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[lopasicenue nepughepuueckoii HepaHoil cucmembl MOdcem OblMb OCHOBHBIM NPOSAGACHUEM CUCMEMHO20 AMUAOUA03A AUOO BOZHUKAMb HA NO30-
HUX cmaousx 3a001e6aHus HAa oHe NoAUOP2aHHol namonoeuu. B 3agucumocmu om nokanuzayuu omaoxcenuii amuaouda 6 nepugheputeckoil
HepeHOIl cucmeme pa3euearomcs QoKanbHas, MHONCECMBEHHAs MOHOHe8POnamus, paouKyionamus, noauHesponamus, OUc@YHKYuUs eece-
mamugHoll HepeHoil cucmembl, muonamus. Haubonee xapakxmeproim cumnmomom npu CUCMeMHOM amMuaoudo3e 16451emcs CeHCOPHO-MOMOop-
Hasi NOAUHeBPONAMUsl, CONPOBOACOAIOUASCS 8 OONBUILHCIBE CAYYALE B0BACUEHUEM 8 NAMOA02UMECKUL NPOUeCcC 8e2emamueHblX HePEHbIX 60~
sokon. Tlopascenue nepughepuueckoil Hep8HoOIl cucmembl 8 CAYHAAX CUCIEMHO020 AMUAOUA03A HOCUM NPO2PeCcCcUpyiouuil Xxapakmep, RPUgoos
K UHBAAUOU3AUUU NAUUEHMA, YMOo Oeadem aKmyanbHoU paHHIO OUAZHOCMUKY 3a001€8aHUs U e20 HeBPOA0UMECKUX NPOs8AeHULL ¢ nOcAedY-
HoWUM nposedeHuem NamozeHemu4eckoil mepanuu.
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Peripheral nervous system involvement may be a main manifestation of systemic amyloidosis or occur in the later stages of the disease in the
presence of multiple organ pathology. Focal, multiple mononeuropathy, radiculopathy, polyneuropathy, autonomic nervous system dysfunction,
and myopathy develop depending on the localization of amyloid deposits in the peripheral nervous system. The most characteristic symptom in
systemic amyloidosis is sensorimotor polyneuropathy accompanied in most cases by the involvement of autonomic nerve fibers in the patholog-
ical process. In cases of systemic amyloidosis, peripheral nervous system involvement is progressive, leading to disability, which makes the early
diagnosis of the disease and its neurological manifestations and subsequent pathogenetic therapy relevant.
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BsepeHune

Amunoudoz — cobuparebHOe TIOHSITUE, O0beAUHSIONIee
rpymniy 3a00jieBaHUit, OCHOBY IaTOreHe3a KOTOPbIX COCTABIISIET
OTJIOXKEHUE B UHTEPCTULIMU MTATOJIOTMYECKOTr0 HEPACTBOPUMOTO
GubpwIApHOTO TIUKOMpOoTeMHa (amuiouma). B cTpoenun
aMuIonaa TOMUHUPYIOT OeTa-cKiamdyaras KOHGOpMalnmoHHast
CTPYKTYpa, BBICOKAS YIOPSTOUYEHHOCTh («KPUCTAILT Ha MJI0CKO-
CTU»), ONpenessiolle ero crneunduyeckoe CBOMCTBO — CIO-
COOHOCTb K IBOMHOMY JiydyenpesoMIeHuIo pu oKpacke KoHro
KPACHbBIM, MEHSIOLIUM MPU HATMYMU aMWJIOUJA KPACHBIN LIBET
Ha XeJTO-3eJIeHOe CBeUeHIE B MOJISIPU30BaHHOM cBeTe. [JlaHHoe
cBoiicTBo B XIX B. BriepBbie 3aMeTHI HeMeliKuii matosor P. Bup-
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XOB, BBISIBUBIINI CITOCOOHOCTh aMWJIOM A OKPAIINBATHCS CYJTb-
(aTupoBaHHBIM OIOM B CMHE-YEPHBIN 1IBET, HAo001e Kpax-
Maja, U MPpeiTOXWI TEPMUH «aMUJIOUA03» (OT rped. amylon —
kpaxmain) [1-3].

OcHOBOI1 7151 00pa30oBaHUsI aMUJIOUIA SIBJISIIOTCST OSIKU -
npeamnecTBeHHUKY (80% Macchl aMUJIONIA), CETOHST U3BECTHO
6osee 30 Takux OETKOB. Y KaxkIoro 6e1Ka CylmieCTBEHHO OTJIM-
YalTCcs MEXaHU3Mbl CHUHTE3a, YTWJIM3alUMU, OUOJOTUYECKME
(byHK1LIMU, YTO ompeaesieT pa3Inuusl B KIMHUYECKUX TTPOSIBIIE-
HMSIX M TIOJAXOMAax K JIeYeHUIo amuouao3a. [1o aToit mpuuuHe
pasHble GOPMBI aMUJIONI03a PACCMATPUBAIOT KaK pa3Hble 3a00-
JIeBaHUs U, COTJIACHO COBpPeMEHHOM Kiaccudukauuu (cM. Tad-
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Benok amuonaa

Benok-npeamecTBeHHUK

Cogpemennasn Kaaccupukayus amusoudosa (¢ cokpauwenuamu), BO3 (1993) [1]

Knunnueckas gopma ammionnosa

BTopuuHbIif aMWII0M103 TPU XPOHUYECKUX BOCTIAJIUTEIBHBIX 3a00JI€BaHUSIX, B TOM YHUCIIE
TPU TIEPUOANYECKOI O0Ie3HN U CUHApOMe Makiia—Yasinca

AMWIITIONI03 MPH MJIa3MOKJIETOUHBIX AUCKPA3UsIX (MIUOMATUYECKUIT), TPU MUEIIOMHON 00Je3HU

CeMmeiiHble (1)0pr1 TIOJIMHEBPOIIaTUYCCKOT0, KapaANOIMaTU4CCKOTro aMuiionaosa u ap.,

DuHckas cemeitHast aMUJIONIHAs IMMOJTUHEBPOITaTHUA

AwmwuounHast moiauHespornarust (111 turm, mo Van Allen, 1956)

Bonesns Anbireiimepa, cuHapom JlayHa, HacieICTBEHHbIE KDOBOM3IUSHIS B MO3T

Bonesnb Kpeittudenbara—Akooda, 6one3nb [epcrmanHa—LTpayccnepa—ILlleitHkepa,

M3onupoBaHHBIN aMIJIONI03 B OCTPOBKax JlaHTepraHca Mpyu caxapHOM AradeTre 2-To THIa,

AMUIOMI03 MPU MEAYJUISIPHOM pake HIMTOBUIHOM Kee3bl

AA SAA
AL A-, K-JIETKH1E LEITH
MMMYHOTJIOOYJIMHOB 1 MakporyiodyamHeMun BanbaeHcTpéma
ATTR TpaHcTupeTnH
CHUCTEMHBII CTAPYECKUIT aMUTIONI03
AB-M B2-MUKPOTTO0YTMH Jlvianu3HbIil aMUIONI103
AGel Tenconun
AApoAl ArnonunonporerH Al
AFib ®ubpuHoreH AmusionaHas HedporaTust
AR B-0emok
¢ amuiounno3om (TosutaHnust)
APrPse TTproHOBBII GeoK
Kypy, (hatanbHas cemeiiHasi 0eCCOHHUIIA
AANF TpencepnHbIii W30nupoBaHHbBIN aMUAJIOUI03 TIPEACEPAMiA
HaTpUIYypEeTUYECKUIA
dakTop
AIAPP AMWITNH
MHCYJTMHOME
ACal TTpokabIUTOHUH
ACys Hucratun C

HacnencrseHHbIe KPOBOUSJIMAHWA B MO3I' C aMUJIOUI030M (Mcnanmus)

JuIy), 0003HavYalT abOpeBMaTypOil, COCTaBIeHHON M3 Ha3Ba-
HUs OelKa-TpenlIecCTBeHHUKA, CIMeU(PUIHOro IS TOM WK
MHOM hopMbl amuonao3a [1, 4].

Taxk, moBbIIIIEHHAasT BEIpAOOTKA JISTKUX MJTH TSDKENTBIX LIeTei
VMMYHOTJIOOYJTMHOB Yy OOJTbHBIX C MOHOKJIOHAJIbHBIMUA TaMMaria-
TUSMU MOXET IIPUBECTH K Pa3BUTHIO COOTBETCTBEHHO AL-amuiio-
nno3a (A — amyloid, L — light chains of immunoglobulins) n
AH-amunounosza (H — heavy chains of immunoglobulins), a
tpaHctupeTuH (ATTR), 3-6e10K — K BOSHUKHOBEHUIO Af-aMu-
Jiouno3a npu 0ojie3HU AnblreiiMepa, cuHapome layHa u amu-
JIOUTHOW aHTUOMATUU MO3TOBBIX cOcymoB. [IpM cHCTEMHBIX
dopmax aMuIIon03a OCIOK-MPEAIIECTBEHHUK LIUPKYIUPYET B
KPOBU U BBI3bIBAET MOPAKEHNE MHOTMX OPraHOB (ITOYKH, CEP/I-
11€, >KeJIyT0UHO-KHUIIIEYHBII TPaKT, OpraH 3peHus, nepudepuye-
cKasl HepBHasi cuctema). JlokajabHasi IpoayKuusi OeJiKka-Tpe-
IIeCTBeHHUKA U TTOCJIeNylolee HaKOTUIEHUe aMIJIONIa CIIoco0-
CTBYIOT Pa3BUTHIO JIOKAJIBHOTO aMUJION03a TOTO UM MHOTO Op-
raHa. B atom ciryyae, Kak nmpaBuiio, 6€JIOK-TIPEIIICCTBEHHIK He
MOCTYIIaeT B CUCTEMHBIII KPOBOTOK, ITO3TOMY TIepexoa JT0Kab-
HOTO aMWJIOHUI03a B CUCTEMHbBI OOBIYHO HE IMPOUCXOIMT.

Cpenu cucTeMHbIX (hOPM aMUJIONI03a MOPaXKEHUE Mepu-
(epuyecKoii HEpBHOW CHUCTEeMbl HauboJjiee XapaKTepHO ISt
tpaHctupeTuHoBoro (ATTR), amonunonporeuHosoro Al
(AApoAl), rencomunoBoro (AGel) amunounnosa. OTioxeHUe
MaTOJOTUYECKOrO OeKa BBHISIBISICTCS B SIMHEBPUM, TTEPUHEB-
PUM, SHIOHEBPUHU, B METKMX KPOBEHOCHBIX cocynax (vasa nervo-
rum) U Kanuuisipax, MpUBOJsl K TPOrpecCUpyIolieil akCoHab-
HOU NlereHepaluy BCIENCTBUE WIIEMUNW WM KOMIIPECCUU HEepB-
HBIX BOJIOKOH. AMWJIOM]T OOHAPY>KMBAETCSl TAKXKE B CBSI30YHOM
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arrapare, BbI3bIBasi CAABJIEHUE HEPBOB, YTO KIMHUYECKU TIPO-
SIBJISIETCS] TYHHEIbHBIMU HEBPOIATUSIMU, a TaKXKe B MHTpaMy-
PaJIbHBIX CIIETEHUSIX, OTY>KIal01eM HEpBE U aBTOHOMHBIX IaH-
[JIASX, OOYCJIOBIIMBAs BereTaTUMBHYIO mucdyHkumio [5, 6]. Ta-
KM 00pa3oM, rnopaxeHue nepudepruyeckoit HEpBHOU CUCTEMbI
HOCUT TTOMUMOP(MHBIIN XapakTep, YTO He BCETAa MO3BOJSIET Ha
paHHEM 3Tarie OMpeNeJUTb UCTUHHYIO MPUINHY KIMHUYECKUX
MPOSIBIeHMI. 3a4acTyio B Ciyyae MPOrpeccupylolieil 11ucTaib-
Hoit HeBponaTuu B paMKax ATTR u npyrux ¢popm HacsieaACTBEH-
HOr0 aMUJIOUA03a OLIMOOYHO NMATHOCTUPYIOT WAMOTATHYe-
CKYIO aKCOHAJIBHYIO MOJMHEBPONATUIO, XPOHUYECKYIO BOCTIAJIM -
TeJbHYIO JAeMUEIMHU3UpPYIONIYI0 TojuHeBponatuio (XBIIT),
00KOBOI aMUOTpodUUIECKuli cKiIepo3 [7]. PaHHSa auarHocTHKA
CHCTEMHOTO aMUJIOU103a U €T0 HEBPOJIOTUYECKUX TIPOSIBICHUI,
CBOEBPEMEHHOE Ha3HAYeHWE MaTOreHEeTUYECKOW Tepanuu Mo3-
BOJISIT 3aMEUIUTh MPOTPECCUPOBAHUE CUMIITOMATUKU U YJIy4-
LIUATh KAY€CTBO XU3HU MAlIUEHTOB.

Mopakenne nepudhepnyecron

HEePBHOW CHUCTEMbl NPU NEPBHYHOM

AL-amunoupose

IMepBuunbIii AL-aMunonno3 o0yciaoBaeH MPUOOPETEHHOM
U30BITOYHON 3KCIpeccueil JIeTKuX Lieneil MOHOKJIOHAJIBbHOTO
WMMYHOIJIOOY/IMHA BCJICICTBAE BO3HUKHOBEHUS aHOMAJIBHOTO
KJIOHA TUTa3MaTUIeCKUX KJIETOK B KOCTHOM Mo3re. CpenHuii BO3-
pact ae6roTa 3abosieBaHMsI COCTaBIsIeT 65 yieT (y GONbIIMHCTBA
manueHToB — 50—67 ner). B CIIA exeromHo AL-amuionnos
BBISIBJIsIETCS Y 8 001bHBIX Ha 1 MJIH HacesieHusl [1]. 3aboeBaHue
XapakTepu3yeTcsl MPEeUMYIECTBEHHBIM TOpaXkeHWEeM TOYeK,
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cepiua, TIeYeHU U XeJTyTouHO-KUIlleuHoro TpakTa. K Hanbonee
YaCThIM TTPOSIBJICHUSIM BOBJICUCHMS MepUPEPUIECKOl cOMaTH-
YECKOW HEPBHOM CUCTEMBI OTHOCSTCS CEHCOPHO-MOTOPHAS aK-
COHaJIbHasl TTOJIMHEBPONATHUSl U KapHaJlbHbIii TYHHEIbHbBINA CUH-
npom (KTC), kak mpaBuJio, BOZHUKAIOIINME CITYCTSI HECKOJBKO
JIeT Tiocjie MaHudecTauuu amuiionaosa [2, 8, 9].

B ciyuasix monmHeBpomaTtuM, BCTpedarolieiicss y TPeTh
MaleHTOB, B KIMHUYECKOM KapTUHE TOMUHUPYIOT HApYIIEHUS
00J1eBOIi U TEMIIEpaTypHO UYBCTBUTEIbHOCTH B JMCTAJTIbHBIX
oTeaX HUXKHUX KOHEYHOCTEH, 00YyCJIOBICHHbBIE MOpakKeHUeM
TOHKMX HEPBHBIX BOJIOKOH M COMPOBOXKIAIOIIMECS ITapecTe3Usi-
mu u nu3ectesusimMu [10]. Ha Gosiee mo3nHuX ctaausix mopaxa-
FOTCSI TOJICTBIE, XOPOIIIO MUETMHU3UPOBAHHBIE HEPBHBIE BOJIOK-
Ha, 4TO TPOSIBIISICTCSI HapyIIEHUEM TJIyOOKOI 4YBCTBUTEIBHO-
CTU U Pa3BUTUEM BSUIBIX IMCTAJIbHBIX Mape3os [§, 10, 11].

Jnsa AL-amuiounnosa xapaktepeH aByctopoHHuii KTC,
BcTpevaromuiicst B 25% ciydaeB [10, 12]. Ero kimHuveckue
MPOSIBJICHUST BKJTIOYAIOT 0OJIEBOI CUHIPOM, YYBCTBUTEIbHbIC U
JIBUTATC/IbHbIC HAPYIICHUSI B 30HE MHHEPBALIMU CPEIMHHOTO
HepBa. Takke OTMEUYaloTCsl Ba30MOTOPHO-CEKPETOPHO-TPODH-
YECKUe PacCTPOMCTBA, UTO OOBSICHSAECTCS OOJBIINM KOJIMYECT-
BOM BEreTaTMBHbBIX BOJIOKOH B COCTaBe JaHHOTO HepBa. B Heko-
TOPBIX CJIydyasiX MPU3HAKU TYHHEJbHOM HEBPOMAaTUU BO3ZHUKAIOT
3a/10JIT0 10 MOSIBJIEHUSI CAMIITOMOB OpPraHHOTo rnopaxeHus [8].

[Tpu AL-amunonmo3e ornucaHbl TakKXe MHOXECTBEHHast
aKCOHaJIbHasi MOHOHEBPOTIATUSI BEPXHUX KOHEYHOCTEM, Mosic-
HUYHO-KpeCcTIoBasl paaukyionatus [8]. B penkux ciaygasx
BCTpeyaeTcsl KpaHUaJIbHasl HEBPOMATHs € MOpaxkeHUeM OOOHSI -
TEJIbHOTO, IJ1a30ABUraTeIbHOTO U JIMLIEBOro HepBoB [13, 14].

Hapsiny ¢ nepudepudeckoit comaTuyeckoit HeBporaTuei
y 65% mauneHToB ¢ AL-aMUIOMI030M OTMEYAIOTCS CUMITTOMBI
MopaXkeHUs BETeTaTUBHOM HEPBHOI CUCTEMBI: TOIITHOTA, PBOTA,
Japest, Yyepenyolasicsi ¢ KOHCTUIIALME; HapyllIeHUe MOYerc-
MyCKaHusl, OpTOCTaTUYECKasl TUTIOTEH3USI U BPEKTUIbHAsS AUC-
¢yHkuus [8]. K HanboJjiee yacTbiM MPOSIBICHUSIM aBTOHOMHOM
HeBpPONIATMM OTHOCUTCSI OPTOCTaTUYeCKasi TUITOTeH3UsI, BBISIB-
JisieMast, 1o elle He onmyoJIMKOBaHHBIM 1aHHbBIM B.B. PameeBa u
C0aBT., y 47% maunreHTOB Ha MOMEHT YCTAHOBJICHUSI JUATHO3A.

B penkux ciyyasx HabGaomaeTcs accolmmpoBaHHast ¢ AL-
aMUJIOMI030M MUOIIATHSI, BIIEpBbIe onrcaHHas B 1929 1. HeMell-
kuM matojoroM O. JlrobapueMm [15]. OTiioxkeHust naTojioruye-
CKOTO 0eJiKa BBISBIISIIOTCS MPEUMYIIECTBEHHO B COSIMHUTEb-
HOTKAaHHOI CTpOME M COCYAax MEepUMU3HS U SHAOMU3US [15,
16]. 1t aMWIOMIHONW MUOIIATHM XapaKTepHa cIaboCTh IIpO-
KCHMaJIBHBIX TPYIII MBIIILL HOT, BBISB/IsIEMast MPU MOIbEME 110
JIECTHMIIE, BCTABAaHUM U3 MOJOXEHUsT cunas. Hepeako MbIIILIbI
BBINJISIASIT TUITEPTPO(GUPOBAaHHBIMU, DOPMUPYST UILTIO3UIO aTiie-
TUYECKOTO TeJIOC/IOXeHMs manuenTa [16, 17]. Dddexr rumnep-
Tpo(UH CO3IaeT HAKOIJICHUE B MBIIILIAX aMWIonaa (TICEBIOTH -
nepTpodus Mbir). Takke MOTYT HaOJOmaTbCs claboCTh
MBIIIIII-CTHOaTeNeil e, TuieyeBOro mosica, muaiaruu [18].
OnucaHbl cyyau, KOraa MUOMAaTUYECKUi CUHAPOM OTMevascs
B 1e0I0TE€ CUCTEMHOTO aMUJIONI03a 10 Pa3BUTHS TTOJMOPTaHHO-
To TIOpaXKeHMsI, UTO 3aTPYAHSIO NMarHoCTuKy [17]. B kiiunuye-
cKoi KapThHe AL-aMuionmo3a BO3MOXHO TaKXKe COUCTaHME
MUOTIaTU U TTIOJIMHEBPOITaTHM.

Haxkomenne amuionaa B MBIIIAX SI3bIKA MPUBOIUT K
MaKpOIJOCCUH, TP 3TOM PE3KO HapylIaloTcs ero (hbyHKIMA —
MaryeHTa OecroKOsT MOCTOSIHHBIC IONepXUBAHUSI, HevyeTKast
pedb, HEBO3MOXHOCTD TIOJTHOCTBIO 3aKPHITh PoT. [lepeunciien-
HbIC HApYIICHUS Pe3KO CHUKAIOT COIMAIbHYI0 aKTUBHOCTb T1a-
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LIMEHTOB. MaKpOTJIOCCUIO CUUTAIOT XapaKTePHBIM TIPOSIBICHU-
eM AL-tumna amunonno3sa |2, 12].

Jns AL-amuiounno3a TUITMYHO TakKe TTOpakeHUe MYCKY-
JIATypbl BEPXHUX OTIEJIOB AbIXaTeIbHBIX MYTEM, IJIOTKHU, MTPOSIB-
Jsionieecs aucdarueit u guchonHueit [19].

Mopakenne nepudhepnyecron

HEepBHOW CHCTEMbI NP HACNEACTBEHHOM

TPAHCTMPETHHOBOM aMHnNonpaose

HacneactBenHblii ATTR-aMmuionno3 o0ycioBieH MyTa-
LIMeii B TeHe TPAaHCTUPETHHA — TPAHCIIOPTHOTO OejIKa, y4acTBY-
IOIIETO B TIepeHOoCce TUPOKCHHA U peTUHOMA. B HacTostiee Bpe-
Ms ormrcaHo cBbile 120 MyTaluii, 60JIbIIAas 9acTh U3 KOTOPBIX
SIBJISTIOTCSI aMUJIOMIOTEHHBIMU, T. €. TIPUBOASIIIUMHU K pa3BUTHIO
3aboyeBanus [20]. PacrnpocTpaHeHHOCTb HACIEACTBEHHOTO
ATTR-amunonnosa cocrapasier npuMepHo 1 Ha 1 teic. B CLIIA
u EBporne [21]. Haubosnbiiast yacrota 3a00jeBaHKsI OTMEYAETCs
B TaKuX SHICMHWYHBIX CTpaHaX, Kak fmoHus, [loptyramust u
LIBerust, roe aTOT oKazaTesb Bapbupyetcs ot 0,9 mo 204 : 1 Mt
4yestoBeK, gocturas 3,8—1631 : 1 MJIH B OTAEIbHBIX CyOpernoHax
[22].

Pacnpenenenue amuiaouna u xapakTep MopaxkeHusl opra-
HOB 1 CUCTEM MHOTHE MCCIeI0BATEN CBS3bIBAIOT C TUTIOM aMU-
JIOUTOTEHHOW MyTaluu. Y TPeTH TMalMeHTOB B KIWHUYECKOM
KapTHHE ITOMUHUPYET MOopaxeHue meprudeprudecKoil HepBHOM
CHCTEMBI — CeMeitHass aMUIouIHasl (TPaHCTUPETUHOBAS) TIOJIH -
Hepomnarusi (TTP-CAIl); eme y TpeTu mpeoOiagaloT Kapauo-
JIOTUYECKHe MPOSIBICHUs — ceMeiiHasi aMuIouaHasl (TpaHCTU-
peTHHOBasI) KapAMOMMOIIaThsI. B ocTaIbHBIX ClTydasix Haboaa-
€TCsl CMELLIaHHbIN BapuaHT ropaxeHus [20].

OcHoBHOe KuHM4YecKoe TiposiBieHue npu TTP-CAIT —
MEePBUYHO aKCOHAJIbHAsI MPOrpeccUpyolasi CEHCOPHO-MOTOP-
Hasl MOJMHEBPOIaTUsl B COYETAHWM C aBTOHOMHBIMM Hapylle-
Hussmu. BriepBoie TTP-CAII Obl1a moapoOHO ornucaHa MmopTy-
rajibckuM HeBposiorom C. Andrade B nepuon ¢ 1939 o 1952 &
B koHie 1939 . B noptyraibckom peidaiikoM mnocesike Povo de
Varzim C. Andrade HabGmonan xxeHiuHy 37 JeT ¢ OBICTPO MPO-
rpeccUpymolleil HeBpomaTheil, KoTopasi 4acTo BCTpedyasiach B
aT0it MecTHOCTU. Heckobko mo3xke naHHast 60J1e3Hb Oblia BbI-
sBJIeHA Takxke B Apyrux paitoHax ITopryranuu (Oporto, Beira).
K 1970 . C. Andrade o6006mun 284 HaGmoneHUs 00Je3HU B
173 cembsix. bone3Hb HauMHaMach HA 2—3-M JECITUIETUM XKU3-
HH, UCITOABOJIb, HEYKJIOHHO TTPOrpeccupoBajia, IPUBOAS Uyepes
7—12 neT K JeTaIbHOMY UCXO/Y, TJTaBHBIM 00pa3oM OT KaXeKCUU
WM MHTEPKYPPEeHTHbIX MHbekuuii [23]. o oOHapyXeHHUs B
1978 1. TpaHCTUpPETHMHA B COCTaBE aMUJIOMAA 3TOT BapUaHT Ha-
CJIEZICTBEHHOTO aMUJIOM03a Ha3bIBAIU CEMENHON aMUJIOUIHOM
nojuHeBponarueil I (mopryraisckoro) tuna [24].

B GonmpmuHctBe cinydaeB TTP-CAIl oGHapyxuBaeTcs
myTtaums Val30Met ¢ ayTocCOMHO-TOMUHAHTHBIM TUIIOM HacJjie-
noBaHust [25]. Bbicokass pacrnpocTpaHEHHOCTb 3TOW MyTallUuu
otMeuaercs B [Mopryranuu, Snonun u LlBeuuun. B ceBepHoit
yactu ITopryranuu yactora Val30Met cocrasisieT 1 : 538, yto
cyuiectBeHHO Bbilie, yeM B CIHA — 1 : 1 man go 1 : 100 ThIC.
HacesneHus [8].

Hns sunemuuHbix obnacteit [lopryranuu, bpasunuu u
SlnoHMM XapakTepHO paHHEee pa3BUTHUE TMOJUHEBpONATUM (10
50 net). B lIBeuunu, Bennkodbputanum u Utaauum cuMnToMbl
yauie nossisitorcs nocie 50 yger [20]. Jdust ciyyaeB paHHEro
nebrora 3a00J1eBaHUS XapaKTepeH ayTOCOMHO-JIOMMHAHTHBIN
i HaclienoBaHus. CTeneHb MEHETPAHTHOCTH MyTallMy 3Ha-
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yuTeabHO Bapeupyetcs. B [lopryranuu y Hocuteneit Myrauuu
Val30Met 3a6oaeBanue pazpuBaetcs B 80% ciiydaes, B TO Bpe-
M3 KaK y HocuTelNell Toi xe mytaiun u3 LlBeunu — Tonbko B
5—-10% [8].

B neGrote 3a60yeBaHMsI MALMEHTOB O€CMOKOST OLLYyILE-
HUsI OHEMEHWSI, TTOKAJBIBAHUsI, XOKEHUsI B CTOIAX, YCUJIMBa-
ouMecss B BeUepHee BpPEeMs, HEPEeIKO COIMPOBOXIAIOUIUECS
00JieBBIM CHUHIAPOMOM [26, 27]. DT CUMIOTOMBI CBSI3aHBI C
TMopaxkeHNeM TOHKUX HEMUEIUHU3UPOBAHHBIX U clabomue-
JIMHU3UPOBAHHBIX HEPBHBIX BOJIOKOH B COCTaBe Mepudepuyie-
CKMX HEPBOB, YYaCTBYIOIIMX B MPOBEIEHUN OOJIEBON U TEM-
nepaTypHoil 4yBcTBUTeNbHOCTU. [lo Mepe mporpeccupoBa-
HUS B MMATOJIOTUYECKUI TIPOIECC BOBIEKAIOTCS TOJCTHIE, XO-
pOIIIO0 MUETUHU3NPOBAHHBIE HEPBHBIE BOJOKHA, YTO TIPUBO-
OUAT K HapyLIIEHUIO TyOOKOI 4yBCTBUTEIBHOCTU M MBbIIIEY-
HOM ciabocTu, Harbosiee BEIPakeHHOMY B AUCTaJbHbBIX OTIE-
JIax ¢ MOCJIEAYIOIINM pacnpoCTpaHEHUEM Ha MPOKCUMaTbHbIE
oTesbl KoHeuHocTei. [lpn KIMHWYEeCKOM 0O6ciienoBaHUU
BBISIBIISTIOTCST CTEITaX, BCIEACTBUE Tape3a MBIIIII-pa3rubda-
TeJedl CTOI; TUTO- U aTPO(uUs MEKKOCTHBIX MBIIII] KUCTEH,
TeHapa U TUIIOTeHapa. Y MalMeHTOB MOTYT HaOIoaaThCs ae-
dopmannu cycraBoB, Tpoduyeckue sI3Bbl, HIMAHOTUYHOCTb U
CHUIKEHHME TeMIIepaTypbl KOXHBIX MOKPOBOB KUCTEW M CTOM
[8, 28]. st pannero aedtota TTP-CAII xapakTepHo pa3Bu-
THE aBTOHOMHBIX PAcCTPOMCTB, TAKMX KaK OpTOCTaTUYecKast
TUTIOTEH3UsI, TTOCTIIPaHANATbHAS quapes, pBOTa, TUIIO-/aH-
TUAPO3, Ta30Bble HAPYIIEHUS, SPEKTUIbHAS AUCHYHKIUSA (B
HEKOTOPBIX CJIyyasix OHa BO3ZHUKAET elle A0 MOSIBICHUsI CUM-
NTOMOB MojuHeBpomnatuu) [8]. XapakTepHbl HapylLIeHUSs
BHYTPUCEPJECYHOU MpoBOoAUMOCTH [7].

B ciyuasx mosmHero me6iora TTP-CAIl (mocie 50 ner)
CHMITTOMBI TTIOPAXKEHUsT BETETAaTUBHON HEPBHOI CUCTEMBI MEHee
BBIPaKEHBI U pa3BUBAIOTCSI OTCPOUEHHO, HEPEAKO CITyCTsI 2—3 ro-
J1a TIoCJie TOSIBICHUS MTPU3HAKOB COMAaTUYECKONH HEeBPOMATUH,
OJIHAKO 3aTeM ObICTPO Mporpeccupyior. Yacto ormeyaeTcst aMu-
JIoUJHAs KapAUOMUONaTUsl, MPOsIBJISIOLIAsCS 3aCTOMHOI cep-
NEYHOU HeOCTaTOYHOCTHIO, HAPYIIIEHUSIMU PUTMa, pedpakTep-
HBIMHU K JiedeHul1o [7].

Pexxe B meGiote 3aboneBanusi Habmonmaercs KTC. Dra
KInHuYeckass pasHoBuaHocTb ATTR-amuiaongosa, BrepBbie
omucanHasg J.G. Rukavina u coaBt. B 1956 1., cuuTanach caMo-
CTOSITEJIbHBIM BapUaHTOM CEMEHHOTO aMUJIOMI03a M Ha3bIBa-
Jlach ceMeliHOW amuiounHoil Hesponarueil Il Tuna, moka He
OBLIO TIOKA3aHO, YTO Pa3BUTHE aMUJIONI03a, KaK U B CITydae 1mo-
JIMHEBPOTIATUM TOPTYTATILCKOTO THUTA, CBSI3AHO C OTJIOXEHUEM
TpaHcTUpeThHa |3, 5].

[nst nanHO# (opMBl XapaKTepHbI TaKWe MyTalWU, Kak
LeuS8His, 1le84Ser, Tyrl114His [20]. ¥ nmauueHTOB BBISIBISIIOT
neycroponauit KTC, a uepe3 5—10 et mpucoeanHsercst TeHe-
pan3oBaHHasl mojmHeBporatus. Eiie omHOl 0cOOEHHOCTHIO
SIBJISIETCS TSKEJI0e TopaXkeHUe cepjilia U Moyek. bosbHble Mmo-
rubaloT B OCHOBHOM OT TSDKEJION ceplaeyHON M/WUar MOYeYHOM
HEI0CTaTOYHOCTH. Takke OTMEYaroTCsl CUMIITOMBI TTOPaKeHMSI
a3 («MyLWIKW» TIepel Ijla3aMu, POrpeccupyroliee CHUKEHNE
OCTPOTHI 3peHusi) |3, 5].

[Mopaxenue ckenetHoit myckynatypbl npu ATTR-amu-
JIOU03¢ HOCUT BTOPUYHBIM XapakTep BCIEACTBHUE AeHEepBa-
uuu. BerpevatoTcst onvcaHust peKux ciaydyaeB OTJIOXEHUs Ma-
TOJIOTMYECKOTO OeJika B MBIIIIaX KOHEYHOCTEeM, XOTs, KaK 1
npu AL-amuionnose, MopaxeHue cepIeyHO MBIl BbIsSB-
nsieTcst yacto [29].
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AnonunonporenHoBas A1l

ceMeiHaa amMMNOMAHAA NONHHEBpPONaTHUA

AApoAl-amuionno3 (paHee — ceMmeiiHas aMUJIOWIHAs
nojauHeBpornartus I11 Tuna) ¢ ayrocOMHO-TOMUHAHTHBIM TUITOM
HacJIe0BaHus BIIepBble ObLT orcad Van Allen u coasrt. B 1969 .
B 4 TTOKOJICHUSIX Y 13 4WIEHOB CeMbU, MPEIKN KOTOPOIA TIPUOBLIN
B wtat Aitosa u3 llornanauu, Auriauu u Mpnanguu.

AnonunonporerH Al — 0eJIoK T1a3Mbl, CUHTE3UPYeMBbIii
B TOHKOM KUIIIEUHUKE U MEYSHHU, BHITTOTHSIONIMI (DYHKIMIO aK-
KYMYJISILIUU JTATTMAOB B TKAHSX C TTOCIEAYIONIEH NX TPAHCITOPTH -
POBKOI1 B TleUeHb. AKKYMYJISILIVIST JTUTTAI0B allOJIMTIOTIPOTEMHOM
Al compoBoxXmaeTcsl pa3BOpauyMBaHUEM BTOPUYHOUN CTPYKTYPHI
Oesika, B TO BpeMs Kak JJisi 00ecIiedeHUsI TpPaHCIIOPTHOM (hyHK-
LMK HeoOxoauMa cBepHyTast KoHpopMauusi. CriocoOHOCTD arno-
quronporenHa Al K (GU3MONIOrMYeCKUM KOH(MOPMaLMOHHBIM
TepecTpoiikaM CUMTAIOT BaXKHOU MPENITOChIIKON aMUIOWIOTe-
He3a, peau3yeMoii B ciyvasix MyTaluii 6eka. MI3BecTHbI TakKe
(opMBI HaCNIEICTBEHHOTO aMIJIONI03a, CBSI3aHHBIC C MyTallusI-
MM JIPYTUX allOJUIIONPOTEMHOB — A2, A4, NeTIO3UIIUS aIlOJIUIIO-
nporerHa SAA NpuBOAUT K Haubosiee M3BECTHOM (hopMe CUC-
TEMHOTO aMWJIOUI03a — BTOPUYHOMY AA-aMUJIOUI03Y.

AMMIIOUI OTKJIAAbIBACTCSI B IMepu(pepUIeCKUX HepBax,
CITMHHOMO3TOBBIX KOpPEeIIKax, CUMITATUIeCKOM CTBOJIE, BeTeTa-
TUBHBIX TAHIIIUSX [8].

OCHOBHOI U paHHMII CUMIITOM — JUCTajJbHasl IMOJUHEB-
pornaTus ¢ MPOrpeccCupoBaHUEM B MPOKCUMAIbLHOM HarmpasJiie-
HUU, KJIMHUYECKM MPOSBISIONIAscs HapyluleHUueM O0oJeBO u
TEeMIIepaTypHOM YYBCTBUTEIbHOCTH C JAJTbHEWIINM Pa3BUTHEM
JIUCTATbHBIX BSUTBIX IMAPE30B, TUITOTPOMUY MBIIIILL M BET€TaTUB-
Hoil HemocTaTouyHOCTU [10]. BTOpHIM BaXXHBIM TPU3HAKOM
AApoAl-amunonnosa sBisietcss Hepomarust. [1pakTudecku y
BCeX TMallMEHTOB Pa3BUBACTCS YPeMUsl, SIBJISIIOIIASICS OCHOBHOM
npuunHoit cmepTu. [Ipu AApoAl-amuionao3e cTpagaloT TakKxKe
MeYeHb, XKEIYTOYHO-KUIICYHBIA TPAKT C pa3BUTUEM IENTHYC-
ckux 3B [3, 5].

fenconnHoBaa amMmMNoMAHAA NONMHEBpPONaTHA

HacneactBeHHblii AGel-aMWiIonio3 ¢ ayToCOMHO-IOMMU -
HaHTHBIM TUIIOM HAacJeJOBaHUSsI, U3BECTHBIN TaKXKe KaK ceMei-
Has aMwWiIouJHas nojuHeBponartus guHckoro tuna (IV tum),
obL1 ortucad J. Meretoja B 1969 1. y 10 O0JIBHBIX U3 3 ceMeit, Ku-
Bymux B Kymenlaakso n Hi me, mpoBunIussx @uHIsIHINY, Tpa-
HuYamux ¢ Beiboprckum paitoHoM JIeHMHTrpanackoit o6iacTu.
K 1976 . J. Meretoja usyunn 218 GonbHbix u3 60 cemeit. Hec-
KOJIbKO KJIMHWYECKMX CIy4yaeB OIKMCAaHbl Takxe B AnoHuwu,
CIIA u ctpanax EBpormbl, B ToM yucie B Ocronuu |3, 5, 30].

[enconuu mipencraBsieT coboil 6eoK UTOCKeNeTa, KO-
TOPBI B pe3yabraTe MyTaluii o0pa3yeT aMWIOUIHBIE OTIOXKe-
HUs1. 3a0o0JieBaHUE XapaKTepu3yeTcsl KIMHUIECKOM Tpruamoi —
ropakeHueM KpaHUaJIbHbIX HEPBOB; POTOBULIbI, BCJEICTBUE OT-
JIOXXKEHUSI aMWJIOUIa B ee cTpoMe (perueTyaTasi Iuctpodusi), u
Koxu (nepmaronus). K paHHUM cumnTomam 3a00Ji€BaHUsI, BO3-
HUKalouM B Bo3pacte 25—30 jieT (pu roMO3UTOTHOM COCTOSI-
HUM — B 13 J1eT), OTHOCUTCS TUCTPODUST POTOBULIBI, TIPOSIBIISIO-
mascs 0oypl0 B IJa3ax, clie3oreueHueM, (orodobueii, mpo-
IPECCUPYIOIIMM CHUXEHUEM OCTPOTHI 3peHust |3, S5].

B nocnenytomiem nprucoeanHsIETCSI MEUIEHHO MPOrpecch-
PYIOIIMIA BYCTOPOHHUI TMape3 MUMHWYECKON MYCKYIaTyphl,
TIepBOHAYAIIBHO BEPXHSISI TIOPIIWsI, 3aTeM — HIKHsIA |5, 31]. Ha
TIO3MHUX CTAANSIX 3a00IeBaHMSI B TATOJIOTUIECKUI TIPOLIECC BO-
BJIEKAIOTCS TAKXKE TIOABS3BIYHBII, SI3bIKOTJIOTOYHBIH, OTy>K1aio-
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MU, a B PEAKUX CITydasix — BeCTUOYI0OKOXJIeapHble HepBbl. CeH-
COpHas TTOJIMHEBpONaTHs pa3BuBaeTcs B Bo3pacte 40—50 et u
COIPOBOXIAETCS HAPYIICHUSIMU TITyOOKOI YyBCTBUTEIBHOCTH C
pa3BuTueM apeduiekcun U ceHcuTuBHOM atakcuu [30]. Takke
npu AGel-amunionnose onucanbl KTC u nepudepuyeckast Be-
reTaTMBHasi HeaJoCTaTOYHOCTH [10].

[MopaxkeHne KOXWU, BCIESACTBUEC MHOUIBTPAIIMY aMUTION-
JIOM, TIPUBOIUT K €€ TOBBIIIEHHOI pacTssKUMocTH (6edapoxa-
Jla3uc, OTBMCAHWE KOXM Ha JINIE, CIIMHE U T. [I.) U aTpodude-
CKUM u3MeHeHusiM. CTyaeHucTasi OTEeYHOCTh JMIa U BOJOCH-
CTOI1 YaCTH TOJIOBBI C MAaTOJIOIMYECKON PaCTSKMMOCTbBIO U aTpO-
dueit Koxu MPUAaoT JIMIY MacKOOOPa3HOCTh U CO3MAIOT BIIe-
yaTJIeHUE TIpexXaeBpeMeHHOro ctapeHus |5, 31].

[ANarHocTuKa

JlnarHoctuka rnopaxeHus nepudepruieckoil HepBHOI CU-
CTEMBbI IIPU CUCTEMHOM aMUJIOMI03€ SIBJISIETCS] HEMTPOCTOM 3a1a-
Yyeil 1 BO MHOTOM 3aBHCUT OT OCBeIOMJIEHHOCTH Bpavya. OcoOeH-
HO 3TO KacaeTcsl peIKUX HACIeACTBEHHBIX (hOPM aMUIIONI03a.

OCHOBHBIMHU 3aJayaMy HEBpOJIOTa SIBJISTIOTCS TINATEThb-
HBII cOOp aHaMHe3a 3a00JIeBaHMsI, CEMEIMHOTO aHaMHe3a 1 OC-
MOTp TalMEeHTa, KOTOPbIE TOMOTYT MPEANOJ0XKUTh CUCTEMHbBII
xapakTep 3abosieBaHusl. K KIMHUYECKUM MPOSIBICHUSIM aMUJIO-
WITHOTO TTOpaxkeHUsT TieprudeprIecKoil HEPBHOI CUCTEMBI OTHO-
CSTCS: TIONIMHEBPOTIATHS, TYHHEJbHBIE CUHIPOMBI, KpaHUATb-
HbIe HEBPOITATUH, BereTaTaTUBHAS AUCOYHKIINS, a TAKKe coue-
TaHUE COMAaTUYECKON 1 BETETATUBHOW HEBPOIIATUM.

HeobGxonumo mnposeaenue auddepeHInalbHONW AMarHo-
CTUKM JJII UCKJTIOUEHUS OoJiee YacThbIX TPUYMH MOJMHEBpPOIa-
T™MU — nuadetudeckas, ajkoroyibHas, XB/II1. ITocnenHiowo He-
00X0IMMO OTJINYaTh B nepByto ouepeap oT ATTR-amuionnosa c
MO3IHUM JIeOI0TOM, IJIsI KOTOPOTO XapaKTePHbI HATMYNE CeMeli-
HOTO aHaMHe3a, Hed(POEKTUBHOCTD JIeUeHUS TJIIOKOKOPTHUKOM -
JlaMU, OTCYTCTBHME OEJIKOBO-KJIETOUHOM JUCCOLMALINU B LIeped-
pOCHUHAILHOM XUaKocTH [7].

K MHCTpyMEHTaTbHBIM METOIaM AUATHOCTUKHU, TT03BOJISI-
FOIIIUM OLIEHUTh (DYHKIIMOHAJLHOE COCTOSTHME BOJIOKOH TIEpH-
(depuvecKrX HEPBOB, OTHOCAT CTUMYJISIIMOHHYO U UTOJIbYATYIO
anekrpomuorpaduio (OMI'), BbI3BaHHbBIE KOXXHbBIE CUMITAaTUYE-
ckue noteHumanbl (BKCIT), konnuyecTBeHHOE CEHCOPHOE Tec-
tupoBanue (KCT). CtumynsiiimonHast OMI nmo3BosisieT 1uarHo-
CTHUPOBATh AKCOHOIATHUIO B BUJIE CHYDKEHUSI aMILTUTYIIBI MOTOP-
HBIX U CEHCOPHBIX OTBETOB, MOPaXXeHNUE MUCIMHOBOU 000104~
KU, TIPOSIBJISIIONIEECS CHIDKEHUEM PacIIipOCTpaHeHMS BO30OYXKe-
HUS 110 HEpBaM, a Takxke ux couetaHue. CieayetT oOpaTUTh BHU-
MaHue, YTO Ha CaMbIX PaHHUX CTaausX 3a00JeBaHUS B TIEPBYIO
oyepeb MopaxaroTcsi TOHKME HEPBHbIE BOJOKHA, TO3TOMY CTH -
myasuroHHass DMI mMoxeT ObITh HenH(oOpMaTuBHA. B 3TOM
ciyuae 1enecoodpasno mposenerne KCT [32].

[Ipu nebroTe 3a00eBaHMS C BEreTaTUBHBIX HapyIIEHUI
MOKa3aHbl OpTOCTaTUYecKasl Mpoba, OlleHKAa BapuabelbHOCTH
cepaeyHoro putma u BKCII. /111 00beKTUBU3ALMY TTOPaXKEHUST
CKEeJICTHO MYCKYJIaTypbl UCTIOJIb3yeTCs uroyibuatas DMI.

K HOBBIM IMAarHOCTUYECKUM MeToaaM OTHocutcss MP-
Heliporpadus. [Ipu ucciemoBaHUM HEPBOB Yy MALIMEHTOB C
pa3BEepHYTOW KIMHUYECKOW KAPTUHOW TPaAHCTUPETUHOBON
MOJMHEBPOINATUUM, a TaKXke Y aCMMMOTOMHBIX HOCHUTEEH
aMUJIOUIOTEHHOM MyTalluu BbISIBJISIETCS YTOJILEHUE HEpPB-
HBIX CTBOJIOB ITO CPAaBHEHUIO CO 3M0POBLIMU TOOPOBOJIbIIAMH,
nmpudeM 0OoJiee BBIpaXXEHHOE B MPOKCHUMAJIBHBIX CerMEHTax
HepBoB [33].
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J1jisl IOATBEPKACHUST TUAarHo3a CUCTEMHOTO aMUJIONI03a
00s13aTeNTbHO TIpOBeieHre MOPGOIOTUIECKON 1/UTN TeHeTuIe-
ckoii Bepudukauuu. [Ipu nmogospenun Ha AL-amunonnos uc-
CJeAyIOT OMOMNTAThl MOPAaXKEHHBIX OPraHOB — IOYEK, TMEeUYeHU,
npu 3ToM amusonn BeisiBistercss B 90—100% caydaes. MHbop-
MaTUBHBIMU SIBIISTIOTCSI TAKKEe MeHee MHBa3UBHAsT OUOTICHST CJTU -
3UCTON OOOJIOYKM TIPSIMON KUIIKH, acTIMpPAllOHHAsT OUOTICUS
TTOAKOKHOM KUPOBOI KieTyaTku [12].

I1pu HacnencrBeHHoM ATTR-amuionmose 1enecoodpas-
HO MCCJIeIoBaHUE OMOMNTATOB MKPOHOXHOIO HepBa (UyBCTBU-
TeJbHOCTh MeToma — 79—80%), caoHHON Keye3bl (4yBCTBU-
TEJBHOCTH — 110 91%), abMOMUHATBHOM XKUPOBOI TKAHU (YBCT-
BUTEJBHOCTh — 14—83%), CIM3UCTON 00OJOUKM MPSIMOI KHIII-
ku [7]. HeobxonuMo OTMETUTh, YTO Ha PaHHUX CTaAUsIX 00Jie3-
HU MpU OUOTICUY UKPOHOXHOTO HEPBAa aMUJIOU MOXET HE BbI-
SIBJISITHCSI, YTO OOYCJIOBIEHO MPEUMYLIECTBEHHBIM €r0 OTIO0XKe-
HMEM B KOpEIIKax ¥ MPOKCUMAIbHBIX CETMEHTaX HEPBOB HIXK-
HUX KOHeuHocTei [33].

¥ mauuenToB ¢ KTC Ha Hammume aMuIonaa NCCIEAYyIOT TI0-
TIEPEYHYIO CBSI3KY, YIAIEHHYIO BO BPEMSI OTIepalliy 1O IEKOMIIpec-
CUU CpeAMHHOro Hepsa. JIJisi BBISIBICHUST NETMO3UTOB aMUIouIa
OuonTaThl TKaHel okpailrBaioT KoHro KpacHbIM, B OJISIPU30BaH-
HOM CBETe OHM JIAlOT CBETJIO-3e/ieHoe cBeueHue. [1pu Heobxonu-
MOCTHU MPOBOJASIT MPOTEOMHBII aHATU3 IJIs1 YCTAHOBJIEHUS OesKa-
npemectBeHHUKa [12]. [lapamienbHo ¢ MaToTMCTONIOTHYECKUM
aHAJIM30M TIPY HACJIENCTBEHHBIX (hopMax aMUION03a MAlMeHTaM
MPOBOAST T€HETUYECKOe TECTUPOBAHUE ISl OTIPEAETICHUsT MyTa-
LMY B TeHaX TPAHCTUPETUHA, arloJIMIIONpPOTENHA, TeJICOTUHA.

ITpu nmono3peHur Ha CUCTEMHbBI aMUIOU103 HEOOXOIUM
MYJTBTUIUCIIMTUTMHAPHBIN TIOAXOM K IMarHOCTHUKE C TIpUBJICYe-
HKMeM Hedpoiiora, KapauoJiora, OKyJINCTa U IPYTUX CTeraiv-
CTOB TSI OLIEHKU COMaTUYECKOro cTaryca. /Iyt BeISIBIEHUS Ha-
PYLIEHUI CO CTOPOHBI CepALa UCTIONb3YIOT JIEKTPO- U IXOKaAp-
nuorpaduio, XOJTEPOBCKOE MOHUTOPUPOBAHMWE, CLMHTUIPA-
¢uto ¢ nupodocdarom TexHeuusi. Takke MPOBOAAT KOHTPOJIb
by nouek, Y3 opraHoB OpIOLIHOI MOJOCTH, OdTaTb-
MoJIOTUYecKoe 00cIeIoOBaHue.

Nlevyenne

CucTeMHBI aMUJIOUA03 JUTUTEIbHOE BPeMsT CUMTAJICS He-
YKJIIOHHO MpOTrpeccupyrolmum 3adosieBaHueM. B Hacrosiiee
BpeMsI BBISIBJICHUE NMPUIUH U BEIYIINX MAaTOTEHETMUECKUX Me-
XaHU3MOB MOpaXKeHUsI OPTaHOB U TKAHEe TTO3BOJIMIIO HATH 3(-
(beKTUBHBIC METOIBI JICUCHUS.

OCHOBHOI TIPUHIIUIT Teparnuy COCTOMT B 3JIUMHUHAIUU
aMUJIOUAOTeHHOTo Oesika U3 KpoBU. Tak, 0OHapy>KeHHe acCOLIM -
aunn AlL-amwuionnosa ¢ MOHOKJIOHAJIBHBIMUA TaMMaItaTUsIMU
JTaJI0 BOBMOXHOCTD YCTIEITHO TTPUMEHSTh Y 3TUX OOJBHBIX Kyp-
CHI TIOJTMXMMUOTEpAITNK, HallpaBJIeHHBIC Ha TTOJaBJICHUE TPO-
Judepalny MaTOreHHOTo KJI0HA TIa3MaTUIeCKUX KJIETOK, CUH-
TE3UPYIOLIMX aMUJIOUIOTEHHbBIE JIETKME 1IeT UMMYHOTIJI00Y/IH -
HoB. PaHee cpeaHsist MpOAOKUTETbHOCTD XXKU3HU 00bHBIX AL-
aMMJIOMI030M He TIpeBbIana 12 Mec, B HacTosee Bpems 50%
00JIbHBIX XKUBYT 0oJ1ee 4 jiet u 30% — Gouee 9 Jier.

C navazna 1990-x rogoB mjis Je4eHUs HACAeACTBEHHOTO
ATTR-amunoungo3a cTtaaid MNPUMEHSITb OPTOTOMUYECKYIO
TPaHCIUIAHTALMIO MTEYEHU KaK CPEJCTBO YCTPAHEHMUS IJIaBHO-
ro UCTOYHMKA MYTaHTHOTO Oeyika TpaHcTupeTuHa. [lo maH-
HBIM MHUPOBOTO PeTHCTpa TPAaHCIIAHTAIINK, OJ1arogapsi TaKo-
My JiedeHu1o 20-JeTHSST BBIKMBAeMOCTh IMAIlUeHTOB C TPaHC-
THUPETUHOBBIM aMUJIOUI030M cocraBuia 55,3% [7]. OgHaxko
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TpaHCTUTAHTAIINS TIEYeHU HEe MOXET MOJTHOCTHIO OCTAaHOBUTH
pasButue 3aboneBanus. [lokazaHo, UTO IETO3UTHI ykKe 00pa-
30BaBILETOCST AMUJIOUIA CTTIOCOOHBI TPOTPECCUPOBATDH 32 CUET
MPUCOEIUHEHUsI HOPMATBHOTO HEMYTaHTHOTO Oejika TpaHcC-
TUPETHUHA.

B mocnenHue rompl MOSIBUJIMCH METOIBI MEIUKaMEHTO3-
HOU CTaOMIM3alluM CTPYKTYpHI Oesika TpaHcTupeTwHa. [Iperma-
patbl Tahamunuc 1 qudIyHU3aT 00eCTIeYnBAIOT CTAOVITN3AITUIO
MOJIEKYJIBl TPAHCTUPETHHA W TPETSITCTBYIOT ero pacrmamy Ha
aMUJIOUI0TeHHbIe MOHOMEpHI. Takas Tepanus 3(pdekTuBHA Ha
paHHMX cTagusx 3aboseBaHusl. B cOOTBETCTBUM C peKOMeHAa-
uussmu EBpormeiickoro koHceHcyca TadaMuUaUC UCHOJb3YeTCs
Ha | craguun TTP-CAII [7]. B 18-mMecsil4HOM IBOITHOM clielioM
TJ1a1Ie00KOHTPOTMPYEMOM UCCIIEIOBAHUY Y TIAITUEHTOB C MyTa-
mueit Val30Met nipu paHHeM ne6roTe HaOI0IaI0Ch 3aMeIJICHUE
nporpeccupoBaHus 3a00JeBaHMs Ha (poHe Tpruema TacdamMuarca
Mo cpaBHeHMIO ¢ Tpynmnoi riaue6o. IMpu HeaddekTUBHOCTU
rpernapara MpON3BOANTCS TPAHCIIAHTALINS TIEUYeHU, a TIPU TsI-
KeJoil kapauomuonatTuu — u cepaua [7]. dudayHusan tTakke
o1 2(bdexkTrBeH Ha GOHE PETyISIPHOTO IpueMa B TEUeHHE
2 ner. Y JIeYeHHBIX UM MAllMeHTOB OTMEYalioCh 3aMeljIeHue
MPOTPECCUPOBAHUSI HEBPOJIOTUYECKOro neduuuTa U yiayduie-
HME KayecTBa KM3HU 10 CPABHEHUIO € Ipymnmnoi mianedo. OnHa-
KO JUTUTEJIbHBIN TTpueM IudIIyHr3a1a, OTHOCSIIIErocs K TpyIie
HECTEPOUIHBIX IMPOTUBOBOCTIAINTEIBHBIX TIPETIapaToB, COTIPSI-
JK€H C PUCKOM MOOGOYHBIX 3(PHEKTOB CO CTOPOHBI XKETyIOUHO-
KUIIIEYHOT0 TPaKTa, MeYeHu U nmovek. B HacTosiiiee BpeMs mpo-
JIOJIKAI0TCSI UCCIIEI0BAHMSI 1151 OLIEHKU ero 6e30MacHOCTH y ma-
uueHToB ¢ TTP-CAII [7, 34].

Heobxonrmo nuHamuyeckoe HaboIeHUe aCUMITTOMHbBIX
HOCHUTENIell MyTalluM TPaHCTUPETUHA, KOTOpOe IIperoiaraeT
y4acTHe pa3TUIHBIX CIIEIINATUCTOB U TIPOBENEHNE TAKUX METO-
0B 00C/Ie0BaHMsI, KaK KOJTMUYECTBEHHOE CEHCOPHOE U Berera-
TUBHOE TECTUPOBaHUE, CTUMYJISILIMOHHAss DMI 111 BbIsIBICHUST
CYOKJIMHUYECKON COMaTUYECKON M BET€TaTUBHOW HEBPOIATHUU.
ITpu nonreepxaeHun auarHosa TTP-CAIl HazHauaoT KOHCep-
BaTMBHOE TIaTOTeHeTHIeckKoe jedeHue [21].

B ciyuasx AApoAl-amunonno3a ObUIU MOMBITKA TTPUME-
HEHUS TPAaHCIUTAHTALUY TIeYeHU, OMHAKO 3((PEeKTUBHOCTH ee He

nmokazaHa. Jnga AGel-amMmuionaos3a crieliuuIecKoro JICYCHUS
Takke He CylIecTByer [8].

CuMnToMaThyeckass Teparusi CUCTEMHOIO aMWJIOMI03a
BKJIIOUAET JIeYeHHEe HEBPOMATUYECKON OOJIM, TPOTUBOIUAPEII-
Hble cpeacTBa. st KOppeKIUU OpTOCTaTUYECKOM TMITOTEH3UU
Ha3HavaloT IpernapaTbl ¢ MUHEPAJIOKOPTUKOUIHON aKTUBHO-
CTBIO, TIPY HAPYIICHUSX CEPACYHOTO PUTMa BO3MOXHA TTPODU-
JIaKTUYEeCKash MMITIAHTALMS KapAUOCTUMYJISITOpa, AECTPYKIINS
CTEKJIOBUIHOTO TeJia SIBISIETCSI TTOKa3aHUEM K BUTPIKTOMMM [7].
B ciyyasix TyHHE/IbHOI HEBPOMATUM MPOBOIUTCS OIepalus 1o
JIEKOMITPECCUU HepBa.

daknwvenune

CuCTeMHBI aMUJIONIO3 — TeTepOTeHHas TpyIa 3a00Je-
BaHUIi, XapaKTepU3YIOIIasics MOpakeHUEeM pa3IMUYHbIX OPTaHOB
u cucteM. PacnipocTpaHeHHBIMU HEBPOJOTMYECKUMU CUMIITO-
MaMU SIBJISIIOTCSI TIPOTpecCUpyolas CEHCOPHO-MOTOpHAs TO-
JIMHeBponaTtus U BereratuBHast nuchyHkius. dns AL-, ATTR-
u AApoAl-amuionno3a XapakKTepHa aKCOHaJIbHasi HEBpoOIa-
THs, Toraa Kak 11t AGel-amMuionioza — mepBUYHOE TTOPaKeHUE
nepudepruueckoro MHUeJIMHa OBICTPONMPOBOASIINX BOJOKOH
[30]. Cpenu TYHHEJIbHBIX CUHIPOMOB HauOOJIee YaCThIM SIBJISI-
ercst KTC, 4To, BO3MOXHO, CBSI3aHO ¢ 0OJIblIeil TpaBMaTU3alM-
eif CpeIMHHOTO HepBa BCJENCTBUE MOCTOSIHHBIX CTUOATEIbHBIX
U pa3rubaTebHbIX IBUKCHUIM B 00JIaCTH 3aIISICThS.

Y manmenToB ¢ AGel-aMMIION1030M BeIyIIIM HEBPOJIOTH -
YeCKUM CHHIPOMOM SIBJIIETCS MHOXECTBEHHAsl KpaHUalbHasl
HeBponatus |3, 5]. Takoit nmoauMopdusm nopaxeHus rnepude-
PUYECKON HEPBHOI CHUCTEMBI MPU PA3JIMIHBIX THITAX aMUJIOUIO-
3a, BEPOSITHO, OOYCJIOBJIEH pa3IuuyleM CBOMCTB O€IKOB-Mpe/liie-
CTBEHHHMKOB 1 MOJICKYJISIPHO-T€HETUIECKUMM OCOOEHHOCTSIMU.

B cBs3u ¢ pasHooOpasveM KIMHWYECKUX TIPOSBICHUI
BO3HUKAIOT TPYIHOCTU AMArHOCTUKM CUCTEMHOIO aMUJIOMA03a,
YTO MPUBOAUT K MO3AHEHN BeprbUKallMU AMarHo3a.

DPDHeKTUBHOCTD JICUEHMST 3aBUCUT OT CTaIMK 3a0oJieBa-
HUSI, YTO JIeJIaeT OCOOEHHO aKTYaJlbHOW €ro paHHIO JUarHo-
cTuKy. JlambHeiilee n3ydeHne MmaToreHe3a CUCTEMHOTO aMUJIO-
1103a MO3BOJIUT pa3padoTaTh HOBBIE, Oosiee (P PeKTUBHBIE Me-
TOJIBI JICYCHUS.
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