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C IpenuMYyIleCTBEHHBIM NMOPaAKEHHEM
JKCTPANUPAMUIHON CHCTEMBI

H.A. Hsanosa-Cmoaenckas

K HacnencTBeHHbIM 60ne3HAM C
NPEVMMYLLECTBEHHbIM MOPAXEHNEM 3KC-
TpanupamMnaHo CUCTEeMbl OTHOCHITCS
AyTOCOMHO-PELECCUBHDBINA IOBEHUIIBHBI
NapKMHCOHU3M, renaToNeHTUKYNspHas
nereHepauus (6onesHb BunbcoHa-Ko-
HOBaJIOBa), TOPCUMOHHAs AUCTOHUS, 6O-
Nie3Hb [eHTUHrToHa, 3CcCeHuUManbHbIN
TPEMOp W HEKOTOopble Apyrue Gonee
penkme MOHOrEHHbIE CUHOPOMbI.

BonbWMHCTBO 13 3TUX BONe3Heln oT-
INYAIOTCA HEYKSIOHHO MPOrpeccupyio-
LM TEYEHVEM W TXENON KIIMHUYECKOM
KapTUHOW. AfEeKBaTHbIE NMaTOreHeTnyec-
Kne METOAb! IeYEeHUs CYLLECTBYIOT TOJb-
KO ONS renaToNeHTUKYISPHOM dereHepa-
unn 1 gna poda-3asmcmmon (goda-4ys-
CTBUTESIbHON) GOPMbI TOPCUOHHOW AnC-
TOHWK. MpK OCTaNbHbIX e 3a001eBaHNAX
13 AAaHHON FPynnbl Ie4eHne He CTOMb 3d-
}EKTUBHO, 1 XOTS B MOCAEAHUE rofbl No-
SBNAOTCA HOBbIE U 6ONee AENCTBEHHbIE
npenapatbl, OCHOBHOW aKUEHT AOJKEH
nenaTtbcs Ha NpodunakTUKy AaHHOW na-
TONOMNY B OTATOLLIEHHBIX CEMbBSIX.

KOBeHUNbHbI

NapKUHCOHN3M

lOBEHUNBbHBIA NapkuHcoHM3Mm (HOMT)
ABNISIETCS CaMOCTOSITENbHLIM HAacnencT-
BeHHbIM 3abonesaHnem LIHC n xapakTe-
py3yeTcs ayTOCOMHO-PEL,eCCMBHbLIM TW-
nom HacnegosaHus. Tem cambiM KOMM oT-
IMYaeTca OT crnopaamyeckon 60NesHu
MapkuHCcoHa, ABNSIOLLENCS Knaccuyec-
KM MynbTUdakTopuanbHbiM 3abonesa-
HMEM C TFeHeTU4ecKoWn npeapacnoso-
XeHHocTblo. 0N valle Bcero 0bycnos-
JleH MyTauusiMM reHa napkuMHa Ha Xpo-

WpuHa AHaTOnbeBHa MWBaHoOBa-
CmoneHckas — npodeccop, 3aseny-
I0LLAaA HenporeHeTn4eckum oTaesne-
Huem 'Y HUW Hesponorun PAMH.

Mocome 6025.2-g27 (310 MoryT 6biTb
Jeneuuy n oynavkaumMm 3K30HOB OO
TOYKOBbIE MyTaLmMK reHa). 3abonesaHue
B 80% cnyyaeB maHudecTMpyeT B BO3-
pacTe 0T noapocTkoBoro A0 30 feT, B 0c-
TanbHbix 20% cny4aeB - nosaHee,
BNNOoTb A0 60-neTHero Bo3pacTa. B Ta-
KMX MO3LHWX Clyyasx Anst NpaBuibHOro
AVarHo3a nepBOCTENEHHOE 3HAYeHue
mmeeT OHK-gnarHocTuka.

KnuHnyeckmn KON Takke otnnyaeTtcs
oT 60ne3Hu MapkMHCOHA, XOTS UMEET C
nocnegHein n MHoro obuiero: 6paavkum-
He3nsl, PUrMAHOCTb, TPEMOP, TPaaMLM-
OHHOE [ieNEeHVE Ha KIMHNYeckne Gopmbl
(pyrnoHo-gpoxartenbHylo Mo apoxa-
TENbHO-PUMMAHYIO, OPOXATENbHYIO, aKu-
HETUKO-purnaHyto). Otnmuanamm O ot
knaccuyeckon 6onesHu MapkmMHcoHa 8-
NKI0TCS: paHHUIA BO3pacT maHudecTa-
UMM, CUMMETPUYHOCTb  MOSIBIEHUS
CYIMMTOMOB 1 OTCYTCTBUE (PEXE — MUHU-
ManbHasi BbIPXXEHHOCTb) CTafun remu-
napknHcoHnsma. Hepegko npu 0N Tu-
MUYHLIA ONS UAMONATUYECKOrO NapKuH-
COHM3Ma TPEeMOP NoKost KOMBUHMPYETCS
CO CTaTOKUMHETMYECKUM TpemopoM. [o-
CnefHWin Hepeako ObIBAET AOMUHMPYIO-
wwmM. Otnuyaet KOI Takxe YyacToe Hanu-
4yne AMCTOHMYECKUX CUMMTOMOB (OMUCTO-
Hum cTon 1 ap.). CumntomaTuka npu O
GIOKTYMPYET B TEUEHME OHSA: OTMEYaeT-
€S yXyOWeHUe COCTOSHMS K BeEYepy,
yAyyLIEHVEe YTPOM WM NOCNE OHEBHOMO
cHa. Y Bcex naumeHToB ¢ tOlN oTMevaeT-
€ OTYETAMBLIN 3B dEKT Manbix 403 fe-
Bogonsl (0T 250 o 500 mr/cyT apobHo B
cocTaBe KOMOMHMPOBAHHBLIX Mpenapa-
TOB), KOTOPbI COXPaHseTCs Ha NpoTs-
XEHWUN MHOTUX NIET, NPY LNNTENBHOM Te-
yeHUn 6oNe3HN — C MefJIeHHbIM YBENN-
YEHNEM CYTOYHOW [03bl 80 750 Mr/cyT.

JleBofONa-NHAYLMPOBAHHbBIE INCKM-
He3nmn (Hepeako BeCbMma pasMalluncTbie)

nosisnatotcsa npu 0N yepes 1-10 net ot
Hayana feyeHuns, yalle yxe Ha NepBoM-
BTOPOM rofly neveHms. OHu XOpoLLO KOH-
TPONMPYIOTCA  MPUEMOM  arOHUCTOB
D2-peuentopos godamuHa (npamunek-
con, nupubeaun v gp.), YTO NO3BONSET
pauMoHanM3npoBaTb PasoBylo 1 CYTOY-
HYI0 003y NeBOAONacodepXxallnx npe-
napatos. JleueHne cneayeT HauMHaTb C
aroHMCTOB OPAMUHOBLIX PELLENTOPOB U
no BO3MOXHOCTW Aonro u3beratb npu-
COEAVHEHNS NPenapaToB N1eBOAOMbI.

Y 605bHbIx tOl1, B 0TM4me oT 6Gones-
HY TapkKUHCOHA, Ha MO3OHMX CTagmsx
00bIYHO HE BO3HMKAIOT KOTHUTUBHbIE, BE-
reTaTMBHO-TpodUYeCcKne n Apyrme He-
MOTOpHbIe HapyweHus; npu KT/MPT He-
PenKo BLISBSIETCS HOPMasbHAs KapTu-
Ha nmbo obHapyxwmBaloTcs Hecrneundu-
4yeckme V3MEHEHWS, COOTBETCTBYIOLLME
Bo3pacTty. Mpn mopdonornyeckom mc-
cnepoBaHuy Mo3ra 6onbHbIx KOMM xapak-
TEpHO OTCYyTCTBME Tenew, Jlesn.

B uenom Tteuvenve npu Ol cpaBHK-
TENbHO Me[JyieHHoe, a nporHo3 Gonee
6naronpuaTeH Mo CPaBHEHMIO C KNACCu-
yeckoi 6one3Hbto MapkMHCoHa.

lenaTtoneHTUKynapHas

hereHepauus (6one3Hb

BunbcoHa-KoHoBanogsa)

[enaToneHTUKynapHasa aereHepauuns
(MNA) - Tskenoe HacneacTBEHHOE 3a60-
nesaHne LUHC, xapakTepusyouieecs
LUMPPO30OM MeyeHun, nopaxeHvem 6Ga-
3a/IbHbIX raHrMeB MOo3ra, HapyleHunem
obmeHa Meaun, Hanm4mem natorHomo-
HMYHOro Konbua Kaizepa-®neiiwepa
Ha porosuLe B NPoeKunn Kpaa panyxku
3eeHoBaTo-6yporo upeta (OTIOXeHue
Mean).

Bes3 neueHns 3aboneBaHne oTaMya-
€TCH HEeYKNOHHO MPOrpeccupyloLLmM Te-
yeHnem, 3akaH4mBawwmmca netanbHO
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yepes3 5-7 net 0T MOMEHTa MOsIBNEHUS
CMMMNTOMOB, a Nnpu OpIOWHOM OCTPOW
dopme (“DyNbMUHAHTHBIN LMPPO3 neve-
HW") — Yepes HEeCKO/bKO MECSLLEB.

[T1 - MOHOreHHOe HacneaCTBEHHOE
3aboneBaHne C ayTOCOMHO-PeLeccuB-
HON nepepaden. MyTaHTHBIN reH noka-
NnM30BaH Ha 13- XpOMOCOME B NOKyCe
13914.3. MNo3gHee GbINO YCTAHOBNEHO,
4TO 3TOT reH (MOonyyMBLIMIA Ha3BaHWe
ATP7B) KoOVpyeT CUHTE3 Menb-TPaHC-
noptupyouwein ATd-asbl P-tuna. lMpu
U3YYEHUN Pa3NIMYHbIX MOMYyNAUMiA U aT-
HUYeckux rpynn mupa y 6onbHbix 17,
BbIiBNEHO CBbilwe 200 pas3nunyHbIX MyTa-
unin reHa ATP7B. B poccrinckmx ceMbsix
6onee 4em y nonoBuHbI GONbHbIX T,
BbISIBNISIETCS OHA M Ta Xe (“MaxopHan”)
MyTaumsi, nokanmayowasca B 14-m ak-
30HE reHa 1 MprBOASALLAS K 3aMEHe B
1069-M NONOXEHNN AMUHOKUCNOTbI MAC-
TmamHa Ha rmytamuH (His1069GIn). 3Ha-
Hve aToro dakta JaeT BO3MOXHOCTb
nposoautb npamyto JAHK-amnarHoctuky
N, He TONbKO Y 60MbHBIX, HO W'Y KIIMHW-
Yecky 300POBbIX OpaTheB (CecTep), YTo
BELET Y HEKOTOPbIX U3 HYX K AOKITMHUYE-
CKOW AMArHoCTUKE 1 BO3MOXHOCTM MPO-
BOAMTb camoe 3G EKTUBHOE MPEBEH-
TUBHOE JIeHeHue.

H.B. KoHoBanoB Bbigennn nNsatb K-
Huyeckux dopm M4,

1. bptowHas popma.

2. ApUTMO-rMNepKMHeTNYecKas, xa-
pakTepPU3YyLLAACca apUTMUYHBIMU T1-
NepKUHE3AMM B MbILLLIAX PYK, HOT, MbILLI-
Lax roptaHn 1 rmoTku. Hepenko conpo-
BOXAaeTcs GONE3HEeHHLIMMU CrnasMamm
KOHEYHOCTEN. XapakTepHbl OXPUNIOCTb
ronoca, aucdarus, An3apTpus, BMIOTb
[0 aHapTpun. Havano B feTckoM v nog-
pOCTKOBOM BO3pacTe.

3. PurngHo-gpoxarenbHas dopma.
XapakTepusyeTcs NOBbILLEHNEM MblLLIEY-
HOrO TOHYCAa MO SKCTPanMpPamUaHoMy Tu-
ny B COYETaHUM C APOXaHNEM KOHEYHOC-
Tel. Hayano B 1OHOLLIECKOM BO3pacTe.

4. IpoxaTensbHaa dpopma. Xapakre-
pU3yeTcs KPYymHOAMMAUTYOHLIM APO-
XaHneM pyk, Hor, Tynosuwa. Mpu uene-
HanpaBfE€HHbIX ABUXEHWSAX U MpU BOA-
HEHVMW OpOXaHue Pe3ko YCUIMBAETCH,
HanoMuHas “TpeneTaHne KpbibeB NTu-
ubl” (H.B. KoHoBanog). 3ta ¢popma Ha-
YMHAETCH NO3AHee, YeM npenblayuine
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(8 25-30 neT), n nporpeccupyeT Mea-
NIEHHee.

5. dKkcTpanmpamMmngHo-KopKoBas
dopma. Hapsay € NOBbILLEHNEM MbILLIEY-
HOro TOHyCa MO 3KCTPanMpamugHOMy
TUNY U APOXaHWMEM MPUCOEOMHSIOTCS
aNuNenTMHOPMHbIE NPUNASKN IKEKCO-
HOBCKOr0 Tvna v NupaMuaHble remuna-
pesbl NPexoasaLlero xapakrepa. 910 no
cywiecTtsy He otaensHas dopma M4, a
no3gHsis ctagms 605e3HM, B KOTOPYIO
MOXET NepexoanTb C TEHEHNEM BpeMe-
HW ntobas apyras popmMa ¢ HEBPOOru-
4eCcKol CUMATOMATUKOMN.

B ocHoBe natoreHesa [T1, nexuT re-
HeTU4ecky 0OYCNIOBNIEHHOE HapylleHue
meTabonuama meau, Bepyllee K 130bl-
TOYHOMY OT/IOKEHMIO ee B OpraHax-Mu-
LeHsiX. M30bITOK MOHOB Mefn B TKaHSX
o6nagaetT TOKCUYECKUM [eNCTBUEM,
cnocobCTBYS OKUCEHUIO OenkoB 1 nn-
NMAOB KNEeTOYHbIX MembpaH, CBsi3blBa-
HUIO GENKOB M HYKIEWMHOBBLIX KUCNOT W
yCcuneHuo ceob6oaHOPaaMKabHbIX peak-
umin. B natoreHese 1] Beayulee 3Ha-
YeHune MMeloT ABa MexaHuama: 1) Hapy-
LLIEHVE BbIBEAEHUS N3 MEYEHWN C XEeNybto
NIN30COManbHOM dpakumMn Meau; 2) BTo-
PUYHO OOYCNOBNIEHHOE CHUXEHWE CKO-
pOCTV BKJIIOYEHUS Meay B Benok Lepy-
0NNa3MUH U CHUXEHWE KOHLEHTPALMK
Liepynonna3mmHa B CbIBOPOTKE KPOBU.

JlabGopatopHble MeToAbl AMarHocTu-
kn MNA4;

1. BbiiBNeHMEe OKynMCTOM C MOMO-
b0 “LLeneBor namnbl” POroBUYHOIO
konbua Kaiizepa-Pneiwepa unm ero
dparmeHTOoB. CrnenyeT y4nThiBaTh, YTO B
[OHEBPONOrMYeCcKOn CTaamm KOonNbLO
06bi4HO oTCyTCTBYET. OHO MCYe3aeT u
nocne 2-3 net cneunpuHeckoro meane-
FOHHOMO leYeHus.

2. CHVMXEHME KOHLEHTpauun medb-
coOepxaLlero rukonpoTenaa Lepyno-
nna3muHa B CbIBOPOTKE KPOBMU.

3. MoBblleHWe KOHLeHTpauum “cBo-
60aHOI” Meay B CbIBOPOTKE KPOBM.

4. TloBblleHVE 3KCKpeuun meau C
CYTOYHOW MOYOWA.

5. MyHKUMOHHAs BMONCUS NeyYeHn ¢
FMCTONOMMYECKMM U TUCTOXUMUYECKIM
uccnenosaHuem 6uonTara, Guoxmmuye-
CKOe onpeageneHne KOHUEeHTpaumm meam
B MeYeHun, perncTpupyioLlee peskoe no-
BbILLEHWE €€ COAEPXaHNS.

6. Y3/ 1 MPT opraHoB 6ptoLUHol no-
NOCTW (LMPPO3 MeYeHn, renatocnieHo-
meranus), a Takke MPT ronosbl (atpo-
GUYECKNn 1 04aroBbIN XapakTep n3me-
HEHWI).

7. AHanu3 cuHTEe3a LepynoniasmmHa
C NOMOLLBIO paanoakTBHo meay Cué n
Cub” — CHUXeHMe BKIIOYEHMS B LiEpYIIo-
Nnas3mMunH PaaroakTUBHOW Meay.

8. OHK-agunarHocTtuka.

Ecnu neyenune 6onbHoro M/ HavaTo
CBOEBPEMEHHO 1 NMPOBOAMUTCS NPABWJIb-
HO, TO MPVMEPHO Yepes3 rof McyesaroT
BCE HEBPOJIOrMYeckme CUMMTOMbI, a
umMppo3 nevexn npu M1/ vawe npoteka-
€T NaTEeHTHO.

B HacTosee Bpemsa Hanbonee pac-
NPOCTPaHeHHbIM 1 3P DEKTUBHLIM Mpe-
napatom gna nevenus 1, ssnsetcs
O-nenvuunnamud (O-MAM). B Poccumn
yate Bcero ncnonsadyiot [-NMAM nopg Ha-
3BaHWEM KYMpPEHWI.

KynpeHnun npeactasnsiet coboit Tmo-
NI0OBOE  COeaMHeHue, coaepxaliee
Ccynb@ruapunbHbIe rpynmbl, KOTOpPble 06-
pasyloT KOMMIEKChI C TAXENbIMW MeTa-
namu (B TOM YvChe C MeAblo), 4TO Cho-
coBCTBYET BbIBEAEHMIO U3OLITKOB MEAU
n3 opraHuama. B HUW Hesponorum
PAMH B HelporeHeTMyeckoMm oTaene-
HUW Ha NPOTSXXEHWUN MHOMUX NET Neve-
HWe 3TVM npenapaTom nposoauTcs 60-
nee yemy 1000 60nbHbIX [T, B Te4eHne
roga Ha GoHe NMPOBOAMMOrO NEYEHUS
COCTOSIHE BONbHBIX MOCTEMEHHO YNyy-
LIAeTCs, BMIOTb O MOIHOrO UCHE3HOBE-
HMS1 HEBPOJIOMMYECKOW CUMMNTOMATUKM K
KOHLYy MEPBOro roaa Ne4yeHnst, 4To gaet
BO3MOXHOCTb 00MbHLIM 06CNYXVBaTb
cebsi, BbINOMHATL AOMALUHIO paboTy u
Jaxe BEPHYTLCA K Tpyay 1 yuebe.

MoppepxuBatoLLyio fo3y npenapara
60/1bHbIM HEOOXOAMMO NPUHUMATL B Te-
YyeHue BCeMN XMU3HW (eCNN HET NPOTUBO-
nokasaHuii) ana ctabunusaummn 6anaHca
Meau Ha ypoBHe, 61M3koM K dusmonoru-
yeckomy. Mo gaHHeIM HUW Hesponorum
PAMH, npwv Takom Tepanuu KynpeHuiom
COCTOsIHME 60bHbIX yay4yLaetcs B 95%
cnyyae. MNobouHble addekTbl Haboaa-
totcs B 6-20% cny4aes. Mpn HEBO3MOX-
HOCTW NIeYEHNS KYNPEHUIOM 1 OPYrUMU
TMONOBLIMK MpenapaTamy NPUMEHSIOT
anbTepPHATVBHBIA METOA, Tepanuu npe-
napaToM UMHKa (UMHKTepan, cynbdart



UMHKa, aueTaTt LMHKA, OKCuA, LMHKA).
Mpenapatsbl UyHKa ENCTBYIOT HECKOSIbKO
cnabee M MepJieHHEe, HO Msrye, Yyem
TMONOBbIE CoeanHeHus. Mpu gnutens-
HOM Jle4eHUN OHU 06NaJAIT MEHbLUEN
TOKCUYHOCTbIO, YTO [aeT BO3MOXHOCTb
n36exatb No60oYHbIX 3P DEKTOB, Bb3blBa-
eMbIX TMONoBbLIMKU Npenapatamu. B HAN
HeBponorun PAMH paspaboTaHbl 10M0N-
HUTENIbHbIE MOKa3aHWsl K MPUMEHEHUIO
npenapatos umHka npwv [T a) cTokuii
OCTaTOYHbIA HEBPONOrMYECKUA CUHA-
POM, HE 1CHE3aI0LLMA NPY MHOTrONETHEN
Tepanuu TWONOBbLIMW MNpenaparamu;
6) pe3koe ycuneHue HEeBPOJSIOrUYECKoW
N/Man comaTn4yeckom CUMNTOMAaTUKK Ha
HayanbHOW CTaaMmn Tepanumn TOOBLIMMI
npenaparamu; B) LOKAVHUYECKas 1 npe-
HeBponoruyeckas ctagmmn M, ¢ uenbto
Hanbonee apHEKTUBHOrO NPEBEHTUBHO-
ro neveHust 3aboneeaxHus. Kpome meau-
KaMEHTO3HbIX MpenapaToB Ha BCEX CTa-
onax N vmeeT 6onblioe 3HaAYeHue
oveTtoTepanus, Waasas nevyeHb U uc-
KntoyatoLlas 6oratble Meapto MPOAYKThI
(wokonan, kode, 60O0BbIE, OPEXU 1 ApP. ).
BonbHbiM TT1[], cuctemaTnyeckm npoBo-
OWTCA NeYyeHre BUTaMUHAMK rpynnsl B,
aHTMOKCUaaHTamK (ackopbuHoBas Kuc-
noTa, BuTaMuH E, acceHumwane n gp.).
Mpu TaxEnom TedeHun “OproLIHON
dopmbl” 32 pyGEKOM OCYLLECTBASIOT Op-
TOTOMUYECKYID Mepecagky MNeyeHu.
O6bl4HO onepaumns AaeT OTIMYHbLIA 3dh-
dekT, 1 3abonesaHue nepecTaeT Mnpo-
rpeccupoBath gaxe 0e3 mMeaumKameH-
TO3HOro NleyeHns. ATa onepaums 4pes-
Bbl4aHO CIOXHA, 1 B HALLEN CTpaHe ae-
NalTca TONbKO NEpBbIE Luary B 3TOWN
obnactn. B HUU Hesponormun PAMH
COBMECTHO C MIHCTUTYTOM TpaHCNNaHTO-
JIOTMM N UCKYCCTBEHHbIX OpraHoB Poc-
3apaBa paspaboTaH U BHeApeH HOBbIN
9 bEKTVBHBIV METOS, NIEYEHUS TAXENbIX,
COMaTNYEeCKM OTArOLLLEeHHbIX popm M1 -
Tak Ha3blBaeMbIl annapat “Bcnomora-
TenbHas nevyeHb” (ABI1). MeToza npeg-
cTaBnsieT coboii nnasmacdepes B 3aKpbl-
TOM KOHTYpP€ C UCMOJIb30BAHNEM OOHO-
rPynnHOM nnasmbel U MNOAKNOYEHUEM
B3BECV KCEHOrenatouuToB (3amopo-
XEHHbIE TenaToumTbl CBUHbY), YTO YCU-
nmBaet 9d®dEKT OE3UHTOKCMKALUMKU U
yny4waeT 06MeHHble NMPOLLEeCChl U PYHK-
LMOHaNbHOE COCTOSIHWE NEYeHN.

Takum 06pa3om, apceHan nevebHbIx
meTomoB npu 1, 4OCTAaTOYHO LUMPOK.
B HacTosiLLee Bpemsi B CBA3M C KNOHMPO-
BaHveM reHa 1, n petanbHbiM n3yye-
HVEM NEePBUYHOr0 BUOXMMUYECKOro Ae-
dekTa MOXHO oxuaate pa3paboTkm 60-
Jlee COBEPLUEHHbIX 3TUOTPOMHbLIX METO-
[I0B NIeYeHNs ATOW TSXEN0N OONe3HN.

MepBUYHas TOpCUOHHaS

ANCTOHMSA

TopcuonHas auctonus (TA) oTHocuT-
€S K rpynne HacneACTBEHHbIX 3KCTpanu-
pamMuiHbIx 3aboNeBaHWin 1 xapakTepu-
3yeTcs LWMPOKUM KIAMHUYECKUM MOAn-
MOPPU3MOM U FEHETUYECKON FreTeporeH-
HOCTbIO. KnuHuyeckuii nonmmopduam
KacaeTcsl Bo3pacTta MaHudectauum 60-
nesHu, peakuun Ha dapmakonornyec-
Kve mpenapartel. Yawe Bo3pacT Havana
3abonesaHus — 5-20 net. Mon MHOro-
neTHum HabntoaeHnem HAUW Heeponorum
PAMH HaxoauTtcsa csbiie 300 60MbHbIX
TA. 3abonesaHve Yalle BCero BrepBbie
NPOSIBNSETCS 3aTPYAHEHUEM XOObObl B
pesynsTate rmnepknHe3oB, nepuoamnye-
CKUM M3MEHEHWEM MbILLEYHOMO TOHYCa U
no3el HOrK (“koconanocTtb”). MocTenex-
HO 3TU CMMMTOMbl PACMPOCTPAHAIOTCS
Ha Apyrve 4acTu Tena — opyryto Hory, py-
K, Wweto, Tynosuwe. B pesynbrare pas-
BMBAETCA reHepanu3oBaHHas dopma
TA. Y HEKOTOpbIX GOMbHLIX OJUTENBHOE
Bpemsi dokanbHble GOpPMbI SBNFIOTCS
€VNHCTBEHHBIM MPOSIBNEHNEM ONCTOHU-
4eCKOro runepkmMHesa. MHTennekt npwu
nepBuYHON Tl OCTAETCH COXPAHEHHLIM.
Teyenne T[, kak npaBuno, NPOrpeccu-
pyloLlee, 04HaKO CKOPOCTb NPOrpeccu-
pOBaHMS Yy pa3HbIx 60JIbHBIX BApbUPYET.

BbloensioT ABe OCHOBHble dopMbl T,
(Mapkosa E.[., Nygaard T.): 1) purung-
Hyl0 $OpMy, XapakTepuaytoLLylocs Mo-
BbILLIEHWEM MBILLIEYHOrO TOHYCA (pUrna-
HOCTbIO) C Pa3BUTUEM (DUKCUPOBAHHbIX
naTonorMyeckunx nos, yalle B Horax, HO
WHOrZa B pykax, Lee, TyNoBULLE; 2) Anc-
TOHUYECKM-TUMEPKNHETUYECKYID dOpMY
C BbIP@XEHHLIMU DOKANbHLIMU UAN Te-
Hepann3oBaHHbIMU  AUCTOHUYECKMMMU
runepknHesamu.

B HacToslee Bpems 3a pUrngHom
Gopmon B MMPOBOI NnTEpaType 3akpe-
nunocb HasaHve OO®DA-3aBUCMMON,
nnn JODA-4yBCTBUTESIbHON AUCTOHUN,
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a 32 AMCTOHNYECKN-TUNEPKUHETUYECKOI
dopmoii — JODA-He3aBMCUMOIN ANUCTO-
HMK. 3TO CBSI3aHO C TEM, 4TO nepsas
dopma, Kak npaBuio, NPeKpacHo nog-
[AaeTca NeYeHUo ManbiMu  [03amu
OO®A-copepxalumx npenapaToB (Ha-
KOM, Magonap 1 ap.), BAioTb A0 NOMHOrO
MNCYE3HOBEHUSI HEBPOJIOMMYECKOA CUMIT-
Tomatuku. Mpwu BTOpOi bopme LODA-
codepxatuve npenapatbl HeaddekTnB-
Hbl, OHW MOFYT JILUb YXYALUNTb COCTOSHWE
GOMbHbIX; 3TUM MNauMeHTaM MokasaHsbl
aHTnpodamnHepruyeckne cpeacTea —
HeponenTtuku (ranonepugon, Tmanpug
n ap.), 6eH3oamasenuHel (KoHa3enam),
XONMHONUTUKN (TpUrekcudeHnamn, oum-
nepugeH), TAMK-epruyeckne cpencrtsa
(6aknodeH), aHTMKOHBYJIbCAHTHI (kapba-
mazenuH). OgHako Bce 9TV npenapatbl
He Tak 9hPEeKTUBHBI, Kak eBogona, npu
JOO®A-4yBCTBUTENBHON hOpME.

Mpn dokanbHbIX GopMax ANCTOHWUN
Hanbonee aPHEKTUBHLIM METOLOM Jie-
YeHMs ABNSIETCS NPUMEHEHME BOTYI0TOK-
cuHa A (60TOoKC, AMCnopT), 6110KMpYLoLLIE-
ro BblAeneHne aueTuiIXonamMHa B HEPBHO-
MbILLEYHbIX cuHancax. VHbekupym 6oTy-
NIOTOKCMHA A B MbiLLILIbI, BOBIEYEHHbIE B
rMNepKUHE3, JAlT XOpoLwwni apdekT B
TeueHne 2-6 Mec, nocne yero TpebyeTca
€ro NOBTOPHOE BBEAEHME.

Mpn HepocTaToO4HO 3PPEKTUBHOM
MeONKaMEHTO3HOM JIeYEHUMN MepBUY-
HOMN OMCTOHMM NOKa3aHO XuMpypruyec-
KOe NieyeHne — cTepeoTakcmyeckas gec-
Tpykums VL-appa 3putensHoro 6yrpa,
cyb6Tanammyeckoro sapa u ap. fNonoxm-
TeNbHbIN aDdEKT NosyyeH, N0 AaHHbIM
HWWN Hesponorun PAMH, y 65-80%
60/bHbIX; OAHAKO B YacTW CJlly4aeB Ha-
CTynaeT peuuamMB CUMMTOMATUKM, YTO
TpebyeT NOBTOPHLIX onepauunii. HoBbin
1 4YPEe3BbIYANHO MEPCMNEKTVBHBIA METOL
XVPYPrM4yeckoro NleYeHus nepBUYHON
[OMCTOHUM — BBICOKOYACTOTHAs 9NEKTPO-
CTUMYNAUMS TNYOUHHBIX NMOAKOPKOBbBIX
CTPYKTYp MO3ra.

T[l 3HAUMTENBbHO yalle nepenaeTcs
no ayTOCOMHO-AOMWHAHTHOMY TUMy C
OrpaHNYEHHON MEeHEeTPaHTHOCTbIO My-
TAHTHOrO reHa, pexe — no ayToCOMHO-
pPeLLeCCBHOMY TWMy; OMMWCaHbl NMLLIb
04YeHb pefkue cembyu C X-CLEeneHHbIM
TMNOM HacnepoBaHust 6onesnu. loka-
3aHO0, 4T0 reHbl JOMA-3aBucUMOl ©
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LO®A-He3aBucumoii dopm T, nokanm-
3YIOTCS Ha pa3HbIX XPOMOCOMax — B 00-
nact 14921-25 n 9932-34 cootseTCT-
BEHHO; CNnefoBaTenbHO, 3T GOopMbl
SBNAIOTCS FEHETUYECKU CaMOCTOSITENb-
HbIMKU 3aboneBaHusIMU. [na obewnx yka-
3aHHbIX Gopm T/, naeHTUPUUMPOBaHbI
6enkoBble NMPOAYKTHI.

Kpowme knaccuyecknx ¢popm T, onum-
caHbl Gonee penkue HacneacTBEHHblE
[VCTOHUYECKME CUHOPOMBI: MapoKcu3-
ManbHas AUCTOHWUS, MUOKIOHMYecKas
OUCTOHWS, OUCTOHUS-MAPKUHCOHU3M.
Bce a1 dopmbl, kKak Noka3aHo B Nocnes-
HWe rofbl, UIMEIOT CaMOCTOSITENbHYIO re-
HeTUYeckylo OCHOBY. MonekynspHo-re-
HEeTUYeCKMn aHann3 pasnunyHbix popm T/,
W BbISIBNEHNE TEX WU UHBIX FEHHbIX Ae-
$EKTOB (TOYKOBbIE MyTaLMK, Oeneummn)
BEOET K BHeApeHuto Hambonee coep-
LUEHHbIX METOZO0B AMArHOCTUKW, U3yye-
HUIO NePBUYHOro BeNKoBOro AedekTa u,
B nepcnekTvee, pa3pabotke NpUHLMNKU-
aNbHO HOBbIX METOO0B JIEHEHMS.

Bone3Hb [eHTUHrToHa

BonesHb leHtuHrroHa (BI) — Taxe-
N10€ HacneaCTBEHHOE HelpoaereHepa-
TMBHOE 3aboneBaHWe, Ha3BaHHOE Mo
MUMEHWN aBTOpa, OMMCaBLLUEro B KOHLE
NPOLUOro CTONETUS €r0 OCHOBHbIE KN~
HUYeCcKne NPOSIBNEHUS.

BI' HacnepyeTca No ayTOCOMHO-A0-
MWHAHTHOMY TUMY C MPaKTU4Yecky non-
HOWM NEHETPAHTHOCTbI0 MYTAHTHOrO re-
Ha. [eH ToKann30BaH Ha KOPOTKOM Mieye
4-1 XpOMOCOMbI 1 OblN NAEHTUOULMPO-
BaH B 1993 r. (Huntington’s Disease
Collaborative Research Group, 1993). OH
KOOMPYET CWHTE3 Benka reHTUHITUHA.
MyTtaums npu BI" HocuT “AMHaMmyecknin”
xapakTep 1 3aK/o4aeTcs B natonornye-
CKOM YBENIMYEHUW YMCna KOMWIA TPUHYK-
NeOTUIHbLIX MOBTOPOB “UMTO3UH-age-
HUH-TyaHuH” (LLAT), BXOASLWMX B COCTaB
KogvpyioLlei obnacTu reHa: B HOpme
ymcno konui LLAM-noBTOpoB cocTaBnseT
0o 35 noBTOpOB, Yy 60/bHLIX — OT 36 00
120 n 6onee. 3ToT deHOMEH nonyynn
cneuuanbHoe HasBaHWe — 3KCMaHCUs
TPUHYKNEOTUAHbIX MOBTOPOB. Yu1Cno
MOBTOPOB YCWUIMBAETCS MpU nepenade
reHa B MOCNeaytoLne MOKONEeHUs, 4TO
NPUBOAUT K YTSXKENEHUIO KIIMHWUYECKON
KapTVHbl M1 OMOJIOXEHUIO BO3pacTa ma-
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HudecTaumm 60ne3HN (aHTULMNaums).
Haunbonee Tsxenble v paHHWE ciyvam
60ne3HM pa3BMBaOTCA Yalle Npu Hacne-
[OBaHMN MyTaLMK MO OTLLOBCKOWN JIMHWN,
0COOEHHO eC/v OTLOBCKas Nepeaaya re-
Ha MMeeT MecTo B [ABYX 1 Oonee nocne-
[00BaTebHbIX MOKONEHMSX POAOCIOBHOM
(“acbdekT 0TLOBCKOW Nepeaaymn”).

HykneotugHeii Tpunnet LA kogu-
PYET aMUHOKUCAIOTY FyTaMWH, NO3TOMY
akcnaHemst LIAM-noBTOpOB NpMBOAMT K
CUHTE3y aHoMasbHOro 6enka, cogepxa-
LLLEro pesko YAJIMHEHHbI NOAUMTYTaMu-
HOBBbI y4aCTOK. OTO NPMBOAMT K GOPMU-
POBaHMIO NATONOMMYECKNX MEXMONEKY-
NIAPHBIX CBA3EN C PALOM TKaHecneundu-
yeckux 6enkoB LIHC n dopmumpoBaHuio B
KNEeTKe HEeNpPOTOKCUYHBIX TEHTUHITUH-
MO3UTUBHBIX HEPACTBOPUMbIX GENKOBbIX
arperaTos, 4YTO ¥ IEXUT B OCHOBE rnbenu
HEMNPOHOB, XapakTepHow ans bl

OCHOBOI KNIMHMYECKOW KapTuHbl BIf
ABNSIOTCA XOPEenYeckme rmnepkuHesbl,
HapyLUEeHUs B SMOLIMOHANIbHO-BOIEBOI 1
WHTENNeKTyanbHon chepax. CUMMNTOMBI,
Kak Npasunno, MaHN@ECTUPYIOT B 3PENOM
BO3pacTe, Ha 4-7-M OeCATUNETUN XN3-
HW. lepBOHAYaNbHO NOSBASIOTCS MOBbI-
LeHHas BO3OYAMMOCTb, TPEBOXHOCTD,
9MOLMOHaNbHAs HEYCTONYMBOCTb, Ae-
npeccus. 3a40aro 4o pa3BepHyTon cTa-
ovmn BIC petanbHOEe HEMPONCUXONOornyec-
Koe uccnegoBaHme “KNMMHNYECKN 300P0-
BbIX” HOCUTENEN MYTAaHTHOrO reHa nos-
BOJISIET BbIIBUTb Y HUX PSIA, LOCTOBEPHbIX
KOFHUTMBHbBIX U JIMYHOCTHBIX M3MEHe-
HUI — CHUXEHME MaMaTu, HapyleHune
NpaKkTN4ecKoro 1 abCTPakTHOrO MblLUse-
HWSI, HAPYLUEHNE KOHLEHTPALMN BHUMA-
HWS1, MOBBILLIEHNE YPOBHS PEAKTVBHOW 1
JINYHOCTHOIN TPEBOXHOCTM, @ TaKke Ha-
pYyLUEHMNE KOTHUTUBHbBIX BbI3BAHHBIX MO-
TeHumanos P300. OgH1MK 13 nepBbIX UC-
cnefoeatenieil, 06paTUBLUMX BHUMaHWE
Ha NePBUYHOCTb ATUX N3MeHeHU npw B,
OblN COTPYAHWKM HEMPOTreHETUYECKOrO
oTtpenenns HUW nesponorun PAMH
(MnnapwowkmH C.H., KntowHnkos C.A.,
MBaHoBa-CMmoneHckas N.A.).

Takum obpa3om, npu 6onesHn lex-
TUHITOHA CYLLECTBYET AOCTATO4HO MNPO-
JOMKUTENbHAs MHOFONETHAS CcTagus
“npendonesHn”, cesi3aHHas C NOCTeneH-
HbIM HapacTaHneMm CyOKNMHUYECKUX HElA-
poAereHepaTMBHbIX M BUOXMMUYECKUX

MN3MEHEHWIN B BELLECTBE MO3ra. Ha aTom
$OHe NOCTENEeHHO Pa3BMBAIOTCS rmnep-
KMHE3bl, NOKaNU3yoLWMecs npenmmyLle-
CTBEHHO B AMCTANbHbIX OTAENax KOHEeY-
HOCTEN, MWMWUYECKOM MycKynatype,
A3blke. B pganbHenwem runepkuHesbl
HapacTalT No aMmnanTyae, CTaHOBATCH
pa3MaLLMCTbIMU, FTEHEPANTM30BAHHBIMU 1
HeKOHTpoMpyeMbiMu. o Mepe npo-
rPeccVpOBaHUs rMNepKMHE3OB OOMbHbIE
TEPSIOT CMOCOBHOCTb CaMOCTOSATESIbHO
nepeaBuraTbcs U 06CnyxmBaTh ceods.

MapannensHo ABuUraTefbHbIM Hapy-
LUEHMSIM MOCTEMEHHO NPOrpeccupyioT
WHTENNEKTYyanbHO-MHECTMYECKE pac-
CTpoOWicTBa (BNOThb 0 AEMEHLUMM “nofa-
KOPKOBOro” TMna), xapakTepuayoLumecs
3aMefSIeHNEM KOTHUTUBHbIX OYHKLNN,
CHVXEHUEM NamsiTh, ocnabneHnem Kpu-
TVIKW, anatuen, Oenpeccuen, Hepeako —
cyvumaanbHbIMU NOMbITKAMU U OfHO-
BPEMEHHO — COXPAHHOCTBIO MOHUMAHWS
1 MPOAYKUMM peyn, OTCYTCTBMEM arHo-
3un. Mpw gnutensHOM TeveHun 6onesHn
pasBMBaeTCs TOTalbHAs OEMEHLMs C
pacnafom nMyHocTu. Ha doHe HapacTa-
loLLlelt AEMEHUMU MOTYT Habnoaatbes
abPekTBHBIE, OPENOBLIE MW FANOLN-
HaToOpHO-OpeoBLle NCKX03bl. Pa3sutue
[leMeHLMy 06yCNoBNEHO NEPBUYHON Ae-
reHepauyer XBocTaToro sapa v npepbl-
BaHMEM BOJIOKOH, Cnepylowux OT npe-
PPOHTANLHON KOPbI BOMLLUMX MOAyLIa-
pui K XBOCTATOMY SAPY.

Mpwn knaccuyeckon runepknHeTnYe-
ckon popwme BI" runepkuHessl gocTura-
0T CBOEro Makcumyma 4yepes 5-10 net
nocne maHudecTaumm 60ne3Hu, BMO-
CnepcTBUN rnnepkmnHesbl NMbo coxpaHs-
I0TCS HA NPEXHEM YPOBHE, NMBO MacKu-
pylOTCS MO MEPe HapacTaHWs aKCTpanu-
pamMMOHON PUrMOHOCTM — NOCTENEHHbIN
nepexof, 60ne3Hn B Tak Ha3blBAEMYIO
MO3AHIOI0 aKUHETUKO-PUTMAHYI0 HOPMY.

CamocTosTensHyto dpopmy BI' npea-
cTaBnseT coboii NepBUYHBIA IOBEHUb-
HbIi aKMHETUKO-PUrMaHbIA BapuaHT Bl
(BapuaHT Bectdand), Habmogaembilii B
10-15% cnyyaeB BI. Y Takux 60nbHbIX
3aboneBaHne MaHudecTupyeT Ha 1-2-M
LEeCATUNEeTUN XN3HN 1 XapakTeprayeTcs
0COOEHHO HEONArONPUATHBIM TEYEHUEM.
B knuHuyeckoi kapTuHe y GONbLHOro B
OEeTCKOM WA I0HOLWECKOM BO3pacTe
NPeBanvpyloT MbllUEYHaAs PUTMOHOCTD,



KOHTPaKTYpbl, U3MEHEHNE MOBELEHUS,
HapyLUeHne YMCTBEHHOrO pa3BuTusi. Xo-
peunyeckme runepkrHesbl Yalle Bbipaxe-
Hbl HE3HAYUTENILHO, MOMYT KOMOUHMPO-
BaTbCS1 C MUOKNOHUSIMU; MHOMAA runep-
KMHe3bl COBCEM OTCYTCTBYIOT. XapakTep-
HOW 0COBEHHOCTbIO OBEHWIIbHON HOPMBbI
BI" ABnseTca pa3sutme anunenTuyecknx
npUnagkoB, AMCTOHWM, aTeTo3a, nupa-
MUOHBIX CUMMNTOMOB, aTakcuu. Takoe
pa3Hoobpa3ne KIMHUYECKMX MpOosiBie-
HWUI Npu BapuaHTe Bectdang, cywect-
BEHHO 3aTPYOHSIOLLEE KIMHUYECKYHO N~
arHocTuky 60ne3Hun, 0bycnoBneHo 60sb-
LUeil pacnpoCTPaHEHHOCTbLIO MaToNor-
4eCKOro NpoLecca B roIOBHOM MO3re CO
3HAYNTENIbHOW BbIPAXXEHHOCTbIO AEreHe-
paTMBHbIX U3MEHEHWIA B KNETKax CTPUO-
nannuaapHoro Komniekca v mMaccuB-
HbIM MMO30M. BapuaHTt Bectdans Ha-
GofaeTcs yallle Npu nepefaye MyTaHT-
HOro reHa Mo OTLOBCKOW NWHWMW OT
MYXUYMH B HECKOJbKMX MOKONEHUSX —
“addekT 0TLOBCKON Nepenayn”. Makcu-
ManbHaa cTeneHb akcnaHcun LIAM-no-
BTOPOB (CBbiIWe 55 konuin) npu BI" xapak-
TepHa UMEHHO [/ I0BEHWUNIbHOrO Bapu-
aHTa 601e3HM.

[oBonbHO peako npu bIN B kKnnHmye-
CKOW KapTuHe 3aboneBaHusi Ha MpoTs-
XEeHUW ONUTENIbHOr0 BPEMEHW MOryT
npeobnagatb pa3HoobpasHbie Neuxmye-
CKue NposiBNeHNs, B TO BPeMS Kak Hapy-
LUEHMSI MOTOPVMKM OCTAIOTCS MUHUMASTb-
HbIMW MW axe OTCYTCTBYIOT B TEYEHUNE
psga net — “ncuxuyeckas” dopma Br.
B atux cnyyaax 3atpygHeH auddepeH-
UpanbHbI AMarHo3 ¢ pasvyHbIMU Mcu-
XMYECKMMM 3a00N1EBAHNAMU, U OOSbHbIE,
KaK npaBwio, CTAHOBATCS NaUMEHTAMM
NCYX1ATPUYECKNX CTALMOHAPOB.

Bl xapakTepusyeTca nporpeamneHT-
HbIM TeyeHreM; 60sbHble 0ObIYHO MOru-
6aloT OT UHTEPKYPPEHTHBIX 3a60/1EBAHMIA
yepe3 15-20 net ot Havana 3abonesa-
HUS. Hepenokon npuyrHoOM cMepTu sBnsi-
I0TCS CyMumMaansHble AeCTBUS, 0BYCNoB-
JieHHble aenpeccuen. Mpu 10BEHWIILHON
AKMHETUKO-PUrMaHon dopme AnuTesb-
HOCTb 60N1e3HN 3HAYUTENIbHO MEHbLLE.
Mpun nosaHelt maHndectaumm Bl (nocne
60-70 net), HabnopatoLencs 0ObIYHO
NpU MUHMMANbHOW 3KCMaHCUN TPUHYK-
Ne0TUAHbIX MOBTOPOB, 3a60JIEBaHNME NPO-
rpeccupyet O4eHb MEAJIEHHO, a Bbipa-

XEHHas1 [EMEHLMS Pa3BMBAETCS PEOKO.
370 HabnoAAETCA YaLle Npv HacneoBa-
HUK 60NE3HN NO MATEPUHCKOW JIMHUN.
BakHbIM LONONHUTENBHBIM METOA0M
ncenenosaHus aensetca MPT ronosHoro
MO3ra, NMpu KOTOPOI BbISBNSIETCS 00LWas
atpodus ronoBHOr0 MO3ra, npu 3TOM
Hanbonee 4eTKO BU3yanuaupyloTcs at-
podusa ronoBkM XBOCTATOrO f4pa 1 pac-
LUMPEHME NepeaHnX poroB BGOKOBbIX Xe-
Nyno4koB. CTeneHb BbIPAKEHHOCTMW TUA-
pouedanmu KOpPenmpyeT C THKECTbIO
KJIMHNYECKOW KapTUHbI 3a00NeBaHMS.
Hanbonee coBepLUeHHbIM METOAO0M
avarHocTtukmn Bl (a Takke MeTogoM Bbl-
ABNEHNS NPECUMNTOMHOIO HOCUTENLCT-
Ba MYTAHTHOMO reHa y KJIMHUYeCKn 300-
POBbIX POACTBEHHUKOB) aBnseTcs AHK-
TECTUPOBAHME C UCCNeOOBaHWEM Tpu-
HykneotngHoro LIAM-yyacTka reHa.
OO6HapyxeHne 3KCMaHCUWM MOBTOPOB B
reHe (cBbiwe 36 konuii LA -Tpunnetos)
no3BonsieT ¢ abCoMOTHONW TOYHOCTHIO
NoATBEPANTL Hanuume mytauumn. 370
nmeeT 0co60e 3HaYEHNE B aTUMNYHbIX 1
crnopaguyeckux cnyvasx bl B npakTtuke
MEeAMNKO-TEHETUYECKOrO KOHCYNbTUPO-
BaHNsA Npy 06CnenoBaHnn L, U3 rpyn-
Mbl BLICOKOrO pMCKa, a Takxe B Clyvasx
npeHatanbHon amarHoctukmn (OHK-tec-
TMPOBaHME XOPUOHA WAW aMHUOTMYEC-
KO XUOKOCTU Npu 6epemMeHHOCT! ans
onpeneneHns HOCMTeNbLCTBA U OTCYT-
CTBMWSI MYTQHTHOIO reHa y nioga).
OdPeKkTMBHOE NATOreHETMYECKOE
nevyeHne Bl He paspabotaHo. [nsa
YMEHbILLEHNS BbIPAXEHHOCTU XOpenyec-
KOro rmnepkuHesa NpUMEHSIITCS aHTu-
podbaMuHeprnyeckne CpeacTsa 3 rpyn-
bl HEMPONENTMKOB: rafonepuaon, Tma-
npua v op. 311 xe npenapatbl 06nagaoTt
AHTUNCUXOTMYECKUM AencTBnem. B 14-
XenblX CAyyasx ans yMeHbLUEHNS runep-
KNMHE30B 1 cepgatuBHoro addekra uene-
co0b6pasHo KOMOMHMPOBATb KX C OEH30-
OVasennMHoBbLIMX Npenapatamu, B nep-
BYIO 04epeb — C KnoHa3enaMmoMm v ap.
WNHTEHCMBHbIE MOUCKM HOBbIX 3¢-
QEKTUBHBIX CPEeACTB NeYeHust 3Toro Ts-
Xenenwero Hegyra npoaoKaloTCs BO
BCEM MUpE.

AcceHumanbHbI TpeMop
AcceHumanbHbIn Tpemop (HacneacT-
BEHHOE WAMOMNATUYECKOE [POXaHue,
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6onesHb MuHopa) — Hanbonee pacnpo-
CTpaHeHHoe HacneacTBeHHoe 3aboneBa-
HVe aKCTpanMpamMmaHoi cUcTeMbI, nepe-
JaioLeecs no ayToCOMHO-AOMUHAHTHO-
My TuMy. PacnpocTpaHeHHOCTb 3CCEHLM-
anbHoro Tpemopa (9T) konebnetca B
pasHbix pernoHax mupa ot 0,3 0o 17%.

AHannM3 poaOCNOBHbLIX C FEHETUKO-
MaTeMaTuyeckoin o6paboTkol AaHHbIX
CBUAETENLCTBYET, 4To OT xapakTepuay-
eTcsl BapnabesibHOM aKCNPeCcCUBHOCTbIO
1N HEMOJIHOV MEHETPAHTHOCTBIO MYTaHT-
HOro reHa. lNponopumns ceMewnHbIX Cry-
yaeB 3T, N0 AAHHLIM Pa3HbIX aBTOPOB,
coctaBnser 17-83%. Cnopaanyeckme
cnyyan 0ObSCHATCS HEMOMHOW MeHeT-
PaHTHOCTbIO reHa B CEMbE, FeHeTuyec-
KO reTeporeHHOCTbi0 U Hanuyem de-
Hokonuit. B pspe cemell HabntogaeTcs
$eHOMEH aHTMUMNaumu, T.e. B nocneny-
IOLLMX NOKONEeHMsIX 3ab0oneBaHme NposiB-
nsetcs B 6onee MoOn040OM BO3pacTe U
npotekaeT 6onee Taxeno. B HacTosiLee
BPEeMs NMokasaHo CyLLeCcTBOBaHMe 6onee
IBYX MYTAHTHbIX FEHOB, BbI3bIBAIOLLIMX
passuTne AT. B 16 o6cnenoBaHHbIX 00-
LUMPHBLIX UCNAHACKUX CeMbsiX, OTAro-
LLEHHbIX JT, MyTaHTHbIVA reH Obin nokanu-
30BaH Ha 3-11 xpoMocome B lokyce 3q13;
cpeaHuii Bo3pacT MaHudecTauun 60-
ne3Hn coctaeun 26,7 roga, Kakux-nnbo
KIMHNYECKMX 0COOEHHOCTeN, oTnnyato-
wmx aty dopmy 0T knaccumyeckoro 9T,
06HapyxeHo He 6bio. Ha npumepe 06-
LUIMPHON amMeprKaHCKOW Cemby nokasa-
HO CyLLEeCTBOBaHWE Apyroro nokyca JT
Ha 2- xpomocome (2p22-25); B faHHOM
cembe Habnopancs GeHoMeH aHTUUu-
nauun.

KnuHnyeckn 3T vawe Bcero npefn-
cTaBnsieT coboii MOHOCUMMTOMHOE 3a-
6oneBaHne, €OVHCTBEHHbLIM KJIMHUYEC-
KUM NPOSIBNEHNMEM KOTOPOro SBASIETCSH
ApoxaHwve. C apyroi cTopoHsbl, 3T npu-
CyLL, KIMHMYeCckmin nonmmopdunsm. po-
XaHve npu 3T WMPOKO BapbUpyeT Mo
CTEMNEHN BbIPAKEHHOCTU, XapakTepucTu-
Ke (4acToTa v aMnanTyaa Tpemopa), no-
Kanusauum, pacnpoCTPaHEHHOCTU, BO3-
pacty MaHudectaumn. Ans 3T TMNUYHO
OpOXaHWe pyK, OTYETIMBO BbIPAXEHHOE
npu CTaTU4ECKOM HaNPsXeHW, noaaep-
XaHuu onpeaeneHHo no3sbl (NocTypasib-
HbIli TPEMop). XapakTepHbIM ans 3T sB-
NINETCA TO, YTO APOXaHME CONMPOBOXAAET
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KaX[0e LeneHanpaBieHHOe ABUXEHUE
(KMHETMYEeCKMn TPEMOP), COXPaHSAAChb
npv NPUBAMKEHNN K Lenn (TepMuHab-
HbIA TPEMOP). JIerkuin MHTEHUMOHHbIN
KOMMOHEHT B BUZIE HEKOTOPOrO YCUNEHMUS
[POXaHWS PYK B KOHLLE ABVKEHUS TUMK-
yeH ans ST, HO OH ropa3go MeHee Boipa-
XEH, YEM MPU MO3XKEYKOBBIX ATAKCHSX.
Tpemop nokosi npu 3T, B 0TAn4mMe ot 60-
nesHu Mapk1MHCOHa, BCTpeYaeTcs 3Hauu-
TesbHO pexe (06bl4HO Y 6OSbHBIX CTapLLe
60 neT). MIameHeHns noyepka Takxe pas-
NNYHBI Y 60MbHbIX AT 1 GonesHbio Map-
KMHCOHA: ecnv pfis MapkMHCOHM3Ma Xa-
pakTepHa Mukporpadus, To y 60NbHbIX
9T, HaobopoT, GYKBbLI KPYMHbIE, 3a0CT-
PEHHbIE, YINI0BATbIE, C BOJIHUCTHIMM KOH-
Typamu, 4acTO He COEeOMHEHHbIE MEXIY
coboii. Tpemop nosiBAseTCs UCNOABOSb,
BHAuase TOJbKO NpY BOJIHEHWU, KaK npa-
BUIO, MEOJIEHHO NPOrPeccupyeT, yBeu-
YMBAsICb MO aMMNANTYLE, YMEHbLLAsChb MO
yacTtoTe (6-12 l'u) M pacnpocTpaHssach
Ha gpyrue 4yacTu Tena — rosiosy (Tpemop
TMna “HeT” 1 “ma”), MUMMYECKME MblLLLbI,
ry6bl, 3bIK, FOIOCOBbIE CBA3KM (ApoXxa-
Wwmii TeMop ronoca). Peako B no3gHuUx
CTagusix NMpPUCOEAMHAETCS TPeMop ava-
dparmMbl, Mpu 3TOM peyb CTAHOBUTCSH
ToNn4koobpasHoi, Hepasbopymson. Tpe-
MOP HOT U1 TyN0BULLA — PEAKMIA CUMATOM
npu 3T 1 Yawe BO3HWKAET MPU BOJHE-
Hun. CTeneHb nporpeccupoBaxmns 3T ya-
we ycunueaetca nocne 40 net. Nommmo
Tpemopa, npu AT y oTAENbHbIX BONBbHbLIX
MoryT HabntoaaTbecst GokanbHble AMCKM-
He3nn B BUAE NErkom crnactu4eckom
KpusoLlen, bnedapocnasma, OpomaH-
IMBYNspHOV OUCTOHWMM, MUCHEro cnas-
Ma. Bo Bcex aTux crydasix Heobxoaym
onddepeHLmanbHbli avardos mexay 9T
N TOPCUOHHOW OWCTOHWEN, KOTOpas He-
peaKo ConpoBOXAAETCS TPEMOPOM.
dakTopbl, MoandUUMPYIOLLIME APO-
xaHwve npu JT:
® 3MOLIMOHA/IbHOE HanpsikeHue, KOoTo-
pOE He TONIbKO YCWUMBAET TPEMOP 0~
6011 nokanu3aumm, HO TaKkke NPUBO-
[T K ero BPEMEHHOW reHepanusauuy;

=]
www.atmosphere-ph.ru

e nepeoxnaxaeHve (ycunumeaet Tpe-
Mop);

e du3nyeckas Harpyska (ycunmeaet
Tpemop);

e ynoTpebneHne kpenkoro kode (ycu-
NIMBaET TPEMOP);

® a/IKOroflb — YMEHbLUAET WAN MOJSIHO-
CTbio nogasnset 3T B AeHb ero npu-
emMa (ankoronbHas npoba) u 4acto
YCWUJIMBAET Ha Cneayowmin AgHb;

e GONblUAsl BbIPAXEHHOCTb TPEMOpa B
YTPEHHME Hachbl.

OT xapakTepuadyeTcs pasfinyHbIM
BO3pacToM MaHudecTaumm 3abonesa-
HVS. BblaensaiT OEeTCKylo, IOHOLIECKYO
dopmbl, dopmy 3pesioro Bo3pacTta
(MPECEHUNBHBIA U CEHUSbHBLIA BapuaH-
Tbl). [lebtoT 3a6oneBaHns B AETCKOM U
IOHOLWECKOM BO3pacTe He SBASETCH
PenKoCTbIO.

J1.C. MuHop (1927, 1936) cuwutan,
4TO B CEMbSIX 00NbHbIX AT C MOBbLILIEH-
HOW YacToTOl HabNoOAIOTCA MHOrO4EeT-
HOCTb 1 JONrOXUTENbCTBO (Status multi-
parus macrosicticus), 3atem 310 Nono-
XeHve BblI0 pacLUMPEHO APYrMU aBTO-
pamu, OTMETUBLLMMM, YTO MHOrME K3
60nbHbIX AT UMEIOT MOBbLILEHHbIA WH-
[EKC VHTENNEKTYanbHOCTU U MHOTUE U3
HMX aobusatoTcs 6onbwMX Npodeccuo-
HaJlbHbIX JOCTUXeHuI. B nocnegHue ro-
[bl, 0O[IHaKO, NosiBUIMCL PaboThl, OTMe-
yarolme, HaobopOT, HaNYME HEPE3KMX
KOTHWUTWBHBbIX HapyLLeHuii npu 3T.

Moka3aHo, 4to npu KT n MPT y 60/1b-
Hbix AT He BbLIABNAETCA KaKon-nnbo oT-
yeTnmeon natonorun. MNpu mnccnegosa-
HUN BONbHBLIX C MOMOLLBI0 NMO3UTPOHHOM
3MUCCKoHHOM Tomorpadum (M3AT) Bbinn
noNy4eHbl JOCTOBEPHbIE AAHHbIE, CBU-
[EeTenbCTBYIOLLME O NOBbILLEHUM Npu OT
aKTUBHOCTWN HEMPOHOB MO3Xe4Ka, aKkTu-
BaUuM LepebenioonmBapHbIX CBA3EN 1
CBSI3ei1 MOTOPHOW KOPbI CO 3PUTESbHBIM
GYyrpoMm 1 CMHHBLIM MO3rOM.

Mpn SMI-ncecnenoBaHMn NokasaHo,
410 OT He ABNSETCS YCUNIEHHBIM MO amn-
tyae Gu3nonormyeckum TPEMOPOM,
HO OT/IMYAETCS MO PAdy NapaMeTPOB Kak

oT M3NONOrNYEeCcKOro Tpemopa, Tak u
oT Tpemopa npu 6onesHn MapkuHcoHa.
Tpemop npu 3T MMeeT xapakTepHbIn
OMr-narTepH.

Mpv nevyeHnn 6onbHbIX AT TpaaULM-
OHHO MCMOoNb3YIOT B-6n0KaTopbl 06LLErO
N CENEKTUBHOMO AENCTBUS (aHaANPUINH,
aTeHosion, Metonposion v gp.). Mexa-
HU3M UX OENCTBUS ABNSETCS NPenMyLLe-
CTBEHHO LIEHTPasIbHbIM, XOTS OH, MO-BU-
OMMOMY, KOMBUHMpYEeTCs U ¢ nepude-
pyYeckMM LeNCTBMEM Ha B-peuentopbl
MbILLEYHbLIX BEPETEH MOonepe4yHo-noso-
caTbiX CKeNeTHbIX Mbllil, Bnaronpuar-
Hoe [OeicTBMe Ha TPemop okasbiBaloT
npenapaTtbl U3 rpynmnbl aHTUKOHBY/IbCaH-
TOB — KaK XOPOLLO M3BECTHbIE (KIIOHA3e-
nam, rekcamuayH u ap.), Tak U HOBble
(Tonmpamar, kennpa).

EcTb faHHble, 4TO NOCTENEHHOMY 3a-
MeAneHuo nporpeccupoBardus 3T Mo-
XeT cnocobcTBOBaTL KypcoBoe npumMe-
HeHune 6onblUMX [03 BUTaMuUHa Bg, KoTO-
pbIii BBOOAT BHYTPUMBILLEYHO ABa pasa
B AeHb B TeyeHune mecsua (o1 200 go
400 mr/cyT), no 2 kypca B rof.

Bonpoc 0 AeTOPOXAEHMMN B CEMbSIX C
3T npu NpoBeAeHUN MeanKO-reHeTnYe-
CKOr0 KOHCYNLTMPOBAHUS PELLIAETCS No-
JIOXMTENbHO, MOCKONbKY 3abofieBaHue
MMeeT Me[JieHHOe NporpeccrpoBaHne
W, KaK MpaBuio, He WHBANMAU3NPYyeT
OOJbHBIX.

Takvm 06pasom, B nocnenHue rogbl
NpPOu30LLEN NPOPLIB B U3YYEHUN 3TUO-
JIOrUKN 1 NaToreHesa, BHEAPEHUN METO-
[I0B PaHHein AMarHOCTUKWU, NeYeHus u
nNpodUNaKTUKN (MELMKO-TeHETUHECKOro
KOHCYNbTUPOBAHWS) MPWU HacnenCTBEH-
HbIX 3a00NeBaHUAX C MPENMYLLECTBEH-
HbIM MOPaXeHMeM 3KCTpanupamMuaHon
CUCTEMbI — 11 B NMEPBYIO 04epeb, naro-
Japs BHEOPEHMIO MOJIEKYISAPHO-reHe-
TUYECKMX METOA4OB MCCledoBaHus.
JanbHenwmnin nporpecc HemporeHeTnkn
6ynet cnocobcTBoBaTh paspaboTke
NMPUHLUMMINANBLHO HOBbIX MOAX0A0B K KOp-
PEKLMN UMEIOLLMXCSA MONEKYNSAPHbIX Oe-
dekToB.



