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PEJIKUN KJIMHUYECKUN CJIYUYAN MAHUDECTAIINU BOJIE3HU
BUJIbCOHA B PAHHEM JIETCKOM BO3PACTE

[Tpod. E. JI. TOBAYKHAHCKAZ, xanz. mea. nayk O. M. KAYK,
kan. men. Hayk E. T. COJIOBBEBA, kaunu. mea. nayk U. A. JIATITIIMHA, 10. K. PEMUHAK

XapbKOBCKUU HAUUOHAABHbLU MeqUUUHCKUU yHUBepcumem, YKpauHa

OnucaHpl IaTOreHETHYECKHE MEXaHI3MbI, OCHOBHbBIE KIUHIHYECKHE (POPMbBI, AMATHOCTUYECKHE KPUTEPUHT
6ose3nu Buibcona, OCHOBaHHbBIE HA Pe3yJIbTaTaX HEHPOBH3YATU3AIMOHHOTO, 0(PTaIbMOIOTHIECKOTO,
1a6opaTOPHOro 00CAEIOBAHUS U MOJIEKYJISIPHO-TEHETHYECKOro TecTupoBanus. [Ipuseiensl coBpeMeH-
Hble PEKOMEH/IAIMY TI0 JIEYEHHIO JIaHHOro 3a0oaeBanus. B kauecTBe npumMepa NpUBeeH KIMHUYECKHT

cay4aii Gonesnu Bunbcona y pebenka 8 mecsies.

Kntoueswvie crosa: 6onesnv Buivcona, napywenue obmena meou, pannuii 0emckuil 603pacm, IKCmMpanupa-
MuoHbLe HAPYWEHUS, MOICKYLADPHO -2eHeMUUECKOe MeCmuposanue.

bonesns Bunbcona (bB) — penkas marosorus,
HacjenyemMasi 0 ayTOCOMHO-DPEIeCCUBHOMY THILY,
aToreHes KOTOPOil CBsI3aH ¢ HapylleHueM MeTabo-
JIN3Ma MEJIM B OPTAaHU3ME, UYTO TIPUBOIUT K U30BITOU-
HOMY ee HAKOILJIEHWIO B PAa3JIMYHbIX OpPraHax U TKa-
HSIX, IPEUMYIECTBEHHO B IeYE€HU U IeHTPATHHON
HepBHOU cucteme [1, 2]. Yacrora BcTpewaemocTu
JaHHOTO 3a60JIeBaHUs B TOMYJSIIIUNA BapbUPYeT OT
1:30 000 1 1o 1:100 000 c yBenuyeHneM B peruoHax,
rJie PacIpoCTPaHEHbI OJIM3KOPOACTBEHHBIE Opak [3].
B tunuunbix cayvagx bB manudectupyer npenmy-
1ecTBEHHO B MoJo1oM Bo3pacte — oT 10 mgo 40 ner.
OpmHaxo B TUTEPAType OMUCAHBI eMUHUIHBIE CIYYaAH
BB y zmereit 1o 5-jeTHero Bo3pacra ¢ IUPPO30OM Iie-
yeHU U ¢ (HYJTbMUHAHTHBIM TE€UEHUEM MEeYeHOUHO
HepocTatouHocTn [4—6]. EcTh TakXe faHHbBIE O peji-
KUX TO3[HUX CJydasx [UATHOCTHKU 3a00JIeBaHUs
y mamnueHToB 55—-62 ser [7, 8].

YuutpiBag, uro BB Ha mepBbIX aTamax MoxkeT
HUMETD JUTUTEbHOE HECCUMITTOMHOE TeUeHVIE, a B JIalTh-
HENIeM COTPOBOXKAAETCS MMTUPOKUM KJIUHUYECKUM
MOTUMOPGU3MOM, €€ CYUTAIOT OJHUM W3 TPYIHO
JMarHocTupyemMbix 3abosesanuii [3, 9]. Omxnako cBo-
eBpeMeHHOe Ha3HaueHle NAaTOreHeTUYEeCKON Tepalii
CIIOCOBCTBYET 3HAYMTETBHOMY PETPECCY KIMHUYECKOI
CUMIITOMATHKH, TPEAOTBPAIIEHUIO (DOPMIPOBAHUS
IUPPO3a MeYeHN W MOBPEKIEHNUS TKAHU TOJOBHOTO
MO3Ta, YAYUYNIeHWIO KauyecTBa KU3HU U COIUAIbHON
AKTUBHOCTHU manuenTos [3, 10].

Uctopusa bB wnaumnaercs ¢ xouma XIX B,
aumenHo ¢ 1883 ., korza C. Westphal u A. Strumpell
BIIEPBBIE OMUCAJIN COYETAIoIIeecs: ¢ IUPPO30M Ie-
YeHM XPOHMUYECKOe Mporpeccupyoiiee 3abojieBaHue
HEPBHOW CHUCTEMBI, Ha3BaB €r0 <IICEBIOCKIEPO3>.
B 1912 r. S. Wilson ony6aukoBan moapobHoe
onucaHue KIMHUYECKON KapTUHBI 6OJe3HU, a camMy
ee Ha3BaJl <«IIPOTPeCCUpyIoas JeHTUKYIsIpHaST
nerenepanusi> [11]. B Ttom ke roxy B. Fleischer
OTMCaJ W3MEHEHUs B POTOBUIlE TJasa, CBI3aH-
Hoe ¢ HakormenneM menn [12]. B 1921 r. H. Hall
O0BEMHIIT TEPMUHBI <IICEBIOCKIEPO3» U <«Tella-
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TOJIEHTUKYJSIPHAS JleTeHepalusi» U BBEJ TEPMUH
«6ose3ns BuabcoHa.

B Teyenne mocienyoNX HECKOTBKUX JECATUIIC-
THi Obla oKa3aHa porb Meau U aeduImTa mepy-
Joriazmuna B natorenese bB [13—-15]. A B 1953 1.
A. G. Bearn, npoanasmsuposas 30 cemeii, B KOTOPbIX
6bTn manuentsl ¢ BB, ycraHoBWa ayTocoMHO-pe-
[IECCUBHBIA THUIT HACJTEMOBAHUSA ITOTO 3a00JIE€BAHMSI
[16]. B 1974 r. ObIIM TOMYYEHBI /OKA3ATETHCTBA
HAPYIIEHNsT TPoIecca OMINAPHON 9KCKPETNYU MeH
npu bB [17].

BaxubiM cOOBITHEM CTAJO MHPEAJOKEHUE
J. M. Walshe B 1956 r. ucnonb3oBaTh B KauecTBe
xenupytonieil Tepantun bB mepopasbHOTO Tpemnapa-
Ta D-nernmiiaMuHa, 9TO MO3BOJIIIIO KapANHATIBHO
ONITUMU3UPOBATH TEPATNIO0 M U3MEHUTH MCXOJ 3a60-
sgepanus [18].

OrnpenesieHHbIil IPOTPecC B IMOHUMAHUU TeHe-
THYECKON TPUPOBI 3a00JI€BAHUSA ObLI JOCTUTHYT
B 1990-x rr., korma Frydman et al. oTkpbLIn MyTaHT-
uoiii red (ATP7B), pacniosioskennsiit Ha 13- xpomoco-
Me (okyc 13q14-q21), neTepMUHUPYIONTUIT pa3BUTHE
BB [19, 20]. ATP7B — reH, KOTOpBIi aKCIIpeccupy-
€TCsl B OCHOBHOM B IIeYeHU ¥ KOJIUPYET MeJbTPaHC-
noprupyioiyio ATM-azy (AT®-aza 7B, ATD-aza 2,
AT®-aza P-tumna) [1, 21]. B nacrosiiiee BpeMs us-
BecTHO Gosee 350 pazmmumrbix myTtannii rena ATP7B,
"3 HUX HamboJiee PACTPOCTPAHEHHBIMU SIBJISTIOTCS
MucceHc-myTtanusa (Toueynas myrtarus) H1069Q
B EBponie u Cesepnoit Amepuke u myrtaius R778L
B [Oro-Bocrounoit Azun [22].

CuetyeT TIOMYEPKHYTh, YTO ME/Ib SIBJISIETCST OY€Hb
BKHBIM MHUKPOIJTEMEHTOM ST PA3THMYHBIX GUOJIO-
THYECKUX MPOIECCOB, MPOTEKAIIINX B OpPTaHU3Me.
B 1o xe BpeMsi oHa 4pe3BbIUAHHO TOKCHYHA TIPU
U30BITOYHBIX KOJUYECTBAX, MOITOMY KOHIEHTpa-
UM 9TOTO MUKPOAJEMEHTA B OPTAaHU3ME HAXOMSTCS
MOJ] KECTKUM KOHTPOJIEM. B HOPMaJIbHBIX YCIOBUSIX
Me/b, TIOCTYTIas B OPTaHW3M C MHUIIEH 13 Keaypou-
HO-KUIIIEYHOTO TPaKTa, C IMOMOIIBI0 psa TPaHC-
HOPTHBIX OEJNKOB MEPEMEIIAETCsT B CETh LOJBIKH,
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otkyna ¢ nomotnpio hepmenta ATP7A (anria. Copper-
transporting ATPase 1) mnomnajaer 4epe3 BOPOTHYIO
BEHY B IleyeHb. B KjeTKax IeyeHW OHA YaCTHYHO
CBSA3BIBAETCS C LEPYJIOIJIA3MUHOM (C IIOMOIIBIO
6enxka ATP7B) u BblzessieTcst B KPOBb, a 4acTHY-
HO — C JKeJYbIo.

Myramuu crnocoOCTBYIOT HapylleHut 06enx
yuxnumii rena ATP7B nipu BB, uto npuBoaut k upes-
MEPHOMY HAKOIJIEHUIO HECBA3aHHON MeIN B OPraHu3-
Me [2, 23]. IIpu aTOM IepyJIOMIa3MUH C HEIOCTaT-
KOM Meu OBICTPO paspyllaeTcs, CJIEACTBUEM YEro
SBJISETCST €T0 HU3KWI YPOBEHDb B CBIBOPOTKE KPOBM.
A Menb He ypayigeTcs € JKEMUbI0, HAKAINJIWBAETCS
B Il€YEHHU, TOKCUYECKH [EHCTBYeT Ha IeYeHOUHbIE
KJIETKH, 4TO HMPUBOAMUT K BOCIIAJIEHUIO OPraHa, €ro
dbubposy u upposy [2, 24]. I36bITOK MeaH, He CBsI-
3aHHOU C TePYJIOTIA3MUHOM, TIOMAJIaeT B KPOBOTOK
U oce/laeT M0 BCEMY OPraHu3My, PEUMYTIECTBEHHO
B TOJIOBHOM MOS3T€, IJla3aX U MOYKax, 00yCJIOBINBAs
kaunndeckuii nosumoppusm bB.

Kinandeckas manudecraryst 3a60JaeBaust, Kak
npasuiio, Habmomnaerca B Bospacte 8—12 jer [1, 3,
5, 25]. debror BB B psizie cirydaeB MOXKeT [IPOTEKATh
B BHJIE OCTPOTO (PYJIbMUHAHTHOTO TeMaTUTA, KOTOPBIi
COTIPOBOK/IAETCS Pa3BUTHUEM KOATyJONaTUH, Iiepe-
OpasbHOli, MEeYEeHOUHO-KJETOUYHOH 1 IIOYeYHO He-
JIOCTaTOYHOCTH Ha (poHe 3HAYMTETbHBIX U3MEHEHUN
YPOBHS M€l B CBIBOPOTKE KpoBU U Moue [1, 26].

[Topaskenue roJOBHOTO MO3Ta W TOSBJIEHWE He-
BPOJIOTHUYECKOM CUMITTOMATHKU Yallle BCETO HabJIio-
JIAT0TCS HA BTOPOM U TPETbEM JICCATUICTUSAX SKU3HU
[alUeHToB. B roJloBHOM Mo3re B OO0Jiblllell CTeleHu
nopaskatoTcst 6asaibHble TaHTIMK (XBOCTATOE SIZIPO,
CKOpJIyTa, GIeAHBIN Map), 3yduaroe sIpo MO3KeuKa
u yepHas cyOcTanimst, Mopdosiornieckine n3MeHeHUsT
B TKaHU TOJIOBHOTO Mo3ra npu BB xapakrepusyorcs
3HAYUTETHHBIM TIEPUBACKYJIIPHBIM OTEKOM, aHOKCHEH
HEPBHOW TKaHW U ee THOEJIbIO, TeMOPParusiMu Co cJie-
JlAMU CKOIIJICHUH TeMOCUIEPUHA, PACIIPOCTPAHEHHBIMU
IUCTPOhUYECKUMU U3MEHEHNUSIMI MUKPOTJIMM HEPBHBIX
KJIETOK, 4TO Y4acTO 3aKaHUMBaeTcs uX rubenbio [26].

B pesysbrare nmopaskeHUs YKa3aHHBIX CTPYKTYP
rojioBHoro mosra npu BB passuBaercs rurno- uniamn
TUIePKUHETUYECKAs 9KCTPAMpaMuHAs CUMIITOMA-
THKA, Yallle B BUJle aKWHETUKO-PUTHIHOTO CUHIPOMA,
IUIIEPKUHE30B, aTaKCUU, TPEMOPA, MBIIIEYHBIX J[UCTO-
Huii [1, 25, 26]. HeBposiornueckue HapyiieHus,, Kak
TIPABUIIO, MPOSIBISIOTCST TIOCTETIEHHO U (€3 JTedeHus
nporpeccupyior. B 10% ciaydyaeB Moryt BCTpeuaTh-
cs TICUXUYECKUe HApYIIeHUs B BUJIE TTOBEIeHYECKUX
paccrpoiicts, arpeccuu, (HoOUM, MaHUH, MCUXO30B,
JlelIPecCuy, UHTEJJIEKTYaJIbHON U KOTHUTUBHON He-
noctatounoctn [26].

CoBpeMeHHbIe METO/IbI HEHPOBU3YaTU3AIUH T10-
3BOJISIIOT BBISIBUTH y 00JIbHBIX ¢ BB mopaskeHue moj-
KOPKOBO-CTBOJIOBBIX CTPYKTYP € TUIIEPUHTEHCUBHBIM
MP-curnanom B T2-, T2-FLAIR-pexkxumax u rurmo-
naTeHcuBHBIM MP-curnanmom B T1-pekume («au1io
MaH/bI» ) B coueTannu ¢ quddysHoi arpodueit Kopbl
u Gesoro BelecTBa rosioBHOTO Mosra [10, 26, 27].
[lanHble MarHUTOPE30HAHCHON CIIEKTPOCKOIUHN T10/1-
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TBEPIKAAIOT HAIMYE HePO/IereHepaTuBHOIO MPOoIec-
ca B 0a3ajibHBIX FaHTIUSAX Mo3ra 60JbHBIX [27, 28].

Hau6osee uacrtoe odpTaabMoOIOTHYECKOE MPO-
asineane bB — dopmupoBanue konbma Kaiizepa —
ODureiitiiepa 1 MeIHOM KaTapaKThl MO THUILY <ITOICOJI-
nyxas. Kosbiio Kaiizepa — Dueitepa dhopmupyer-
Cs1 B pe3yJsibraTe OTJIOXKEHUS MeIU B /eCIleMeTOBOMN
MeMOpaHe POroBUIIbI I71a3a, YTO 00OHAPYKUBAETCS [IPU
0 TaTHMOJIOTHYECKOM OCMOTDE TIPU TIOMOTIN TIeJe-
BOW JTaMTIbl. B TsKebIX corydasx 3a60eBaHusT KOJTb-
110 MOKHO BU/IETh HEBOOPYKEHHBIM B3TJISI0M [26].

Cpermn Ipyrux BHEMEYEHOYHBIX CUCTEMHBIX Ha-
pymenuii npu BB caenyer orMeruTh pazBuTHe Te-
MATOJIOTUYECKUX CUHPOMOB, TIOBPEK/EHIE TIOYEK,
cepia, cyctaBoB [26]. B moukax B repByio ouepesnb
CTPaZafoT MPOKCUMaIbHbIE KAHABIIBI, YTO IPUBOIUT
K MOBBINIEHUIO 9KCKPEITUU MOYEBOI KMCJIOTBI C MOUOI,
hopmupoBanuio cunapoma DaHKOHY ¢ AMUHOAIIUILY -
pHell, IOY€YHOr0 KaHAIbIEBOTO All1/I03a, TJI0KO3yPUN
U 2JIEKTPOJIUTHBIX Hapytmenuit [29].

OcnosubiMu opmamu bB 1o knaccudukarum
J. Walsh (1983) sasisiorcs: GeccumiToMHast, meye-
HOYHasl, HepebpaibHas u cMmelranHas [25, 26].

B 1960 r. poccuiickum uHeBposorom H. B. Ko-
HOBAJIOBBIM, KOTOPBIi MHOTO JieT usydai BB, Oblia
npeasioxkeHa KiaaccuduKaius, COTJACHO KOTODPOI
BBIICJISIETCS TISATH (DOPM Temaro-tepebpanbHoOi auc-
tpocduu [30]:

1) bprownas (abdomunanrvras), KOTOpas Xapak-
TEPUIYETCS TSKEJBIM MOPAKEHUEM MTEYEHU U JIeTAb-
HbIM KCXOJIOM €llle JIO Pa3BUTHUs HEBPOJIOTUYECKOU
CUMIITOMATUKW; MAHU(DECTUPYET B IETCKOM BO3PACTE;
JUTUTCST OT HECKOJIBKUX MECSIEB /10 3—5 JieT;

2) puzuodno-apummozuneprunemuueckast, Vi paH-
Hsast. HaunHaeTcst B ieTCKOM BospacTe; ObICTPO MPo-
IPECCUPYET; MPOSABJIAETCS MBIIIEYHON PUTUIHOCTHIO,
OpajiKuHe3Uel, HACUJIbCTBEHHBIMU [[BUKEHUSIMHE,
ahdeKTUBHBIMU U KOTHUTUBHBIMU HAPYIIEHUSMU;
3aKAHYMBAETCS JIETATBHO;

3) dposcamenvro-puzuonas BCTpeUaeTCs darie
NIPYTUX; HAYaJI0 B IOHONIECKOM BO3pacTe, MPorpec-
CHUPYeT € PEMUCCUSAMU W BHE3AMHBIMU YXY/IICHUS-
MU; [IPOSIBJISIETCS TSIKEJION PUTHAHOCTHIO, TPEMOPOM,
KOTOPBIi yCUIUBAETCS [P [BUKEHUSIX 1 BOJTHEHUH,
aTeTOUIHBIMU HACUIIBCTBEHHBIMHU JIBUKEHUSIMU; CPE]I-
HSIST TIPOJIOJIKUTETBHOCTD KM3HU TTAIIMEHTOB — OKO-
JIO TIECTHU JIET;

4) dpoycamenvias MaHUGDECTUPYET B BO3PACTE
20-30 ner; memsnenno mporpeccupyer (10—15 ser
u GoJIbIIe); PE3KO MpeodiajaeT apoxKanue, a PUTH/-
HOCTb TIPUCOEIMHSIETCS JIUITh HA TTO3JHUX CTAIUSX
0O0JIE3HH;

3) axcmpanupamuono-koprosas — penkas Gop-
Ma; YaCTO OCJOKHSAETCS BHE3ATTHO PA3BUBAIONUMUCS
napesamu, anuaenTuGOPMHBIMU TIPUMAAKAMU U Tsi-
JKEJBIMU MHECTUYECKUMU HAPYUIEHUSIMU; [JIUTCS
6—8 JieT 1 3aKaHYMBAETCS JIETATBHO.

OCHOBHBIMU JUArHOCTUYECKUMH KPHUTEPUIMU
BB sBasioTcst manmbie 1abopatopHOTO 00CIEI0BA-
HUST WU MOJIEKYJISIPHO-TEHETHYECKOTO TECTUPOBAHUS
[10, 26, 31, 32]:
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— CHUIKEHUE B CBIBOPOTKE KPOBU YPOBHS TIEPY-
sortazamuia (menee 20 mr/min);

— TIOBBIIIEHUE CYTOUHON 9KCKPEIUU Me/Id C MO-
4yoil: B 6asasbHoil mpobe (6osee 50 MKI/cyT); B IIpoO-
6e ¢ J-nenurnumiamaom (500 mMr x 2 pasa /cyT) —
6omee 1600 Mrr/cyt [33];

— TOBBINIEHNE B TKAHU TICUCHU COJICPKAHMS Me/IN
6osiee 250 MKr/T (MU TIOJOKUTENbHAS TMCTOXUMU-
yeckas OKpacka Me4yeHOYHOHM TKaHW Ha MeJlb);

— Hajanuue Kosbila Kaitsepa — Quieitinepa npu
0(TATBMOJIOTHIECKOM OCMOTPE;

— Hajnuue CreruduIeckoil HEeBPOJIOTHUECKON
U TICUXUATPUYECKON CUMIITOMATHUKH, & TaKyKe CTPYKTYP-
HBIX U3MEHEHU B TOJOBHOM Mo3re 1o panibim MPT;

— rOMO3HUTOTHOE/KOMITayH/I-TeTEePO3UTOTHOE HO-
cutesbcTBO MyTanuii rera ATP7B.

Opnnako cienyeTr MOMHUTD, YTO [nario3 BB mo-
JKeT OBITh YCTAHOBJIEH TOJIBKO HAa OCHOBAHUU COBO-
KYIHOCTH KJIUMHUYECKUX [AHHDIX, PE3YJIBTATOB J1ab0-
PaTOPHOTO MUCCIEIOBAHNS M MOJIEKYJISPHO-TEHETHYe-
cKoTo aHayimsa [26].

Jleuenue BB ciegyer HaunmHATH C AMETHI, KOTOPaAst
OorpaHHYMBaeT MOTpebJIeHIe MPOAYKTOB € BBICOKUM
cozepxanueM Mean (TedeHb, moKoaas, Tpudsr) [26].

MennkaMeHTO3HOE JieueHre BRI0YAET JITTUTEIh-
HOe ucrosb3oBanue /[-nenuiminamuna (KyrnpeHmsia),
KOTOPBI MOOWJIM3YET Me[b U3 OPTaHOB U CHOCO6-
CTBYET ee 9KCKpeInu ¢ Mo4oii [25]. /l-nenummimamMua
HazHAvyaeTcs 3a yac WM 4epe3 2 yaca IocJie nprueMa
iy (ea CHUKaeT KUIIeYHyIo abcopOIuio npenapa-
ta) [10, 26, 34]. [Ipemapar Ha3HAYAIOT ¢ HAYAJIbHON
10361 250-500 Mr/cyT, 3aTeM MOCTETIeHHO (KasKble
4—7 nn) ysesmuuBaior Ha 250 Mr, JocTUras JedeOHoi
no3upoBku 1000—1500 mr/cyT B 2—4 npuema. Jlersim
Jl-nerniniiaMue HasHavaoT B no3e 20 Mr/Kr/cyT
[26, 34, 35].

[Tpu BB ucnosb3yiores Takke 1penaparsl IIMHKA
(cyJsibhat, oKuCh, arleTar MUHKA ), KOTOPbIe MH/YIIUPYIOT
METAJLTIOTHOHWHBI SHTEPOIUTOB [36]. MeTamoTnonHbt
3aXBaTbIBAIOT ME/Ib M3 IIUIIN, CBA3BIBAIOT €€ B JIIUTE-
JIMK KUIIEYHUKA, TIPESITCTBYIOT abCcopOIuU JaHHOTO
MUKPO3JIEMEHTa B CHCTEMHBIII KPOBOTOK U CIOCOO-
CTBYIOT BBIJIE/IEHUIO M30BITKA MeIu ¢ Kajaom. Ilpemna-
paThl IMHKA MEHEee TOKCUYHBI, YeM Xesatopsl [36, 37].

B Tepanuu ucnosb3yoTcs Takke aHTHOKCH/IAH-
ThI, B OCHOBHOM BuTaMuH E. B psane uccaenoBanmit
OBLIIO BBISIBJIEHO CHUKEHUE YPOBHEH CHIBOPOTOYHO-
ro u nmeyeHoyHoro Butamuaa E npu BB. Ects gan-
HbIE O CUMITOMATHYECKOM YJIYYIIEHUU COCTOSHUS
HalueHToB 1pu pobaBieHuu BUTAMHUHA E B cXeMbl
tepanmnu BB, oHako KJIWHWYECKUX WCCIE0BAHUI
a(pdexTHBHOCTH AHTHOKCHJAHTHOIO JIeYeHUS [aH-
Horo 3aboJieBaHKs He IPOBOAMIOCH [38].

[TpUBOAUM KIMHUYECKUN CJydail U3 coOCTBEH-
HOH MPaKTUKU HETUIIMYHO paHHel MaHudectamun
BB y pebenka 1mepBoro roja >Ku3HI.

B O6GaacTHy0 AEeTCKYIO KJIMHMYECKYIO OOJBbHUILY
r. XapbkoBa (YkpauHa) oOpaTuJIMCh POAUTENIN JIEBOYKU
BOCBMH MeCSIIEB ¢ XanobaMy Ha OTCTaBaHWe pebeHKa
B [ICUXOMOTOPHOM PAa3BUTHUH, TTJIOXYIO HpI/I6aBKy MacCcChI T€Jia
Y CHUXKECHHBIN aleTUT.

M3 anamHe3a: peOeHOK poauics OT BTOPOi OepeMeHHO-
ctu. [TepBbIit pebeHOK B ceMbe — neBouka 10 yiet, 3mopoBa,
pociia 1 pa3dBUBaaCh HOPMaJIbHO.

Bropast 6epeMeHHOCTb MaTepu IMpoTeKaja Ha (oHe
(eToralieHTapHON HEAOCTATOUYHOCTU. Poibl ObUIM CTpeMu-
TeJbHBIE, B cpoke rectaumu 39—40 Hen. PebeHoK pomumics
¢ Mmaccoit Tena 3,450 kr, B acukcun (olleHKa 1O IIKaJe
Arrap — 5/7 6amioB). TeMIibl GU3MYECKOTo U ICUXOMOTOP-
HOTO Pa3BUTHS B TOCTHATAJIbLHOM MEePUOE ObLIN 3aMeIJICHBI.
Viep:xuBaTb roJ10By pedeHOK cTal ¢ 3,5 Mec, MoBOpauuMBaTh-
Csl CO CIUHBI Ha XXUBOT — Onmke K 7 mec. [lepuognuecku
OTMeYajiach MUIIeBast aJlJIeprus, HO KOHKPETHBIE TTPOIYKThI
MaTh yKa3aTh He MoxkeT. K Bo3pacty 8 Mec neBouka nprbdaBm-
Ja B Bece +3,420 kr.

ITpu amOGyaTopHOM HAOJIOAEHUM YYaCTKOBBIM IE€IM -
aTpoM peOeHKy B Bo3pacTe | Mec ObLI BBICTaBJICH JIMAarHO3:
runokcuyecku-umemuyeckoe nopaxenue LUHC, panuuit
BOCCTaHOBMTEJIbHBIN TIeproa. BhuTo MpoBeneHO aBa Kypca
Teparnum, Kaxkablii 13 KOTOPBIX BKJIIOYA TPUMEHEHUE [IUTH -
konuHa 1,0 MJ1 BHYTpb B TeueHue 1 mec, Aminophenylbutyric
acid 25 mr 3 pasa B meHp 1,5 mec, Magne-B6 (Mg++
20 Mr + nupuaoKcruHa rugpoxjopun 2 mr) mo 2,0 mi 2 pasa
B JIeHb | Mec, Kypc Maccaxa. [Tociie mpoBeneHHOTO JieueHUsT
COCTOSTHME peOeHKa He YIyUIIUIOCh.

B Bo3pacTe 5,5 Mec BrepBbie MOSIBUIUCH 3MU30IbI
TOHMYECKUX BHITSTUBaHUI. C LEIbI0 UCKIIOUEHMS DTUICTI-
TUYECKOTO XapaKTepa JaHHBIX IMPUCTYIIOB OBLIO TIPOBEIECHO
BBI-uccnenoBaHue, KOTOPOE HE BBISIBUIIO CIIEHU(PUUESCKUX
SMMIETITUIECKUX SKBUBAJICHTOB y peOeHKa. [10MmoIHNUTEb-
Has Teparnus He Ha3zHavaznach. [1o moBoay bB pebGeHok He
obcnenoBaics. B mocaenyroriue Mecsilbl JKU3HU COCTOSTHUE
pebeHKa yXyIlIajloch, U B Bo3pacTe 8§ MecsiLeB IeBOUKa Obljia
MPOKOHCYJIbTUpOBaHa U obcnenoBaHa B YHMK «YHuBepcu-
TeTcKast KiimHuka» XHMY.

TIpu ocmorpe: neBouka 8 mecsies, Bec 6,870 Kr, pocT
64 cm. CocrosiHuE YIOBIETBOPUTEIBHOE, OTMEUYAETCSI I10-
BbIlIEHHAasT BO30yAUMOCThb. KOXHbIe TOKPOBBI OOBIYHOM
OKPAacKH, ChINK HET. BumymMble cIM3UCThIE PO30BBIC, YUCTHIE.
TlanbnupyioTcst MOMYETIOCTHBIE W ITaXOBble JTUMQOY3JIbI
nuametrpom 1o 0,5 cMm, 6e300Jie3HEHHbIE, HE CITassHHbIE
¢ TIOMIeXKAIIUMU TKaHIMU. YacToTa ObIXaTeIbHBIX IBIXKE-
HMiT — 16 B MuH. Han nerkumu myspuiibHOE IbIXaHUE, XPU-
noB HeT. A/l — 70/50 mm pT. cT. HCC — 108 ya. B MuH. ToHBI
ceplilia 3ByYHble, pUTMUYHbIE, Ca0blii CUCTOJIMYECKUIA LITyM
HaJl BepXyIIKoil cepaua. KuBoT Markuii, 6€3001e3HEHHbI.
[Meuens + 3 cm u3-mox pedbepHOU Myru, Kpail TUIOTHBIN,
3aocTpeHHbI. Cene3eHKa yBeandeHa + 1 ¢cM M3-MoI Kpas
pebGepHOU 1yru, MIOTHAs.

HeBposornyeckuii cratyc: rojioBa OKpyrjioi (opmbl
(OT =46 cm). Bosbimoit pomHuyok 1,0x1,5 Ha ypoBHE KoCTeit
yepemna. [1azHeie menu S =D, crpabusma HetT. Peakiius Ha
3BYK U CBET Xopouias. JINII0 CHMMETpUIHOE, MUMUKA JK1Bas.
Kpuk rpomkuii, T10TaHNe He HapylleHo. SA3BIK B IMOJOCTH
pTa no cpeaHei TMHUU. YpOBeHb CIIOHTAHHOM ABUraTeIbHOM
AKTHMBHOCTH TOBBIIIEH 32 CYET HAIWYMS aTeTOMIHBIX TBU-
KEHUI B KOHEYHOCTSIX M TOHUIECKUX BEIKPYYUBAHUIN U BbI-
rubaHmii B TyJIOBUIIEe. MBIIIEYHBI TOHYC TUCTOHUIHBIN.
CyxoxXwmibHBIC pedieKChl S = D cpenHeit XKUBOCTH.

[IcuxomoTopHOE pa3BUTHE: TOJIOBY YAEPXKUBAET YBEPCH-
HO. AKTMBHO MepeBOpauMBaETCsl C XXMBOTA Ha CIIMHY U Ha-
000poT. CUIUT HEYBEPEHHO, CAMOCTOSITEJIbHO HE CalUTCH.
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TTonzaet mo-mmactyncku. MHTepec K UTpyIIKaM MPOSIBISIECT
BSIJI0, aKTUBHO TYJINT.

YuuTtbiBas XajoObl, JAHHbIE COMAaTUYECKOTO U HEBPO-
JIOTUYECKOIo ocMOTpa, Oblja 3anono3peHa bB, u pedbeHok
MPOIIIETT TOTIOJTHUTEIbHOE 00CIeIoBaHNE.

1. KruHndeckuii aHaiIn3 KpOBU: TeMOTJIOOMH — 72 T/11,
3pUTPOLUTH — 2,58%1012/71, TpoMGoumTel — 90%10°/1, NMEii-
kouutsl — 13,4x10%/1, rpanynouursl — 71,4 %, numbouu-
Tl — 26,5 %, MoHOLUTBl — 2,1 %, COD — 4 MMm/4.

2. buoxuMmuueckuii aHaau3 KpoBU: oOuIuii Oe-
ok — 49 r/n (HopMma 65—85 r/m), aMmuHOTpaHchepasbl:
AJIT — mo 9,5 mmoab/4/a (Hopma mo 0,14 MMoab/4/m),
ACT — 5,1 mmonab/a/n (Hopma no 0,14 MmMoab/4/1), X0-
nectepuH — 1,2 mMoJb/n (Hopma 3,15—5,17 mmonb/n),
b-aunonpotenHsl — 7 yci. ea. (Hopma 35—55 yciu. en.),
obmuii 6unupyoun — 48,1 MKMoab/a (Hopma 3,4—
17,1 MKMOJB/), psiMOil OUIMpyouH — 27,5 MKMOJIb/T
(Hopma 10 3,4 MKMOJIb/JT), Hernpsmoit — 20,6 MKMOJIb/JT
(HopMma 1o 13,7 MKMOJIb/T), LiepyaoIIa3MuH — 72,8 Mr/n
(Hopma 200—540 mr/mn), ypoBeHb MeaIu KpoBU — 9,5 MKM /1
(Hopma 12—24 MmxM/n).

3. BuoxuMuyecKUil aHaIM3 MOYM: MOBBIIIEHUE CY-
TOUYHOM IKCKPELUU MEAU ¢ MOYOil 10 175 MKT (B HOpMe
1,5—-70,0 MKT/CyT).

4. Y3 opraHoB Opro1irHoit mosocTu. [ledeHs: pazMepbl
yBeJimueHbl (npaBas goast — 11,6x9,4x6,6 cM, neBast 1011 —
6,6x5,4x4,5 cM), Kpas yTONIIEHBI, Karcyia yIJIOTHEHa,
BOpPOTHAsT BeHa pacinupeHa 10 8 MM. XKeTdHbId ITy3bIph:
15x6 MM, oTek cTeHKH 10 3 MM. ITomkenygodHas xejesa:
yBequ4eHa (TojloBka — 15 MM, Temo — 11 MM, XBOCT —
1,1 MM), CTPYKTYpa HEOTHOPOIHASI, 3XOT€HHOCTD MOBBIIIIEHA.
CeneseHka: yBenunueHa (9,8x7,2x3,3 ¢M), KarcyJia yerkasi,
CTPYKTYypa OJIHOPO/IHAs, IEPUBACKYISPHBII (hrOpo3, cenese-
HOYHAas BeHa B 00J1acTu BOpoT paciuupeHa (1o 4,8 cm). IMou-
KU mipaBast — 96x48 mwm, neBast — 95x41 MM, yBeJIMUYEHBI,
MapeHXruMa yTOJIIIIeHa 10 13 MM, TUTIep3XOreHHa.

5. MPT ronoBHOTO M0O3ra: onpenessercss IByCTOPOH-
Hee CUMMETpPUYHOE IMopaxeHue 0a3alibHbIX TaHIJINEB,
JIEHTUKYJISIDHBIX SIIep C TUIMTOMHTEHCUBHBIM M P-curHasiom
B T1-pexume u runepuHTeHCUBHBIM MP-curHaiom B T2-,
T2-FLAIR-pexxumax Ha ¢hoHEe HEPE3KO BBIPAKEHHOM TUITO-
TpohUM TOOHO-TEMEHHBIX J10JIei1 TOJJOBHOTO MO3Ta.

I1pu reHeTnyeckoMm oOcCJieqOBaHUM OOHApyKeHa MyTa-
mus His1069 Gln rena ATP7B, pacronoxkeHHOro Ha JJIMH-
HOM 111e4e 13-ii XpOMOCOMBI.

Ha ocHoBaHMU pe3ynbTaToB J1a00paTOpHOTO obcCIe-
noBaHUs (MoBwIIIeHNe B KpoBH ypoBHeit ACT, AJIT, ounu-

Cunucok sutepaTyphl

1. Wilson’s disease / A. Ala, A. P. Walker, K. Ashkan
[et al.] // Lancet.— 2007.— Ne 369.— P. 397-408.
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pyOMHA U CHUXXEHUE YPOBHEM lLiepyJolja3sMUHA U MEIU;
MOBBILIEHUE YPOBHS 9KCKPELMU MEIU C MOYOIf), TaHHBIX
Y3MU opraHoB OproiiHoit nosocty 1 MPT roiosBHoro mo3ra,
a TakXe TeHeTUYeCKOTo obcienoBaHus peOGeHKY ObUT BbI-
CTaBJIeH OKOHYATEIbHBI AUarHo3 — 00Jie3Hb BuiibcoHa.
HaznaueHno nevyeHue: kynpenun (D-neHuImMIIaMyuH) B 03¢
0,50 Mr/cyT, ypcoaesokcuxoieBast kuciaota 500 mMr/cyT, de-
HuUOyT 150 Mr/cyT.

Uepes nBa Mecsilia COCTOSTHUE peOeHKa 3HAYUTETbHO
YIYYIIWIOCH. JIeBOYKa aKTUBHO II0JI3A€ET, JIeJIaeT IIaroBble
JBVDKEHMSI C OIIOPOii 3a 00e pyku. Herpon3BoIbHbIX HACKUIIb-
CTBEHHBIX JBMXKEHMIA HET.

JlaGopaTopHbIii CKPUHUHT (TOBTOPHO 4Yepe3 ABa Me-
csla):

1) KIMHUYECKUI AHAIU3 KPOBHU: reMorio6un — 109 1/,
apuTpoluThl — 3,78x10'%/11, TpoMGonuTEl — 134x10%/1,
aeitkouuThl — 9,9x10%/1, nuMdbouutsl — 54 %, MOHOLM-
Tl — 5%, COD — 7 Mm/4;

2) OMOXUMHWYECKUI aHaIn3 KPOBU: OO OEJTOK —
69 r/n, AJIT — 1,16 mmonb/u/a, ACT — 0,67 mMoJb/
4/71, XoJleCTepuH — 3,2 MMOJIb/J, OO OUTUPYOUH —
29,4 MKMOJIb/J, TIpSIMOI OUIUpYOouH — 17,6 MKMOJIb/1I,
Henpsimoii — 11,8 MKMoIIb/J1, LiepynoriasMut — 96,4 mr/i,
menb — 13,8 MKM /11

3) OMOXMMMYECKUIA AHAIM3 MOYU: CyTOYHAsI DKCKPELIMSI
MU C MOYOil — 75 MKT/CYT.

PebeHky pekomMeHI0BaHO HaOI0AeHNWE Y HEBpoiora
B TMOJIMKJIMHKUKE 110 MECTY XXUTEJIbCTBA, JUIUTSIbHBIN TTpUeM
kynpenwria (D-nenunuiamuaa) B go3e 0,50 Mr/cyT.

Crenyer nomuepkHyTh, uTo BB — omHo U3 He-
MHOTUX HaCJeACTBEHHBIX 3a00JeBaHUi, IIPU KOTO-
pPOM CBOeBpeMeHHasd JAUAarHOCTUKA W Ha3HAYeHUe
crientupuyeckoil Tepanuu D-TIeHUIIMIIIAMUHOM T10-
3BOJIAIOT TIPEJOTBPATUTD TSKEJbIE TMOPAKEHUA TIe-
YeHU W HEPBHOM CUCTEMBI, YTO 0COOEHHO aKTyaJIbHO
B TIeINATPUYECKON TTPaKTHKe.

Tak kak kAWHWYECKas KapTUHA XPOHUYECKOTO
renatuta npu BB mano otsudaercs ot nopaskeHus
[eyeHy APyroro renesa u Oes creruduyeckoil Tepa-
MU [IPOTPECCUPYET U IIPUBOIUT K PA3BUTUIO LIUPPO3a
II€YEHU U IIOBPEKACHUIO PYTUX OPIaHOB U CUCTEM,
BO3HHMKAET HEOOXOAUMOCTD MCKJIIOUUTD JAHHYIO MATO-
JIOTUIO Y BCEX MAIUEHTOB ¢ XPOHUYECKUM ITOPAKEHU -
eM MeYeHOYHON TapeHXUMBbI U/UJIN HEBPOJIOTMYEeCKON
CUMIITOMATUKON B BUJI€ HACUIbCTBEHHBIX JABUKCHUI
HE3aBUCUMO OT HaJIUYUA UIN OTCYTCTBUS IIPU3HAKOB
LUPPO3a [IeYeHU U B JI0OOM BO3pacTe.
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5. Wilson Disease in Children: Analysis of 57 Cases /
N. Manolaki, G. Nikolopoulou, G. L. Daikos [et al.] //
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PIIKICHU KJTHIYHUI BUTAJTOK MAHI®ECTAIIII XBOPOBU BIJIbCOHA
Y PAHHBOMY JUTAYOMY BIII

0.JI. TOBAJKHSIHCBKA, O. . KAVK, €. T. COJTOBMOBA, 1. A. TATIIIINHA, 10. K. PEMIHSIK

OnycaHo MaToreHeTHYHi MeXaHi3MH, OCHOBHI KJiHi4Hi popMu, AiarHOCTHYHI KpUTEpii XBopoOu Bib-
COHa, L0 I'PYHTYIOThCS Ha pe3yJbraTaX HeHpORBizyaisaniiiHoro, o¢prajbsMoJ0TiYHOr0, Ja60PATOPHOTO
00CTEKEeHHS Ta MOJIEKYJIIPHO-TeHEeTHYHOTO TecTyBanHsa. HaBeneHo cyyacHi pekoMeHanlii 3 JiKyBaHHs
UbOro 3aXBOPIOBaHHA. SIK NPUKJIa/] HaBeAeHO KJIiHIYHUI BUNIaZ0K XBOpOoOU Bisibcona y aurunu 8 Micsiis.

Kmouogi crosa: xeopoba Birvcona, nopyuwenns oominy mioi, panniti oumsuuil 6ix, excmpanipamioni nopy-
wenmst, MOJEeKYAAPHO-2eHemuyne mecmy6anmsi.

A RARE CLINICAL CASE OF WILSON’S DISEASE MANIFESTATION
IN EARLY CHILDHOOD

O. L. TOVAZHNYANSKA, O.I. KAUK, Ye. T. SOLOVIEVA, I. A. LAPSHINA, Yu. K. REMINYAK

Pathogenetic mechanisms, main clinical forms, diagnostic criteria of Wilson’s disease, based on the
results of neuroimaging, ophthalmic, laboratory examination and molecular genetic testing have been
described. Modern recommendations for the treatment of this disease are provided. The clinical case
of Wilson’s disease in a child of 8 months is exemplified.

Key words: Wilson’s disease, impaired copper metabolism, early childhood, extrapyramidal disorders, mo-
lecular genetic testing.
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