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Cuayuaii renaToJIeHTUKYJISIPHOM
NereHepanum ¢ 1e01ToM
HEBPOJOTHYECKON (POPMBI

nmocJje 45 jger

B.B. Iloaewyx, E.JO. @edomosa, U.A. Heanosa-Cmo.aenckas

lenaTtoneHTukynapHas aereHepaums (IM14) npeacrtaenseT coboi nporpeccupyioLlee 3aboneBaHne ¢ ayToCOMHO-peLeccuB-
HbIM HACNeLO0BaHMEM, XapakTepnayoLLeecs CUCTEMHbBIM HapyLLleHneM obMeHa Meau 1 ee NaToIorM4eCcKUM HakomMIeHnem B
opraHax-MuLLIEHSX — FOIOBHOM MO3re, neYeHn, noykax, porosuue mas v ap. KnnHnyeckas kapTyMHa BKIOYAET COYEeTaHHbIE
HeBpOJIOrnyeckme (TPeEMop, NapKMHCOHN3M, AUCTOHUS, aucdarus, An3apTpus, CHUXKEHNE NHTENNEKTYanbHON GYHKUUN) 1
comMaTtuyeckue (renatut, LMPPO3 NeYeHu, crnneHomMeranms, HedpuTbl, apTPUTbI U T.4.) npossneHust. O6biyHo [T1 maHndec-
TUPYEeT Ha 2—-3-M OeCaTUNeTUn XN3Hu, a B peOKUX NO34HUX crydasx 60ne3Hn agekBaTHas AMarHocTka MOXeT npeacras-
NSTb Cepbe3Hble TPYAHOCTU. B cTaThe NnpmBeaeH yHukanbHbli cnyyai M1, 4OCTOBEPHO BEPUDULMPOBAHHOM NPU NCCNeao-
BaHUM MeOHO-MraHgHOro roMeocTasa, ¢ 4e6I0TOM KIMHUYECKON cuMmnToMaTukmn B 47 net. MNoavyepkrBaeTcst BaXHOCTb OC-
BEIOMJIEHHOCTM NPaKTUYECKNX Bpayeil 0 Takmx no3gHux popmax 11, B CBS3M C BO3MOXHOCTbIO NMPOBEAEHWS X13HeCOepe-

ralowen naToreHeTn4eckon Tepanuu.

KnioueBble cnoBa: renatofieHTUKYISpHaa AereHepauns, no3gHee Havyasno, AnarHocTumka.

[enaToneHTukynsapHaa neredepaums (MJ14), nan 6onesHb
BunbcoHa-KoHoBanoBa, — T9enoe ayTocCoOMHO-PeLECCUBHOE
nporpeccupytoLiee 3abonesaHne oOMeHa BELLECTB, XapakTe-
pY3ytoLLLEECs COYETAHHBIM MOPAXEHNEM BHYTPEHHMX OPraHOB
1 MO3ra (B MEPBYIO 04epeb NeveHn, NoYek 1 NOAKOPKOBLIX Y3-
NI0B) BCNeACTBME NaTONOrMYeCKoro AenOHUMPOBaHWS Meaun B
opraHax-muwensx [2, 3, 8]. PacnpocTtpaneHHocTts [T co-
cTaensieT B cpeaHem 2-3 cnyyasa Ha 100000 Hacenenust, nuua
060ero nona 3aboneBatT 0ANHAKOBO HacTo. OCOBEHHO BbICO-
Kas pacnpocTpaHeHHocTb [J1[ xapakTtepHa Ans HEKOTOpbIX
N30N4TOB, A€ NOBLILAETCH BEPOSTHOCTb KPOBHO-POACTBEH-
Hbix 6pakoB. CunTaeTcs, 4To He MeHee yeM B 1/4 cnyyaes 11,
[aHHoe 3a00NeBaHNe He AMarHOCTMPYETCs MO0 AMarHocTu-
pyeTCs HeQOMYyCTUMO NO3AHO [7]. Mexay TemM CBOEBPEMEHHAS
omarHoctuka 1 n agekBaTHOE NaTOreHETUYECKOE fIeYeHne
MeAb3MMMUHUPYIOLLMMU NpenapaTtamMmn no3BOASIOT OCTaHO-
BUTb NPOrpeccupoBaHve 60ne3Hn, LoOUTLCS MOSIHOr0 WUAn
3HAYMTENBHOrO perpecca KAMHUYECKON CUMMTOMAaTUKK, CO-
XpaHuUTb Ans 60NbHOr0 BO3MOXHOCTb MOSIHOLLEHHOW XU3HW.

[eH, oTBETCTBEHHbLIV 3a pa3sutue 1, koampyet CMHTE3
mMeabTpaHcnopTupytowen ATdasel P-tuna (ATP7B) [8, 19].
B pesynbtate MyTaumii 3TOr0 reHa HapyLlaeTcsl BolBeLeHMe
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MEJM C Xenyblo, Pa3B1BaETCS Neperpyska MeaHbIX Aerno B re-
naToumTax 1 BbIXOL M30bITKa Men B KPOBb C MOCNEYIOLLIM
HaKOMNEHNEM e€e B OpraHax-MuLieHsax. OTKPbITME yKa3aHHOMO
reHa cfenano BO3MOXHbIM nposeaeHne npamon OHK-gna-
rHocTukm 1, 4To 0COBEHHO BaXHO A9 YCTaHOBEHUS ana-
rHO3a Ha MaKCUMasibHO PaHHEN (B naeane — npecuMmnToMaTti-
4yeckoit) ctaamm 6onesHu.

KnuHuyeckas kaptuHa M1, xapaktepunayeTtcst 60/bLUMM MO-
NMMOPGOU3MOM B OTHOLLIEHWM Kak HEBPOJSIOrMHECKMX, Tak U CO-
MaTUHECKNX MPOSIBAEHWIA. DTOT NOAMMOPDU3M OTPAXEH B pas-
NINYHBIX kKnaccudukaumsx 3abonesaHus. B Halleit cTpaHe Haw-
6onee WMPOKO pacnpocTpaHeHa knaccudukaumsa H.B. KoHoBa-
noga [2], cornacHo koTtopoi [T, nogpasaensietcs Ha 5 popm.

Mepeas ¢opma no knaccudukaummn H.B. KoHoBanosa -
OproLHas. 370 NPEHEBPOJIOrMYEcKas CTaamst C HECKOIbKUMM
BapuaHTamy TeyeHusl, NPOSIBNSIOWANACS B BO3pacTe OT 5 Ao
17 net. OcTtanbHble GOPMbl — apUTMOrMNEPKNHETMYECKAS,
ApOXaTeNbHO-pUrnaHas, ApoxarenbHas U aKCTpanvpamun-
HO-KOPKOBasi — XapaKTEpPU3YKTCH COYETAHWMEM Pa3NINYHbIX
NCKXOHEBPOOrMYECKMX CUMNTOMOKOMMJIEKCOB C NaToNoruneit
BHYTPEHHWX OPraHoB, B NepPBYI0 o4epeab neyeHn. Apurmoru-
nepkuHetTnyeckas (paHHsas) popma MaHNPECTUPYET Halle
BCEro B BO3pacTe OT 7 40 15 neT 1 xapakTepmnsyeTcs aputMmy-
HbIMX GONEBLIMU TUMEPKMHE3AMU B PA3SINYHBIX MbILLEYHbIX
rpynnax, kak npasunia0 TOPCUOHHO-ANCTOHMHECKOrO XapakTe-
pa, CHXEHWEM VMHTENNEKTA, MCUXMYECKMUN HAPYLLEHVNSIMU 1
BUCLIEPaNibHbIMU PACCTPONCTBaMU; 6e3 NeveHnst neTanbHblii
UCX0L, HacTynaeT yepes 2-3 roza. [ipoxaTenbHo-puruaHas
dopma oTmyaeTcs oT npedblaylleit 6onee NO3LHMM Hava-
nom (B Bo3pacTte oT 15 go 25 net) 1 6onee 0oOPOKAYECTBEH-
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HbIM TedeHreM; 6e3 neyeHns 3aboneBaHne NPOrpeccupyeT Ha
NPOTSHXEHWUN 5-6 NET 1 TaKkke 3aKaH4YMBAETCS NeTaNlbHbIM UC-
xonom. ApoxartenbHaa ¢popma otnmyaetcs Hambonee fo06-
poKayecTBEHHbIM TeveHreM (Ha npoTsxeHun 10-15 net) n 60-
Jlee No3JHUM Hayvanom (B cpeaHem B Bo3pacTe 20-25 ner, ns-
BECTHbI Cnyyan aebioTa 3abonesaHus nodgHee 40 n paxe
50 net). B knnHW4eckoi kapTuHe npeobnafaeT apoxaHue,
MbILLEYHbIA TOHYC Yalle He M3MEHEH UNn CHuXeH. 1o mepe
nporpeccupoBaHust 60Ne3HN ApOXaHUE PE3KO YCUIMBAETCS,
CTaHOBUTCS! KPYNMHOAMMANTYAHBIM, C PE3KO BbIPQXEHHBIM UH-
TEHUMOHHBLIM KOMMOHEHTOM, MPW NOMbITKE K aKTUBHOMY [OBU-
XEHWMIO OHO HapacTaeT A0 CTeneHw “apurartenbHoin Gypu”
(“rpenetaHve kpbiibeB nNTuubl” no H.B. KoHosanosy). Mpwu
370N HOPME ANUTENLHOE BPEMS UHTENNEKT OTHOCUTENBHO CO-
XpaHeH, 0f1HaKo MO MePe NPOrpeccupoBaHns 6oNe3HN HapsaLy
C NOBbILLEHNEM MbILLEYHOIO TOHYCa HabMOAATCA U U3MEHE-
HUS NCUXUKK C aPEKTUBHBIMY PACCTPONCTBaMU; BUCLLEPaSIb-
HbI€ e NPOSIBNEHNS] KIMHNYECKM HAUMEHEE BblPpaXeHbl. JKC-
TpanupaMmupHo-Kopkosas dopma He SBASeTCH CaMOCTOs-
TENbHOW, a MOXET Pa3BUTLCS MO MEPE ECTECTBEHHOro Teye-
HUs1 6onesHn 13 6o OCHOBHONM HEBPONOTrMYECKON GOPMbI
MMA. OHa xapakTepnayeTcs TeM, YTO TUMUYHbIE HapYLLEHUS
OCNIOXHSIOTCS OCTPO Pa3BUBAIOLLUMUCS NMPAMUAHBIMU Nape-
3amMu 1 anunenTudopMHbIMK Npunazkamu, GbICTPO nNporpec-
CYIPYIOT NCUXMYECKUE HAPYLLIEHUS, a B MO3re (MOMUMO TUMKnY-
Hblx ans [T, usmerennin) GopmmpytoTcs 06LIMPHLIE pasMsir-
YeHMs B NOSYLLAPHON Kope.
OnddepeHumanbHblii MarHo3 B HEBPOIOrMY4ECKOon CTagmm
M/, He06x0AMMO NPOBOAUTL C LIENbIM PSAOM GEHOTUNMUHECKN
CXO[HbIX 3abonesanuit [3, 4, 7, 11]. AputmornnepknuHeTn4ec-
KyI0 1 ApoxaTenbHo-purugHyto dopmel M1 anddeperumpy-
I0T C TOPCUOHHOM ANCTOHMEN, IOBEHWITbHBIM MAPKMHCOHNU3MOM,
GonesHbio lMannepsopaeHa-LLUnartua, nocneacTBusMM SHLe-
danuTa, renaTtoreHHon aHuedanonaTnen, TOKCUYECKUM 3KC-
TpanvpaMuaHbIM CUHAPOMOM BCIEACTBME ynoTpebeHns cyp-
poraTHbIX COAEpPXalUMX MapraHel, HapKOTUYECKMX BELLECTB.
Mpwn gpoxatensHoin ¢dopme 1, BaxHelLee 3HaYeHe NMEET
anddepeHumansHas anardHoctmka 60ne3HU C PacCesiHHbIM
CKJIEPO30M.
PaHHue knuHuyeckue npusHaku MNa:
® KPOBOTOYMBOCTb AECEH U HOCOBbLIE KPOBOTEYEHUS;
® HapyLleHWe MEHCTPYabHOMO LMKNA Y AEBYLIEK Y MOJTOAbIX
XEHLLMH;

e striae distensae B o6nacTv rpyaHbix xenes n 6enep;

® MHEKOMACTUS U CUMMATOMbI aKPOMETannmn y My>XUMH;

o MPEXOAALLAs XENTyxa;

e yBE/INYEHWE MEYEHN U CENE3EHKN, U3MEHEHME CTPYKTYPbI
neyeHn 1 ynnoTHeHne ee kancynsl (Grubpos, renatos);

e 13MEHeHWe CoCcTara KPOBU (aHeMUsI, neiikoneHus, Tpombo-
umToneHus);

® MCUXMYECKME HapPYLUEHUS (KOMMYNbCUBHO-UMMYSIbCUBHOE
noBeAeHne, arpeccuBHble peakumu, dobum n ap.).

KnuHuyeckue kputepum passepHyToii cragum MN4:

e 1e610T B 1ETCKOM, OHOLLECKOM ¥ PaHHEM B3POC/IOM BO3pa-
cTe (YaLle BCero);

® COYETAHHOE MOPaXeHMe MOo3ra 1 BHYTPEHHWX OPraHoB (re-
NaToNMeHasbHbIi CUHAPOM, NOpTanbHas rMNepTeH3us, Ty-
OynapHbIi HedpPUT N T.4.);

e 3KCTpanMpamugHble CUMNTOMbI — TPEMOP, PUrMOHOCTb, Na-
TONOrMyeckne nosbl, GONE3HEHHbIE TOHUYECKME CMasMbl,
om3aptpus, aucdarus, CHXEHNE UHTENNEKTa;

e 3KCTpaHeBpasbHble CUMMNTOMbI — 60/IM B 061aCTV NeyeHu,
renaTtocnaeHoMeranus, KPOBOTOYMBOCTb OECEH, HOCOBbIE
KpOBOTEYEHMs, 60NN B KOCTSX U CycTaBax, paHHee paspy-
LeHne 3y00B;

e HeaDEKTUBHOCTb Tepanuu NeBoAONON (HasHaYaemon B
CBSI31 C CUHAPOMOM NapPKMHCOHU3MA).

Kputepun naGopartopHoit auarHoctuku [NA4:

e pOroeuyHoe kosbLo Kaiizepa-dneiwepa;

e CHMXEHMe KOHLEHTpaumMy MeabCcoaepxallero 6enka Lepy-
nonna3munHa B CbIBOPOTKE KPOBW;

® rUNEPIKCKPeLMs Meay C MOYOM;

® MOBbILIEHNE KOHLIEHTpaLuM CBOOOAHOV Mean B CbIBOPOTKE
KpOBY;

e CHMXEHMe KOHLLeHTpaLmMy obLwein Mean B CbIBOPOTKE KPOBMU;

® CHWXEHMWE KOHLEHTPALLMM LIMHKA B CbIBOPOTKE KPOBMU;

® MOBLILLIEHNE KOHLIEHTpauuy Meay B bronTtatax nevyeHu;

e JHK-gmnarHoctuka (BbisBNEHNe MyTtauuii B reHe ATP7B);

® BbICOKMI TepaneBTUYecknii abPEKT NPU NPUMEHEHUN MELb-
ANMMMUHMPYOLWKMX npenapatos (D-nennumnnamud (D-MAM),
npenaparbl LMHKA).

LJononHUTENbHBIM AMarHOCTUYEeCKMM KpuTtepuem 1, 98-
NSIeTCs pes3ynbTaT HENPoBU3yanusaunm (KOMMbIOTEPHON ©
MarHUTHO-pe3oHaHcHoi Tomorpadum (KT, MPT)). Y 605bHbIx
N[, o6HapyxuBatoT aTpoduryeckmii npouecc B 06nact 60nb-
LUMX MONYLIAPWIA, MO3XeYka, NOAKOPKOBbLIX CTPYKTYP C COOT-
BETCTBYIOLUMM paclumpeHnem cybapaxHomaanbHbIX MPOCT-
PaHCTB 1 XeNyLo4KOBO CUCTEMBI, a TaKXe o4ary B 0bnactu
NEHTUKYNSAPHBIX 8aep, 6negHoro wapa, 3puTensHoro oyrpa [1,
4, 16]. iameHeHnsa npu KT n MPT BbISIBASIOTCS HE TOJbKO Y
60JIbHbIX C HEBPOJIOMMYECKON CUMMTOMATUKON, HO MHOTAA U B
NPEHeBPOIOrMYECKON CTaauy 3a60NeBaHus.

MeamkameHTO3HOe neyvexue 1[0 HanpaBneHo Ha BbiBeae-
HVe Meay 13 opraHnamMa. Havnbonbluee pacnpocTpaHeHue no-
flyymna rpynna TMonoBbIx XxenatoB (TX), BeAyLLMM 13 KOTOPbIX
asnsetca D-MNAM [3, 15, 20]. MNpenapaT 06pas3yeT CTOMKOE CO-
e[IMHeHne C Meablo, KOTOpoe nerko GuabLTPyeTcs Yyepes no-
YyeyHble KNybouku U1 BbIBOAUTCS C Mo4oi. Jo3sbl D-MAM co-
ctasnsoT o1 0,25 oo 1,5 r/cyT, nocne KAMHMYECKOro yay4lle-
HMS BO3MOXHO CHWXEHMEe O03MPOBKM. 3a pyOexoM LUMPOKO
ncnonbayetcs 6onee no3aHsas Moandrkaums D-MAM — Tpuer-
TWH, KOTOPbIA MPUMEHSETCS Kak anbTePHATUBHLIA MEAbau-
MUHUPYIOWNIA areHT y BG0oNbHbIX, TonepaHTHbIX K D-MAM
[20-22]. NleyeHne TX NpoBOOAT NOXU3HEHHO, HO 3TV Npena-
paTbl NPOTMBOMOKAa3aHbl MPY UCXOLHON NeikoneHnmn, TpomMoo-
LMTOMNEHMN, NEYEHOYHOM N MOYEeYHOIM HeJocTaToyHoCTH. Jle-
yeHne TX TpebyeT OOMbLLIOK OCTOPOXHOCTM, TaK Kak MOXET
WHAYLMPOBaTb GLICTPLIA BLIOGPOC MOHOB MEAU U3 OPraHHbIX
[eno, 4To YCUMBAET 3HAOTOKCMKO3 M AEKOMMAEHCaUMIO C No-
cnegylowmm GopmMmnpoBaHmeM GynbMUHAHTHOTO TeveHns M1/,
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(OCTpbIN remMonns3, NeYeHOYHO-MOoYeYHad HeLo0CTaTOYHOCTb
nT.a.) [3, 5, 13, 18]. Ina npegynpexaeHus aTporeHunii uene-
coobpasHo TuTpoeatb TX ¢ 0,25-0,3 1, yBennymBas n03y Kax-
able 3 Hep Ha 1 TabneTky (0,25-0,3 r) 4o mocTukeHWs Tepa-
neeBTMYeckoro “nnarto”. dckanaumio TX HeobXoaMmMo KOHTPO-
NIMPOBATh Kaxable 2 Hefd, NyTeM MOHUTOPUHra OOLLEro aHanm-
3a KPOBM M MOYM, YPOBHSI TPOMOOUMTOB, BUOXMMMUYECKOro
aHanmaa kposw (6unupybuH, anaHMHaMmMHoTpaHcdepasa, ac-
napTataMuHoTpaHchepasa, MOYEBMHA, KPeaTUHWH, anbOy-
MUH). YacToTa atporeHuii npu Tepanuu D-NAM coctasnseT oo
20% v 6onee, Npy NCMOMb30BAHUN TPUEHTMHA OHA HUXeE [6].

AnbTEpHATMBHBLIM METOLOM Tepanuu 6onbHbIx [T, sBnsi-
eTCs NPYMEHeHVe Conen uuHka (cynbdar, auerar, OKCua, LH-
ka) [11, 12, 15]. MpenapaTt HagHayatoT B fo3e 50 Mr (13 pacye-
Ta No UMHKY) 3 pa3a B AeHb 3a 30 MuH 8o eabl (uam 200 mr
cynbdata n1mbo okcraa uyHka 3 pasa B AeHb). LiuHk obnapaet
MUHUMaNbHON TOKCUYHOCTBLIO. MexaHn3M TepaneBTUHeckoro
JEeViCTBUS COMEeN LLMHKa 3akio4aeTcsl B MX CBA3bIBAHWN C Me-
TaNOTUOHENHOM KMLLEYHMKA, YTO NPENSTCTBYET BCACLIBAHMIO
Meau 1 cnocobeTByeT ee aKckpeLumy co cTynoM. Mpenaparts
LVHKA [EVCTBYIOT HECKONBKO crnabee v MeaneHHee, HO mpu
3TOM MS$Irye B CPaBHEHWUM C TX, OHW He BbI3bIBAIOT HAYasIbHOM
cTagum ak3auepbauum npouecca 1 06nafatoT MeHbLUel ToK-
CMYHOCTbIO, 4em D-TMAM.

Mpy HeadPEKTNBHOCTM KOHCEPBATVMBHOW Tepanuu 1 nNpo-
rPeCcCUPOBaHMMN NEYEHOYHON HeAOCTATOYHOCTY B60bHbIM [T1,
NpPOBOAAT OPTOTOMMYECKYIO TPaAHCNIaHTaumIo nevenn [14, 17].

Takum obpasom, M1 npeactasnset coboli kypabensHoe
3aboneBaHve, Npy KOTOPOM MeOb3aMMUHMPYIOLLAs Tepanus
cnacaert XM3Hb 1 COXpaHaeT TPyA0CnoCOOHOCTL NaUMEHTOB B
cnyyae ee CBOEBPEMEHHOr0 HasHayeHus. KnioueBbiM dakTo-
POM 34€eCb SABASETCSA NOCTOSHHASA “HACTOPOXEHHOCTL” B OTHO-
weHun [0 y COOTBETCTBYIOLLMX KATErOPUiA NaLneHToB. Hau-
6onblUMe OMarHOCTUYECKME CNOXHOCTM BO3HMKAOT Mpu [e-
6toTe cumnTomatuku nocne 40 neT, 4To Ha NpakTuKe BCTpeya-
€TCS1 OBOJIbHO PEAKO U B rMadax Aaxe OMbITHbIX HEBPOOroB
“ncknoyaeT” BO3MoxXHOCTb [T1. MprBoaum co6CTBEHHOE Ha-
6niofeHne HeobblYHO no3aHert MaHndectaummn M1, - Ha 5-m
OECATUNETUN XU3HN.

KnuHunyeckuii npumep

MauwmeHT B., 49 neT, NOCTYyNUA B KNMHKKY C Xanobamu Ha
HapyLeHne xoaebbl, TPYAHOCTY NPV MOTaHWK, YacTble nonep-
XMBaHWS TBEPLON N XNOKOW NULLEN, NOBBILLEHHOE CIOHOTEYE-
H1e, HEYETKOCTb PeYy, BbIpaXEHHOE ApoXaHue 06enx pyK, Ha-
pyLLEHVE CaMOOBCNYXUBAHUS, SMOLMOHANBHYIO TAOUIBHOCTb.

M3 aHamHe3a n3BECTHO, YTO HEBPOJIOrMYeckasi CUMMNTOMa-
TUKa BNepBble nosiBunack B 47 net: Ha GOHe CTPECCOBOW CU-
Tyauun GONbHON OTMETWN OPOXaHUE NEBOW PYKM, a Takxke
“CMa3aHHOCTb” peyn. Ha npoTsxXeHUn HEeCKONIbKUX MecsLEeB
[ABUraTesibHble HapyLUEHWs reHepannM3oBaanch, pacnpocTpa-
HMBLWMCL Ha npasyo pyky u Horu. C 2010 r. Habnogancs y
HEBPOJIOrOB C AMArHo3oM “napkMHCOHM3M”, “GonesHb Map-
KMHCOHA”, B CBfI3N C YeM HEO[HOKPATHO MPeAnpUHUMANNCh
NOMbITKN Ie4eHns npenapaTaMm neBoLomNs! (Magonap, Hakom)
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1 NpoHopaHoM — 6e3 acddekTa unu gaxe C yxy[LeHWeM Cco-
ctoaHus. Mpy Ha3HA4YeHUM amaHTaMHA CaMOYYBCTBME Ha
KOPOTKOE BPEeM$si HE3Ha4YMTeNlbHO YNyHLWWIOCh, NOCAe Yero
nocnepoBano ObICTPOE YXY[LIEHWE C HapyLeHWeM XoabObl
(HeycToM4MBOCTb, 3aMenJIeHHOCTb, NafeHusl), cTana Hepas-
GOpPYMBOI peyb, MOSIBUIMCHL OTYETIMBBLIE HAPYLUEHWS roTa-
HWS, POOCTBEHHWUKM OTMETWAN MOBbILIEHHYIO PasapaxuTenb-
HOCTb, arpeccuto. bonbHoi He Mor Gonblue 0bxoauTsbes 6e3
NOCTOPOHHEN MNOMOLLN.

CemeliHbii aHaMHe3: popHas cecTpa yMepsa B Bo3pacTe
44 net ot “renaTtuTa” (B nocnegHue 1,5 mec 6ecnokonnm 601
B MPaBoM noapedepbe, Xentyxa).

HeBsposnoru4deckuii cratyc. MNaumeHT KOHTaKTeH, Ha BONpo-
Cbl OTBEYAET OAHOCIIOXHO, HECKOJIbKO Pa3apaxuTeneH, CHeT 1
namsiTb COXpaHHsbl. MasHele wenn D > S, nerkuii aHodTanbm
cnesa. [Mpwv B13yanbHOM ocMoTpe koneu, Kanzepa-Pneiwepa
He BUAHO (rnasa kapwe). JBvxeHus rmasHbix 16,0K B NOHOM
obbeme, OiHAKO B30P He YAEPXKMBAET, 1erko OTBNEKaeM, ane-
MEHTbI anpakcuy B3opa. Mmnepcanueaumns. Jucdarns; Boipa-
XEHHasi rMNOMOHNS; MMOTOYHBIA N HEOHbIN pednekcbl NoBbI-
LUEHBbI. A3bIK B MOIOCTU pTa MO CPEeAHEN TIMHUN, MOIHOCTLIO HE
BbIBOAMT. [pybast An3apTpums, NOHMMaHWe peyr 60bHOro pes-
KO 3aTpy[HEHO, MHOrAa — 3anu3obl aHapTpum. O6bemM ABuXeE-
HWI 1 cuna B KOHEYHOCTSX NOMHble. OTYETANBOE CUMMETPUY-
HOE MOBbILLEHME MbILLEYHOrO TOHYCa B pykax U HOrax rno aKc-
TpanupamuaHOMy TUNYy, FTMNoKMHe3ns. CyxoxunbHble pednek-
Cbl B PYKax CHWXEHbl, B HOrax — YMEPEHHO CUMMETPUYHO
noBbilleHbl. CnoHTaHHbIA pednekc BabuHCKOro ¢ Agyx CTo-
POH. MPy6bI NOCTYpPanbHO-KUHETUYECKINIA TPEMOP 00EMX PYK C
WHTEHUMOHHBIM KOMMOHEHTOM, PE3KO YCUIMBAIOLLMIACA MO
aMMInTyae 1 pacnpoCTPAHSIOLLMIACA Ha TyNOBULLE NPU NOA-
[EPXaHNN aHTUrPABUTALMOHHBIX MO03; MEHEEe WHTEHCUBHBbIN
NOCTYypasibHbIA TPEMOP HOT NPW X NOAHUMAHUM B NMONOXEHUN
nexa. Tutybaums TynoBuLLa B NOIOXEHWUN cuas 1 cTost. pybas
HEeyCTOMYMBOCTb TYNOBULLA; XOAMT TOMBKO C MOAAEPXKON, Ha
LUIMPOKO PACCTaBAEHHbIX HOrax, MafaeT Bnepen, B CTOPOHSI,
Hasag, AyIMHa Lwara yMeHblueHa. B 6biTy TpebyeTcst MOCTOSH-
Has nomoLlb. HeyeTkas IpaBOCTOPOHHSAS reMUrMnecTesuns.

[aHHble [ONONHUTENIbHBIX METOAO0B MCCNEeAO0BaHUS.
B 061uem aHanv3e KpoBY BbISIBNIEHA HE3HAYNUTENIbHAs TPOMOO-
upTonexus (128,0 x 10°/n). B obLyem aHanm3e mMoyu, CTaH-
JAPTHOM OMOXUMUNYECKOM aHa/Im3e KPOBY OTKIIOHEHWI n3yya-
eMblIx nokasaTesieit 0T HOPMasbHbIX 3HAYEHWI HE BbISIBNEHO.

AMMMaK CbIBOPOTKM KpPOBM 64 MKMONb/n  (HOpMa
12-35 mkmonb/n).

XKen4Hble KucaoThl CbIBOPOTKM KPOBWM 11,7 MKMOSb/N
(Hopma 2,7-6,9 mkmonb/n).

LlepynonnaamuH CbiIBOPOTKM Kposu 4,1 mr/gn (Hopma
20-60 mr/an), Meab CbIBOPOTKM KPOBY 5,6 MKMOMb/N (HOpMA
12-24 mkmonb/n).

KoHcynbTaums HevipoogTanbMoiora: rnasHble Wwenv u
3payku OD = OS, peakuus Ha cBeT xuBasi. [1pn GOMUKPOCKO-
MUK POrOBHULbI BLISBNISIETCS €lab0 BbpaxeHHoe KonbLo Kaii-
3epa-Pneiwepa ¢ AByx CTopoH. dDakocknepos. Ha rnasHom
[HE N3MEHEHWI HeT.
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YnbTpa3BykoBoe nccnenoBaHne opraHoB GPIOLLIHOM M010-
CTW: YNbTPA3BYKOBbLIE MPU3HAKM HE3HAYUTENBHO BbIPAXEHHOMN
renatocnyieHomeranun, oudoyaHble KPynHO3EPHUCTbIE U3-
MEHEHWS MapEHXNMbI MEYEHN.

OnekTposHuepanorpapus: 3HauntenbHole Anb@y3Hbie
N3MeHeHNs1 BUO3NEKTPUYECKON aKTMBHOCTU MO3ra no Tuny
[le30praHn3aumm pUTMOB Ha CHKEHHOM amMMUTYAHOM YPOB-
He, o-puTM He BblgeneH. AncdyHKumMs CTBONOBBLIX CTPYKTYP.
ONMakKkTUBHOCTU HE OOHAPYKEHO.

MPT ronoBHOro moara (PUCYHOK): ONpeaenstoTcs o4aro-
Bble MBMEHEHMS B 060M1X NonyLiapuax 6016WO0ro Mo3ra B npo-
eKLMN NOAKOPKOBLIX y3710B. MPT-Npu3Haky CMeLIaHHONM rua-
pouedanuu ¢ paclumpeHnemM GOKOBBIX XeNyL04KOB, KOHBEK-
CUTaNbHBIX MKBOPHBIX MPOCTPAHCTB GOMLLIOr0 MO3ra U Mo3-
Xeuka.

Pesynbratsl [JHK-aHam3a (nouck NpoBeaeH no 8 mytaum-
aM B reHe ATP7B, Hanbonee 4acTo BCTPEYaIOLLMMCS B €BPO-
nenckux nonynaumax): mytaumm ¢.3207C>A, c.2532delA,
c.3402delC, c¢.2304insC, ¢.1770insC, c.1340-1343del4,
€.3649-3654del6, ¢.3627-3630del4 He 0OHapyX€EHbI.

Takm 06pa3oM, y 60SIbHOT0 BbISIBIIEH 3KCTPanMpamuaHbIi
CVHAPOM OPOXaTeNbHO-PUTMAHOMO THMNA C BbIPAXEHHBIM Kpyn-
HOaMNAUTYAHBIM NOCTYPanbHO-KMHETUHECKUM (dnonnupyio-
LLIM) TPEMOPOM, MbILLEYHON PUrMAHOCTBIO, TSKESbIM NCEBAO-
6ynb6apHbIM CMHAPOMOM (Aucdaruneid, ausapTpueli n aHapT-
pueit). 3aboneraHne MaHUdECTUPOBAO B Bo3pacTe 47 neT u
UMesio MPOrpeaneHTHOE TeYeHre, CUMMNTOMAaTMKa okKa3anach
PE3UCTEHTHOW K NPOTMBONAPKUHCOHWYECKMM MpenapaTam.
Mo maHHbIM nabopaTopHOro 06CneaoBaHNsS BbISIBNEHbI MPU-
3HaKK KPYMHOY3/I0BOrO LMPPO3a MEYEHN U CMIEHOMEranuu,
TpomboumnToneHnn. Ha MPT ronoBHOro moara Bu3yannavpo-
Ba/IMCb O4arn B MPOEKLMN NOAKOPKOBLIX Y3/10B C MPU3HAKaMm
CMeLLaHHoW rmapouedanuu. [oka3aTeNbHO, YTO poaHas CecT-
pa naumeHTa ymepna B Bo3pacTe 44 net npu SBNEHUSX neye-
HOYHOI HEQOCTATOYHOCTU (AMArHo3 OCTanNCs HEYTOYHEHHBIM).

CoyeTaHne xapakTepHO SKCTpanupaMuaHon CUMATOMA-
TUKN 1 COMATMYECKON NaTONOrMm, pesynbTaTbl HEMPOBU3yanu-
3aumn, a TaKkke [daHHble CEMENHOro aHamHe3a M03BOMvN
npeanonoxuTts y 6onsHoro Hanuuue MA. Mpu o6cnenosaqin
BbISIBIEHbI Creunduyeckne U3MeHeHUss MeOHO-INraHaHOMo
06MeHa: CHUXEHWE YPOBHSI Meay 1 LLepynonnasmmnHa B Cbio-
poTKe KpOoBU, Hanuyme konbla Kainzepa-dneliwepa Ha poro-
BULLE 060ux rnas. Mpu JONONHUTENBHOM UCCNEA0BAHNN Map-
KepoB MeTabonn3ma nevyeHn, KOTopble MOryT MPUBOAWTL K
pPas3BUTUIO NEYEHOYHON BHUedanonaTum, ycyryonstwoluen te-
YeHMe OCHOBHOrO 3a00NeBaHNS (OPHUTUHOBBIA LMK 1 NoKa-
3aTeNy ammmaka CbiBOPOTKM, OOMEH XENYHbIX KUCNOT), BbiSB-
JIEHO 3HAYMMOE MOBBILLEHNE X YPOBHSI.

3a Bpems Hax0oXAeHWs B 0TAeNeHUr 601bHOMY NPOBOAN-
nacb KOMMMEKCHas Tepanusi, HanpasieHHas Ha KynupoBaHue
CMCTEMHOIO ANCKYNPMHO3a:

e nueta 5a 1 orpaHuyeHne NnpoaykToB, Goratbix MeAbIO;

e Tepanusa TX C NOCTENEHHbIM TUTPOBaHNEM 403bl D-MAM -
OT HavaNibHOM 003kl 250 Mr/CyT 1 NocneayoLLel ackanaumm
Ha 250 mr kaxable 30 gHelt o yposHa 1000 mr/cyT;

MPT o6cnenoBaHHOro 605bHOro ¢ No3aHuM Havanom 1.
a — oT4yeTIMBas aTpodus NoyLLapuin Mo3xedka; 6, B — oya-
roBble M3MEHEHUS B MPOEKLMN MOAKOPKOBbLIX Y3M0B; I —
paclLumpeHue cybapaxHouaanbHOro MpPOCTpaHcTBa 60Jib-
LUMX NOJyLLIapUIA MO3ra.

e cynbdar umHka (npenapart uuHkTepan) no 250 Mr 4 pasa B
CyTKU;

e [19 KOPPEKUUM renatoreHHoln sHuedanonatum 60n1bHOMY
npoBeAeHbl BHYTPMBEHHbIE MHPY3MM npenapata lena-Mepu,
(L-opHWTWH-L-acnapTar), IMNOEBOM KUCIOTbI, BHYTPb NaLm-
€HT MPUHMMAN CMPON NAKTYN03bl.

Ha doHe npoBoamMmMon Tepanum oTMeyvanach NONOXMTENb-
Has OMHAMUKA, YMEHbLUEHUE TMNEPKMHE30B, YayylleHne pe-
4y, roTaHusl. BoONbHOM C NOCTOPOHHEN NOMOLLBIO CTan BCTa-
BaTb W NepeaBuraTbCs B Npefenax otaeneHns. Ana ganbHein-
e peabunuTaumm pekoMEeHLOBAHO MPOLOMKUTL MOCTOSIH-
HOe MaToreHeTN4Yeckoe nevyeHve MeLbITUMUHUPYIOWUMN
npenapaTtamu, cobniogatb ANETy U NPOBOAUTL MOHUTOPUHI
MeTabonmyecknx MapkepoB 60NIE3HN.

OO6cyxpeHue

[pencTaBneHHbIV KIMHUYECKNIA CrlyYai MHTEPECEH BECh-
Ma HeOObIYHbIM A4J19 AAHHOMO 3a00/1eBaHNs AeOI0TOM CUMMTO-
mMaTuku B 47-neTHem Bo3pacte. CornacHo JaHHbIM nTepary-
pbl, npumMepHo B 85% cnyyaes 1], HauMHaeTcs B BO3pacTe 40
30-35 ner, a nebioT 3a6onesanHus nocne 45 net npeacrasnsert
co60Wi 60bLLYI0 PEAKOCTb 1 0OLIYHO CBSI3aH C NO3AHEN, 3aTs-
rMBaloLLIeCs Ha Mecsilpl U rofdbl avarHocTukon [9, 10, 22].
B npencrtaeneHHom cnydae JHK-aHanns Ha yacTtble MyTaumm
0oKasancs oTpuuaTeNbHbIM, YTO MOXHO CBSI3aTb C HALMOHANb-
HOCTbIO GONBLHOrO (aPMSIHWH) U OTCYTCTBMEM PENpPe3eHTaTuB-
HbIX PErMCTPOB NO MyTaumsiM reHa ATP7B B 3akaBKa3CKux pe-
rmoHax. HapyweHus menHo-nuraHgHoro obmeHa y [aHHOro
nauueHTa UMenn onpenenieHHble 0CO6EHHOCTU: YPOBHW MEAU
1 uepynoniasMuHa 6biiv N3MEHEHbI XapakTepHbIM 06pa3om
(CHWXEHbI), @ CYTOYHas aKCKPeLyst Meay He npeBbillana Hop-
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MasibHbIX 3HAYEHWI, YTO 13peaka HabmoaaeTcs y 6ONbHLIX C
Bnepsble BbiBAEHHON [J1[1, HMKOroa paHee He MoJsy4aBLUMX
MeObaMMUHMPYIOLLYI0 Tepanuio. OnNncaHHbIi Bhille Cryyaii
[N, ¢ 4eTKMM NONOXMTENbHBIM OTBETOM Ha MPOBOAMMOE Na-
TOreHeTU4YeCcKoe NeYeHre (BbiIBeAEHNE MEAN N3 OpraHm3ma C
nomolbio D-MAM) HarnsiiHO OeMOHCTPUPYET BaXHOCTb UC-
CNnepoBaHus MeTannonuraHgHoro romMeoctasa M mMapkepoB
neYyeHo4HON aHUedanonatTnm Bo BCEX Ciydasx NonMMopdHbIX
3KCTpanMpammniHbIX CUHAPOMOB, HE3aBMCMMO OT BO3pacTa
MaHVdeCcTaLMmn KNIMHNYECKNX MPOSIBNEHNIA GONE3HU.
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