toro ke roga. [Ipu nposensenuu KT 6proi-
HO MOJIOCTU IeUeHb yBeJandeHa, KOHTYPBI ee OyrpucTeie,
CTPYKTypa HEOJHOPOJHA. B MPOEKINU KEJTUHOr0 My3bIPs
BU3YAJU3UPOBAJTICA KOHKPEMEHT HeNpaBUJIbHON (OPMBI
pasmepoMm 4x1 cm. CesreseHKa yBeJInueHa.

Coueranme remaTuta HEeMH(MEKIIMOHHONW MTPUPOABI C
dopMupoBaHTEM IMPPO3a IE€UEHU, PA3BUBIIET0CAd B I0HOM

BO3pacTe, U TeMOJUTUUYECKOTO KPpU3a TPeOOBAIO UCKJIIOUe-
Husa BB. OcMoTp OKyJ/IKcTa ¢ MpuMeHeHueM IIeJIeBOI JiaM-
IIBI TTOKA3aJI HaJuune TbLIeBUAHBIX OTJI0KEHUI Ha 9HI0Te-
JINY POTOBUIILI CBETJIO-CEPOTO I[BETA, KOHIEHTPUUHO PACIIO-
J0:xeHHBbIX (Kosbito Kaiizepa— ®aeiimepa).

IIpu oTcyTCcTBUM $Kayi0b CO CTOPOHBI pebeHKa Ha HAPY-
1eHue JBUKEHUH, MOKHO OBIJIO 3aMETUTH HAJIWUHWE CIIac-
THUKO-TIapeTUYeCcKoit moxoaKku. IIpu ocMoTpe HEBPOIIATOJIO-
TOM BBISIBJIEHO HAJWYNE OUaT0BOH HEBPOJOTHUUECKOM CUMII-
TOMaTUKU (JeBUANUA A3BIKA BJIEBO, IIOBBIIIIEHUE MBIIIEU-
HOTO TOHYyCAa B HOTaxX II0 MUpaMumHoMy Tuly D>S, KJI0HYyC
CTOI, TOJEePTUBAHUE MUMHYECKOU MYCKYJIaTyphl, aCcUM-
METPHUA CYXOMKWJIBHBIX PedIeKCcoB, cUMITOM BabuHCKOTO
cupasa). Ha 99T saperucTpupoBaHbl YMEPEHHO BBIPAYKEH-
Hble 1u()y3HbIEe 00II[eMO3TOBbIe HAPYIIIEHU .

Hasnnune KIuHMYECKONM KapTUHBI XPOHUYECKOTO rela-
THTa ¢ (POPMUPYIOIUMCA IIUPPO30M IE€UEeHU, HEBPOJIOTHU-
YECKOM CHUMITOMATUKKU U OMTAIBMOJOTUUECKUX CHUMIITO-
MOB TIO3BOJIUJIO IIPEAIOJOKUTL Hanuuyue y pebenka BB.
IToBbIIlIeHME CYTOYHOI SKCKperuu menu ¢ Mmouoir (155
MKT/CYT) TaKsKe CBUIETEJbCTBOBAJIO B IIOJIL3Y JAHHOIO 3a-
0oJieBaHUA. Y UNTHIBAS Ne0I0T 3a00IeBaHNUA C IeMOJIUTIYEC-
KOT'0 KpHU3a, HaJuuue KeJTYHOKaMeHHOI 60JIe3H, U3MeHe-
HUS HEBPOJOTMYECKOTr0 CTaTyCa, HAJNUYKe CUHIPOMA I[UTO-
JIn3a, TUCIIPOTEeNHEMUN, [IOBBIIIIEHNUS CYTOUHON 9KCKPeI[Uu
MeJIu C MOUOIi, ¢ gzuaruo3om BB nisa ganpHelero oéeiaeno-
BaHUA U OIPENeeHUA TAKTUKYU Tepaluu MaJbUuK B HOSAO-
pe 2003 r. ObLI IepeBeleH B OTAEJE€HHE TIemaTOJOrUHU
HII3M. IIpu mocTymjieHNM: COCTOSIHME MaJbuuKa cpegHet
TsaskecT. Macca tena 34 Kr, poct 145 cm. iKano6sr HA 60-
JIe3HEeHHOCTDb B HOTaX, HApyIlleHne MoXoKu. KosKHbIe TTOK-
POBBI CMYTJIbIe C UKTEPUYHBIM OTTeHKOM. CepeuHo-1erou-
Has [OesATeJbHOCTh YIOBJIETBOPUTeJdbHas. JKuMBOT mpm
MaJbIanuyu MATKUI, 00J€3HEHHBIN B SIUTacTPUU, B TOU-
Kax yKeJYHOTro My3bIps, SIHoBepa. IleueHs y Kpasa pebepHOit
nyru. CeleseHKa BBICTYIIAaeT U3-TIOJ Kpasd pebepHOI Ayru
Ha 1 cM, Kpail IJIOTHO-3JIaCTUYECKOIT KOHCUCTEHIINU, 6e3-
OosiesHeHHBIH. [Ipy o6ciefoBaHUY B aHAIN3aX KPOBU COX-
paHasach TpoMmboruronenus (93 - 10°/1), runepbunupyou-
Hemus (50,9 mxmoun /i), cuaapom rutoausa (ACT 98 ex,
AJIT 71 en), rumo- u gucupoTenHeMus (CHUMKeHUEe alb0y-
MuHOB no 20 r/J, HOBBIIIeHNE Y-TJI00YINHOB 1o 25,4 1/11).
Briasieno cHmkenue xosecrepuna (1,9 mMmousb/i), mepy-
snomnasmusna (5 mr% ), IITU (37,2% ), nmosbimenue I'TT no
132 en/n, yBesqMmueHNe CYTOUHOM SKCKPEIIUY MeU ¢ MOUOI
155,2 mkr/cyT, B ipobe ¢ [I-nerurmiamuaom — 832,4 MKr/cyT.
IIpu npoBenenuu Y3U o6HapyKeHBI KOHKPEMEHTHI B IIPOC-
BETe JKEeJIYHOTO IIy3bIPA, IPU3HAKY IOPTAJIBHOU I'MII€PTEH-
3uu (CIJIEHOMerand, PacIIupeHre CTBOJIOB CeJIe3eHOUHOM
u BopoTHO¥ BeH), nmpu I['JIC — BapuKo3HOe paclIupeHue
BeH nuieBoga I crerenu. Ilpu ocMoTpe OKyJIMCTOM ITOATBE-
pexIeHo Hamuume KoJsblla Kaiisepa—®eiiepa, Ipu 0CMOT-
pe HeBpoJOrOM — HHpaMumHOTO cuHApoMma. umaruHos BB
OBLJI IIOTBEPKIEH.

Oco0eHHOCThIO JAHHOTO CJIy4Yas SBJISETCS Ie00T
3abosieBanuss BB ¢ KIMHMYECKUX MPOABJIEHUNA Tema-
THUTa U TeMOJUTUYECKOro Kpusa. Mmerorecsa y 60J1b-
HOTO JKeJITyXa, TrellaTo- U CILJIeHOMerajusa, yMepeHHOe
MIOBBINIIEHNE YPOBHA TPaHCAMUHA3 BIIOJIHE YKJIAJbIBa-
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JINCh B KAPTUHY TeMOJUTUYECKON aHeMUH, UTO OIIpe-
JIeJINJI0 IUarHOCTUUYEeCKHUII IIOMCK B MHOM HAaIIpaBJie-
Hun. OgHAKO OBAXKAbl OTPUIATEJIBHBIN pPe3yJbTaT
npobsl Kym06ca 103B0IMII YCOMHUTHCA B TPAKTOBKE T'e-
MOJINTUYECKOI'0 Kpu3a KaK IPOABJEHUA ayTOUMMYH-
HOM reMOJIUTUYECKON aHeMUU, B KapTUHY KOTOPOH He
YKJaAbIBaJIUCh TaKNEe CUMITOMBI, KaK KeJaTyXa, COX-
paHsIoNasicsa W IocJie BoccTaHOBJIeHUs ypoBHA Hb,
HapacTamllfasd B AUHAMHKE aKTUBHOCTH TpPaHCAMU-
Ha3, MOBBIIIIEHIEe MIPAMOro OMINPYOMHA YyiKe Ha Ha-
yaJbHBIX 9Tamax s3aboneBanus. B gebiore 3aboJieBa-
HUS JaHHBIE CUMIITOMBI OBLIYM HEOOOIleHEeHbI. JIWIIb
IocJie YCTAHOBJIEHUA Y MaJbUMKa XPOHUYECKOTO Te-
naTtuTa HemH(EKIIMOHHON ITPUPOAbI, YKA3aHU Ha Te-
MOJUTUYECKUIT KPU3 IIO3BOJUJIMN 3amono3purth BB,
PACIIUPUTL AUATHOCTUUECKUE MEPONPUATUA U BbIA-
BUTH O(PTAJIBMOJIOTYECKYIE I HEBPOJIOTUYECKIIE U3Me-
HeHUs, XapaKTepHbIe AJId JaHHO 60JIe3HN.

Kax y:xe roBopusoch paHee, 1e6ior BB BoamorkeH
¢ GyIbMUHAHTHOTO rellaTuTa 1 OBICTPO POTPECCUPY-
IOIIel MeUYeHOUHON HeJocTaTOUHOCTH. I1000HbIH Ba-
PUAaHT OTJIMYaeTCs KpaliHe HeGJIarompuUATHBIM IIPOT-
HO30M, W €JUHCTBEHHBIM METOJOM JIeHeHUS MOJKEeT
OKal3aThCA DKCTPEHHAdA TPAaAHCIJAaHTAIUA IIeUYeHH.
ITpuBoguMm mpumep nogob6HOrO Teuenus BB.

Mansunk E.K., 8 nmer. Poguiacsa or 350poBBIX poguTe-
Je#, BTOpoil peOeHOK B ceMbe (cTaplias cecTpa 3J0pOBa).
3aboJsieBaHusA IIeYEHU Y POJCTBEHHUKOB POJUTEIN OTPUILA-
for. Jlo 8 JyeT poc u pasBuBaJiCA COOTBETCTBEHHO BO3PACTY,
2Kaa00 He npeabABasaa. Jlerom 2006 r. mepeHec cKapJaTu-
HY B JIETKOH (popme, IIOCJIe Yero Py OCMOTPe ITefruaTpa Bbl-
SIBJIEHO HeOOJIBITIOE YBeInUeHre ITeUeHn U ceie3eHKn. B 6umo-
XUMUYECKOM aHaIn3e KPOBU, B3sITOM BIEDPBbLIE B JKU3HU,
HaAOJII0AI0Ch YMEPEeHHOe MOBBINIIeHNe aKTUBHOCTUA TPaHC-
ammHas. Mapkeps! renatuta B u C B KpoBU He o0HapysKe-
ubl. Ha KoHCyJIbTaI UM MH(PEKIIMOHNCTA-TEIaToI0Ta OBLIO
BBICKAB3aHO MPEAIIOJIOKEeHNEe 0 HeMH(MEKI[MOHHON MpupoIe
remaTuTa ¥ Ha3HAYEHO JOIIOJHUTEIbHOE 00CIe[OBaHMe NI
YTOYHEHUS ero dTUOJIOTUU: OIpeesieHre YPOBHS O, -aHTH-
tpuncuHa (0, AT) u 11epyaoniasMuHa B CLIBOPOTKE KPOBU 1
9KCKpeIluu Meau ¢ Mouoii. YposeHb 0o, AT cooTBeTCTBOBAI
HOPMAaJIbHBIM 3HaA4Y€HUAM. SRCerI.U/Iﬁ Meau IIpeBhIIIaJia
"HOopMy (380 MKr/cyT), yPOBEHD IIepPyJIOIJIa3MUHA B ChIBO-
POTKe KPOBU 3HAUUTEJIbHO CHUKEH (2,2 MI'/AJ Ipu HOpMe
25—-63 mr/ma). C nuaraosom BB pekoMeHmoBaHaA rocuuTa-
nusanusa B orhenenue renaroaoruu HI3I, omHako B Teue-
HUE IOoCJeaYIomux 4 MecsaleB poauTesu pedeHKa OTaaIn
IpenrovYTeHrne JeUYeHUI0 MeTomaMu HeTpaI{HHHOHHOﬁ Me-
auinuabl. 13.11.2006 mpu mOBTOPHOM HCCIEeLOBAHUY MOUYU
BBIABJIEHO 3HAYMTEJIbHOE HapacCTaHHe I9KCKpeuuu Meou
(>1400 mkr/cyrt). 15.11.2006 cocrosinme peGeHKa pPe3KO
YXYAIINJIOCH: OTMEUAJIOCHh IIOBBIMIEHNE TeMIIEpaTyphI Tejia
1o 38 °C, mOABUINCH BSAJIOCTD, PE3KOe CHUKEeHNE aIllleTUTa,
TeMHBIN OBET MO4YU, YBeJINUEHHUE JKMUBOTA, OTEKH Ha roJie-
HaAX. PebeHOK sKcTpeHHO rocriuranusupoasd B MIIKDB ¢ gu-
araosoM «OcTpeiii rmomepyJonedpuT». OgHaKO yiKe Ipu
oCcMOTpe JaHHBIN AMarHold OblI uckaodeH. O6iiee cocTos-
HUe OBLIO TAMKeJIbIM — PeOeHOK BSAJIbII, alllIeTUT Pe3KO CHU-
JKeH, OTMevaJicA «IIeUeHOUYHBIH» 3amax us3o pra. Obparimantu

Ha ce0sA BHUMAaHNe KeJITYIITHOCTb KOKHU U CKJIeP, MHOKECT-
BEHHBIE COCYIMCThIe 3BE3JOUKHU Ha KOiKe, IaJIbMapHOCTD,
cJierKa royiyboBaThIii OTTEHOK HOTTEBBIX JIYHOK U HOI'THU B
dopMe «UaCOBBIX CTEKOJ». JHKUBOT yBesnueH B ob0beMme,
pacmimpeHbl BeHBI IlepeaHell OpIONIHON CTeHKH. lleueHb
yBeJqmueHa 10 +3—4 ¢cM, YMEPEeHHOH IIJIOTHOCTH, CeJe3eHKa
+3 cM. B 6pIonrHoii moJIocTH IIePKYTOPHO OIIPeiesIsieTCs He-
00JIBIII0e KOJTUYECTBO CBOOOJHOM JKUAKOCTH.

IIpu o6GesiemoBaHMY B OOIIUX aHAJIM3aX KPOBU OIpejie-
Jasamachk TpomoboruTonenus go 81 - 10°/1, ananus mouu 6es
maToJioruu. B 0MOXMMUYEeCKUX aHAJIN3aX KPOBU BbISABJIEHBI
runonporenHemusd (55 r/n) u runoansbymuuaemusd (29 r/i),
runepouanpyonHemMus (Henpamoii — 43,9 MKMOJb/JI, IPs-
moit — 54,6 MKMOJb/J); BhIpasKeHHAas T'UIIOXO0JIeCTepUHe-
mus (1,6 MMoJIb/JT), TOBBINIIEHHAA aAKTUBHOCTH TPAHCAMU-
Has3 (AJIT 194 u ACT 234 en/n). B KoarysorpaMmme oT™Meda-
Jock 3HaunTebHOE cHIKeHUe [ITU (25% ). AHanus KpoBu
Ha Mapkepsl rematuta B u C oTpunaTeabHBIHA.

ITo mamabpiMm Y3U BBLISABIEHO yBeJIWdYeHUe MeUeHU 0e3
BBIPAKEHHBIX HApPYIIEHUI ee d9XOCTPYKTYPHI, YBeJIUYeHUe
CeJle3eHKHU, PACIIVPEHUEe CeJIe3€HOYHOU BEHBI, HaJUYue
CBOOOIHOM *KUIKOCTHU B OPIOIITHOM TOJIOCTH.

OcMoOTp HeBpOHAaToJioTa U OKYJHCTA OTKJOHEHUI He
BBISIBUJIM. ¥ UNTBIBASI KJIMHUYECKIE ITPOSBIEHUs 3a60IeBa-
HUS, Pe3yJIbTaThl IPOBEEHHOr0 Parnee 00CIeI0OBAHUSA JUAT-
HOo3 BB He BbI3bIBaAJ cOMHeHUsI. PeOeHKyY Oblila HauaTa WH-
¢dysuoHHAs Tepamus ¢ B/B BBeIeHHEM CBEKe3aMOPOIKEeH-
Hoit mrasmbel, 10% pacTBOpa anb0yMuHa, aHTUOAKTEPUATb-
Had (med@TpUaKCOH), AUypeTuUecKas Tepanusd (BepOoIInu-
pou 100 mr/cyr, nasuxkc 30 mr/cyr), modanax. OxHako
CcOCTOsIHME O0OJIBHOTO OCTABAJOCh TSAKEJBIM, COXPAHAINUCH
JKeJNTyXa, aciuTr, cyodeOpuabHas temieparypa. Ha 4-i
IeHb TPeOLIBAaHUSA B OTAEJICHUY BeUePOM IIPHU MO HEME TeM-
nepatypsl Tena no 38,5 °C Oblia BBeJeHA JUTUYECKAST
cMecCh, BKJIIOUAIOIIAA aHAJbI'MH U aMUHA3WH, YTO MIOBJIEKJIO
YXYAIIeHNE COCTOSIHUSA: OTMEUYAI0Ch HapaCTaHUe KeJaTyX !,
Pe3Koe CHUKEeHIe alllleTUTa, BAJOCTb U COHJINBOCTD BILJIOTH
0 PA3BUTUS COMHOJIEHTHOTO cOCTOAHUA. [0 TaHHBIM O1O-
XUMUUECKUX aHAJN30B KPOBU BLISBJICHO YBEJIUYECHUE YPOB-
Hs OuupyouHa (HeIIpsaMoi u npAMoii ppaxiiuit) 6e3 Hapac-
TaHWS CUHAPOMA IuTOn3a (OUJIupPyOonH-(pepMeHTHAS UC-
comuanus); gajbHelnee najeHre ypoBHA IPOTPOMOUHA U
¢ubpunorena. Takum o6pasom, y peberka ¢ BB umeso mec-
TO pa3BUTHE (PYJIbMUHAHTHOTO T'ellaTUTa C OBICTPBIM IPOT-
peccupoBaHUEM MEUYEHOUHON HeJOCTATOUYHOCTH, B CBSASU C
ueM IpoBeieHre Tepanuu [[-meHuuaIIaMuHEOM ObLIO Helle-
JecoobpasHo. EAVHCTBEeHHBIM pPaJlUMKaJIbLHBIM METOLOM Jie-
YeHUA ABJIAIOCH DKCTPEHHOE ITPOBeIeHre TPAHCILIaHTAI[UN
neueHu. B TeueHue caenyiomux 2 gHei Ha (poHe MPOa0JIKa-
oreicsa nHQPY3UOHHON Tepanuu, B/B BBeJIeHUA IPEIHU30-
JIOHA, HECMOTPSA Ha HEKOTOPYIO MOJIOMKUTEIbHYIO JUHAMU-
KY KJIMHUYECKOTO COCTOAHUS pebeHKa (CcTaja akTUBHee, I10-
SIBUJICS QIIIIEeTUT), COXPAHSJINCH reMopparnuecKue mposiB-
JIEHUS B BHJle HOCOBOTO KPOBOTEUEHU S, IaO0OPATOPHBIE IIPO-
SABJIEHUSA II€UEHOUHOII HEeIOCTATOUHOCTH. YUepes HeIesro
mocse noctymniaenus B MIIKB pe6eHoOK ObLJI TIepeBeeH B OT-
nenenue tpaHcmiantanuu neuenu PHIIX, roe uepes 2 He-
Iesu ObLIA IPOBE/IeHA POCTBeHHASA TPAHCILJIAHTAIIUA ITeve-
HU OT OTIia 6OJIBLHOTO.



64

IMepunaTpus/2008/Tom 87/Nes

Taxum o0pasomM, 0COOEHHOCTHIO JAHHOTO CJIydas
ABJAETCS, BO-IIEPBBIX, OTCYTCTBUE BHEIIEYEHOUHBIX
nposBieHuit BB 1, Bo-BTOPBIX, CTPEMUTENBHOE (B Te-
YyeHNe HECKOJbKUX JHEI) pas3BuTHe 3a00JeBaHUA OT
JATeHTHOTO TellaTuTa, IIPOABIAIONIErOCsa TOJbKO Jia-
0OPaTOPHBIMU CHUMIITOMAMU, OO TAMKEJOH ITeUeHOU-
HOU HemocTaTouHOoCTU. ClieIyeT TaKKe OTMETUTh, YTO
Osaromapsi KauecTBEHHO IPOBEAEHHOI JUCIIaHCepr3a-
MUY y JAHHOTO 0OJBHOTO OKA3aJIoCh BOSMOYKHBIM HeE
TOJIBKO IIOCTAaBUTH JUATHO3 I'ellaTUTAa IIPU OTCYTCTBUU
JKaJI00 M HAIUYNY MAHUMAJIbHBIX KJINHUYECKUX IPO-
ABJIEHUH, HO 1 CBOEBPEMEHHO YCTAHOBUTH €I'0 3THUOJIO-
ruio. OMHAKO, K COKATEHUI0, PAHHSIA ITOCTAHOBKA TH-
araosa BB He compoBoiKaasachk CBOEBPEMEHHBIM Ha3-
HaUeHNEeM IIaTOTeHETUYECKOH Tepanu, KoTopas, BO3-
MOJKHO, MOTIJIa ObI IPEeJOTBPATUTL pas3BUTHE 3a00Jie-
BaHUA 10 TUILY PYJIBMUHAHTHOTO reIaTura.

Ie6tor BB ¢ HeBpoJoOrmuecKnx MPOSABICHUN uYa-
11e OTMeYaeTcd ¥ B3POCJIbIX ITAIlUeHTOB, OJHAKO BO3-
MOJK€H U B IeTCKoM Bo3pacTe. [IpuBogum mpumep mo-
IOOHOTO TeueHUs 3a00IeBaHU.

HeBouka C.9., 1988 roma poskaeHus, MOCTOSIHHO IPO-
sxkuBaeT B Kanmbikuu. Poguiack oT 3M0pPOBBIX POAUTENIEI,
ykasaunuit Ha BB B cembe Her. Poguiiach JOHOIIIEHHOM, paH-
Hee pasButue 6e3 ocobeHHOocTei. B Bogpacte 9 jeT mosaBu-
JIUCh KayI00bl HA cybdebpuinuTeT, 60U B CycTaBaX, MbIIII-
max, ObICTPYIO yToMIgeMocThb. [Io MecTy sKuTeabcTBa OBLI
BBICTABJIEH JUArHO3: qepmaTroMuosurt. Ilocie mpoBeneHHO-
ro jeueHus (npegHu30Ja0H 30 MI'/CYyT ¢ IOCTEIIEHHOH OTMe-
HOH B TeueHUe IIOJIYroja) AeBOUYKA C YJIyUIlleHHeM IiepeBe-
IeHa Ha aMOyJiaTopHoe Habmonenue. B 12 jet moce mepe-
"Hecenuoit OPBU BHOBB crajii OECIIOKOUTH CJIa00CTh, apT-
pajnruu, MUajITUY, IIOBTOPHBIE HOCOBBIE KPOBOTEUEHUS.
Bnepsrie o6paTuiu BHUMaHVe Ha 3aMeAJIEHHOCTH IBUIKE-
HUH, TpeMop. ITo MecTy KUTeILCTBA IIOCTABJIEH JUATHO3:
MapKUHCOHMYECKUI CUHIPOM HEesSCHOTO reHesa. Jleumiaach
IIUKJIOLOJIOM 1 COCYAUCTHIMU CPEACTBAMU 0€3 ITOJIOKUTEb-
HOTO 3d(deKTa, HEBPOJIOTUUECKAsA CUMIITOMATHKA HapacTa-
Ja. B Bospacre 13 jieT [eBOYKa rOCIIUTAJIN3NPOBaHA B HEB-
posoruueckoe otgenerHue PIKB. Ormeuanuck Tpemop,
aTaKCHUd, a TAaKKe BBISABJIEHBI U3MEHEeHUA CTPYKTYPHI IIeue-
HU 110 JaHHBIM ¥ 3V — HEOZHOPOAHOCTE €€ 9XOCTPYKTYPHI. B
0MOXMMUYECKOM aHaJN3€e KPOBY IIOBBIIIIEHNA TPAHCAMIUHAS
He OTMeUYeHO. BrImeykasaHHBIE KJINHUKO-JIa00paTOPHEIE
TPOABJIEHUA AajN OCHOBaHME 3amomo3puTh BB, koropas
ObLyIa IIOATBEPJKIEHA PE3KUM CHUKEHUEM YPOBHS IIEPYII-
JIa3MUHA B CHIBOPOTKe KpoBU (2,82 mr/mi). [leBouke BbIC-
TaBJIeH NUArHO3: remnaronepedpanbHasd JereHepanud, PU-
rugHas popma. B reueHue 2 jieT mosaydasia JedeHue Kympe-
HUJIOM, HO IOCKOJIbKY OTMeUajach ajleprudyecKasi peak-
IUs Ha Iperapar B BUJe ChINU, KYyPC JIEUeHUS HEOJHOKPAT-
HO IIPepPHIBAJICA.

B Bospacte 15 jeT BuepBbie TOCIUTAIU3UPOBAaHA B OT-
nenenne remarosoruu HII3I PAMH. Ormeuasack BbIpa-
JKeHHAasd HeBPOJIOTUYECKAasd CUMITOMATHKA B BUJE TPEMODA
DPYK, HEBO3MOXKHOCTY BBHIIIOJIHEHUS MEJKUX IBUIKEHUI,

3aTpynHeHus peun. [leueHb BhICTyIIaIa U3-I0 Kpas pedep-
HOM gayru Ha +1 cm. IIpum ocmMoTpe OKyJiumCTa BBISIBIEHO
roubito Kaiizepa—®ueiiniepa. Ilo qaHHBIM OMOXHMMUYECKO-
ro obcJieloBaHUA yPOBEHb TPAHCAMUHA3 COOTBETCTBOBAJI
HOPMAaJIbHBIM 3HAYEHUAM, IepyJoliasMuua — 4,3 mr/mi.
CyTouHas sKCcKpernus meau ¢ mouoit — 107,6 MKr/cyT, Ha
doue [-menmmuamramuia — 3432,2 MKr/cyr. BeiaBiaeHa
TpombonuToneHud 10 132 - 10°/71 6e3 KIMHUUYECKUX ITPOAB-
JIeHU# reMopparuyeckoro cuaapoma. Ilo ranueim Y3U BbI-
ABJIEHBI HEOOHOPOAHOCTH CTPYKTYPHI II€YE€HU, YBEJINYEHUE
CeJIe3eHKHU, IPU3HAKY [IOPTAJbHON I'UIIePTEeH3UN.

IleBouKe BO30OHOBJIEHA Tepanus KYIPEHUJIOM B I03€
1000 mr B cyTKu. B Teuenue mocaeayomux 2,5 et reBou-
Ka moJrydajia Tepamnuio 6e3 nepepbiBoB. Ha done mposogu-
MOT0 JIEYEHUSI COCTOAHIE OOJIBHON CTa0MIN3UPOBAJIOCH, OT-
Meuasiach TaK)Ke IOJIOMKUTEeJbHAs NUHAMUKA HEBDPOJIOTU-
YEeCKUX MPOSIBJICHUN 3a00JIeBaHUA: 3HAUUTEILHOE YMEHb-
lIeHre TpeMopa KUCTeil PYK, aTaKkCuu, HUCTarMa, acuM-
METPHUU MBIIIIEYHOI'O TOHYyCa C OKUBJIEHUEM CYXOMKHUJIIBHBIX
pediekcoB u ucuesHoBeHueM ausaprpuu. OQHAKO coxpa-
HAJINCH 9MOIIMOHAIbHAS YIIOIEHHOCTD, CHIYKeH1e T03Ha-
BaTeJbHOUN neATesnbHOCTH. CyTOUHAsA SKCKpenusa Meou C
Mouyoii Ha poue [[-nenunuamamuna — 177,9 mxr/cyT (88,95
MKT'/CYT).

Ocobennoctbio BB B gaHHOM ciayuae sBJsSeTCS
npeobJiafaHre B KJIANHUUECKON KapTUHE IOPaKeHns
ITHC ¢ HanuymeM ABUTATEIbHBIX U ICUXUYECKUX HA-
pyinenuii. KinHnyecKkrue CUMOTOMBI IIOPAKeHU IIe-
YeHHN IIPU KaTaMHECTUYeCKOM HAOJIOJeHUH B Teue-
HUe 5 JIeT OTCYTCTBOBAJIU, HECMOTPS HAa TO, UTO pery-
JsApHas TaToreHeTWuecKas Tepamnusa Obljaa HadvaTa
TOJIBKO uepes 3 roja mocJje aedroTa 3adboaeBanus. Of-
HAaKO, 10 JaHHBLIM JIAOOPATOPHOrO ¥ MHCTPYMEHTAJb-
HOT'O MCCJeJOBaHUA, BCE K€ MOKHO BBIABUTH Y JaH-
HOI1 OOJILHOM MPU3HAKU JATEHTHO TEKYIero XpOoHU-
YecKOTro remaTuTa.

Taxkum ob6pasom, BB — aT0 HacaemcTBeHHOE 3a00-
JeBaHUe, IPOTeKalolllee AJUTEJSbHOEe BpeMdA JIATEHT-
HO. IlepBble KIMHUUYECKNE CHUMITOMBI OOBIYHO IIOSB-
JISI0OTCS TIocsIe b JieT :ku3Hu peberka. IIporece y geTeit
XapakTepu3yeTcd B HAYaJbHOM IIepHUOfe HAJIUUNEM
KJINHUKU IIOPaKeHUA IIe4eHU, OTCYTCTBUEM HEBPOJIO-
TUUYEeCKOll CUMIITOMATUKHN U KoJbila Kaiizepa—®ieii-
1epa, 4To 3aTPyOHAET TUArHOCTUKY STOTO 3a0o0jeBa-
HUsA. BeITToTHeHe KOMILIeKca JIabopaTOPHBIX U MOP-
(hosornuecKkmux wucCIeLOBAHUI II03BOJIIET CBOEBpE-
MEHHO IIOCTaBUTH AuarHo3 BB B meTckom Bo3pacre.
Pannee HazHaUeHME TATOTeHETUUYECKON TEpPAINM, KaK
IIPABUJIO, COIPOBOKIAECTCA PErpPeccoM KJINHUYECKON
CUMIOTOMATUKU U IIpeAoTBpalleHreM (POPMUPOBAHUA
nmuppo3sa nevenu. HeadheKTUBHOCTH KOHCEPBATUBHO-
ro JIeueHUsI 00yCJIOBJIMBAET HEOOXOANMOCTh IIPOBEIe-
HUS OIlepaluy TPAHCILIAHTAIIUY IIeUeH! Y paga 00Jb-
HbIX. PanHee BLIABJIEHNE U afileKBaTHaA Tepanus BBy
JIeTel MpeAcTaBIAIT cO00Ii CepPbe3HYI0 MeIUKO-COIH-
AJIbHYIO IIP00JIeMy IJIs 3APaBOOXPAHEeHUA.
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