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Annomauusn. B oannoii cmamee paccmampusaemcs KapnaibHas Hetuponamusl, KaKk 0OUH U3 nepevix
NpOsAGIeHUI aMUIOU003d, CEA3AHHO20 ¢ Mymayuell mpancmupemuna. Beudy pacnpocmpanennocmu
KAPNAanibHOU Heuponamuu y NayueHmos, npu HAIuYUu OnpeoeieHHbIX CUMNMOMOS8 803MONCHA PAHHIS
ouaenocmuxa ATTR-amunoudosa. llenecoobpasno paccmampusams ouacHo3 y nayueHmos ¢ He8pona-
muetl, He3A8UCUMO OM HAIUYUSL CEMEIHO20 AHAMHE3Ad, YUUMbLEAsl HAuU MeKywue 3HaHus 0 Cnopaoutie-
ckux, neanoemuyeckux munax h-ATTR. Ipunumas 6o énumanue Hogbie Menmoovl neuenus kak AL, max u
amunoudosza h-ATTR, sadxcno nepecmompems Haul NOOX00 K OUASHOCMUKE U JleYeHUt0, Ymoobbl Gblas-
JISIMb U eUums MaKkux NayueHmos KaxKk MONCHO PaHblie.

Knroueswie cnosa: netiponamus, mpancmupemut, amuioudos, NepeUYHblL AMUiIou003, MyHHeIbHbll

CUHOPOM, OUACHOCMUKA.

CuHIpOM 3amsICTHOrO KaHaja — KOMIIPECCH-
OHHO-MILIEMUYecKasi HeHpomaTusi, MpuU KOTOPOil
CPEAMHHBIA HEPB IMOJBEPracTcs JIOKAIbHON KOM-
MpecCUd Ha YPOBHE JIy4e3alsiCTHOTO CycTaBa B
KaprnajbHOM KaHalle, 00pa30BaHHOM KOCTSIMHU
3amsiCThsl M YJEp)KUBATEIEM CYXOXWINN cruda-
TeJel MaJiblieB KUCTHU. 3aICTHBIA CHUHAPOM SIB-
JSIeTCsl XapaKTePHBIM KIMHUYECKUM TPOSIBICHU-
eM 1 ATTR-nonuseiiponaTuu, 4acTo pa3BUBa-
€TCsl C IByX CTOPOH.

AMMIIONI03 — CUCTEMHOE 3a00JIeBaHKE, KOTO-
poe XapakTepu3yeTcsi HAaKOIUIEHHEM B KIIETKax
pPa3IUYHBIX OPTaHOB MAaTOJOTUYECKH HEPACTBO-
pumoro Oenka — amuionna (GpuOpULIIPHOTO
TJIMKOTIPOTENIa), KOTOPOE MPUBOJUT K CKIEPO3Y
TKaHEeH, B MOCIEAYIONIEeM K UX aTpoduu U HEKPO-
3y, Pa3BUTHUIO MOJUOPTAaHHON HEIOCTATOYHOCTH.
PaznuuaroT amMmunon103 J10KaNnbHBIA U CUCTEMHBIN
(oOpa3zoBaHue amMuiIOUa B TKAHIX OOYCJIOBJIEHO
MOCTYIUIEHHEM OeJKa-TpeIeCTBeHHUKa aMUJIO-
UJa C KPOBBIO); MEPBUYHBIN (MIUONATUYECKUN U
ACCOIIMMPOBAHHBIA C MHOKECTBEHHON MHEIIOMOI
U Ipyrumu B-mumdonurapasiMu remo01acTo3a-
MH), BTOPUYHBIN (pa3BHBaeTCs Ha (POHE OCHOB-
HOTrO 3a0oJieBaHMSs, Yalle BOCHAIUTEIHHOTO) W
HACJIeICTBEHHBIH.

TpancTupeTHHOBas ceMeiHas aMWIOWIHAs
MOJIMHEHponaTHs — HauboJiee YacTo BCTpeyaemasi
(dbopMa CeMEHHOTO aMIJIOW103a, MYJIBTHCHUCTEM-
HOe 3a0oNieBaHUE, MPH KOTOPOM B pe3yJbTaTe
MyTalliy T€Ha TPAHCTUPETHHA, B PA3HOU KOMOU-

Hallui pa3BHUBAETCd CUMITOMOKOMIUIEKC IOpa-
xenus nepudepuueckux HeppoB, I[HC, xemy-
JIOYHO-KMILIEYHOI'O TPAKTa, CEPALA, I0YEK U I1as3.

CyMMapHas yacToTa BCEX THIIOB aMUJIOH]1032
ouenuBaercs kak 47/100 Teic. YacTtoTa BeTpeua-
€MOCTH HACJIEJCTBEHHBIX (OPM COCTaBISET IO
IIpUMEpPHBIM TojcyeTaMm | Ha 1 MIH B roj, npu
3ToM 1udpa BbIIE B SHIAEMHYHBIX DPETHOHAX.
[Ipeanonaraemasi pacnpoctpaneHHOCTh ATTR-
ITH Bo Bcem wmwumpe cocraBiasier 10 000
(1/1 000 000 uenoBek), B EBponie — He MeHee 1
Ha 100 000 Hacenenus.

[Tepudepryeckas HelponaTHs BO3HUKAET KaK
MPU HACJIEJICTBEHHOM, TaK M MPH MPHOOPETEH-
HOM ammionzioze. Hanbosnee pacnpocrpanéHHas
dbopMa HaceICTBEHHOTO aMWJIOH03a BbI3BaHA
onHoi u3 140 Myraumii B TeHe TpaHCTHpETHHA
(TTR), xoTopas MOXET NPHBECTH K HACIEI-
CTBEHHOMY aMHJIOM/103y TPAHCTUPETUHA C TOopa-
xenueM HepBHOW cuctembl (hATTR; panee
Ha3bIBABLIEMYCS] CEMEHHON aMWJIOHWIHOM IIOJIU-
HelponaTHel TpaHCTUPETHHA), B TO BpeMs Kak
MPUOOPETEHHBIN aMUJIONI03 JIETKUX IIeTnell uM-
MyHoTJ100y1HOB (AL) siBsiercst HamOoJee pac-
npocTpaH€HHOM (popMoil MpHOOpEeTEHHOTO aMu-
nougo3a. Y TMalMEHTOB OOBIYHO HAOIIOIAeTCs
CEHCOMOTOpHAs TONUHEHponaTus, ¢oKambHas
HelponaTusi, HAaNpUMEp CHUHIAPOM 3amsiICTHOTO
KaHaja, WM BereTaTuBHas Heuponarus. Ecioum
HelponaTusi SBISIETCS €IUHCTBEHHBIM WM J0-
MUHHUPYIOUIUM CUMITOMOM, TUarHOCTHKA OOBIU-
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HO oTKj1azbiBaeTcs. C MOSBICHUEM HOBBIX METO-
7oB JiedeHuss amwionnoza AL m ammiongosa
hATTR, B TOM 4uciie UHTHOUTOPOB MPOTEACOM,
6mokatopoB TTR u crabunuzatopos 6enka TTR,
HEBPOJIOT TOJIy4YaeT YHHUKaJIbHbIE BO3MOXKHOCTH
JUISL TUArHOCTUKU HEBPOJIOTUYECKUX MTPOSIBICHUN
CUCTEMHOIO aMMJIOM]I03a, YTO IO3BOJISIET BBI-
SBUTH 3a00JI€BaHKME W HauyaTh JIedeHUEe Ha Ooiee
paHHEH CTaguu.

HeliponaTus siBisieTCsi OCHOBHBIM IIPU3HAKOM
aMWION103a — TpyIIbl 3a00jieBaHUi, BO3HHKA-
IOLUX B PE3YJIBTATE OTIOKEHUS HEPACTBOPUMBIX
arperatoB aMWIOWJHBIX (UOPUIUT BO BHEKJIE-
TOYHOM INPOCTPAHCTBE PA3IUYHBIX TKaHEW. Pa3-
JIMYHBIE TUIIBI aMUWJIOUAA KIACCUPUIUPYIOTCS 110
OeJKy-IIPeIIeCTBEHHUKY, U3 KOTOPOT0 COCTOSIT
ammitouanble GuoOpwbl. [Ipnodbperénusie op-
Mbl BO3HHUKAIOT M3-3a HENPABUIIBHO CBEPHYTBIX
MOHOKJIOHQJIBHBIX JIETKUX Iened K Wih A MpH
NEPBUYHOM CUCTEMHOM amuiongosde (AL), cbl-
BOPOTOYHOTO aMUJIOUJHOTO Oenka A MpH BTO-
pUYHOM aMUJION03€ (AA) u B2-
Mukporio0ynuHa (f2M) mpu amuiionnose, CBs-
3aHHOM c auanu3oM. K HacnmenctBeHHBIM (hop-
MaM oTHocsatcs TpaHcTuperuH (TTR), anomauno-
npoTeuH Al, reibCoIuH, TU301UM, (UOPHUHOTEH,
amunonn-pf u muctatud C. Cpeau HacneICTBEH-
Heix nmoaTtunoB TTR sBasercs Haubonee pacrpo-
CTpaHEHHBIM BapHAaHTOM BO BCEM Mupe. B ciy-
yasgx 0e3 ceMeHHOW MCTOpPUM T'eHETHYeCKoe Te-
CTHpOBaHUE, MMOATBEPKIA0IIee TOUYEUHbIE MyTa-
mun  TTR, mno3Boimio mnepekBaaIu(HUIUPOBATH
ClIy4al aMWJIOUIHON HEWpONaTHUH, CBS3aHHBIE C
MOHOKJIOHAJIbHOM ramMmanaThed HeEyCTaHOBIIEH-
Horo 3HadyeHuss (MGUS), B HacneacTBEHHBIHI
amuioni03 [1]. Xots Hanbonee pacnpocTpaHEH-
HBIMH SIBJISIFOTCSL KJIACCUYECKUE TPOSIBICHUS TO-
TE€PU YYBCTBUTEIBHOCTH, 3aBUCSIINEH OT JJIMHBI
HepBa, aTUIMYHbIE MPOSBIIEHUS Helpomatuu, B
TOM 4YHCJI€ HEWpOINAaThs BEPXHUX KOHEUHOCTEW,
YUCTO MEJIKOOYaroBasi HeMpomaTus U CHUHAPOM
3amsictHoro kaHaia (C3K), wacTto mpuBoasT K
HECBOEBPEMEHHOM MOCTaHOBKE IMarHo3a.

TpaHcTUpeTHH — 3TO TPAaHCHOPTHBIM Oenok
IIJIa3MBl, CBSA3BIBAIOLIUN PETHHOJI-CBA3BIBAIOLIUI
OCJIOK W TOPMOH IIUTOBUIHOW kenesbl [2]. OH
LUPKYJUPYET B BUJE TETPAMEPHOIO KOMILIEKCA
u3 4yeTblpéx OenkoB TTR, kaxablii U3 KOTOPBIX
COCTOMT U3 127 aMUHOKHUCIIOTHBIX OCTAaTKOB. ['eH
TTR pacnonoxen Ha xpomocome 18qll.2—
12.1 [3]. benok mpenMyIIeCTBEHHO BhIpabaThIBa-
eTcs B MEYCHM, a TakkKe B HEOOJBIIMX KOJIHYe-

CTBaxX B MMT'MEHTHOM J3IUTEINN CETYATKU Ii1a3a u
cocyucToi obosouke. ToueuHble MyTaluu Jie-
cTtabunu3upyotr TterpamepHblii TTR, BbI3bIBast
HeNpaBWIbHBINA (PoITUHT OeNka U ero arperanuio
B HEpPACTBOPUMBIC aMHJIOWAHbIE (HUOPHILIBI, KO-
TOpbIE OTKJIAJBIBAIOTCSI B OCHOBHBIX OpraHax,
YTO NMPUBOJIUT K TPAHCTUPETUHOBOMY aMUIIOUI0-
3y (ATTR).

HeliponaTtudecknii HACIE€ICTBEHHBIM TpaH-
ctupetuHoBbId amunonno3 (hATTR) Owin BHep-
Bble onucaH B [loptyranuu B 1952 rony, a nosxe
OoJblIIME IPYMIbl MAUEHTOB ObLUTU BBISBJICHBI B
SAnonun, [eeruu u FOxuoit Amepuke. Ha cero-
JHSLIHUN JeHb BhIsIBICHO 140 pa3nuyHbIX MyTa-
nuit TTR [8]. Tlo onienkam, pacrnpocTpaHEHHOCTh
Helponatnueckoro cuapoma ATTR B mupe co-
craBimsier 10 186 yenoBek (mmamazon 5 526-
38 468), OONBIIMHCTBO M3 KOTOPBIX SBISIOTCS
HOCUTEJISIMU TOYEUHBIX MYTAallUi, HacieayeMbIX
10 ayTOCOMHO-JIOMUHAHTHOMY Tuily. Bo Bcém
MUpe Haubojee pacnpoCTpaHEHHOW MyTaruei
SIBJIIETCS 3aMEHAa METHOHMHA HA BAJIUH B IIO3U-
uu 30, mytammst ATTRVal30Met, kotopast BbI-
3bIBACT KJIACCHMUYECKUI (EHOTHI HehpomnaTtuye-
ckoro curapoma ATTR [6] Xots mpeobnamaroT
cepaeunble nposiBieHus, y 10-38% Takux naunu-
eHTOB HaOogaercst Heviponarus [4]. ons Ho-
CUTEJIEH TeHa, Y KOTOPBIX MPOSBIAETCS KIMHUYE-
cKoe 3a00y1eBaHre, 3aBUCUT OT TUTIA MyTaIlUH.

[Ipu BCKPBITUM aMWJIOMIHBIE OTJIOKEHHUS 00-
Hapy»XHUBalOTCsi B mepudepruueckux HepBax, Be-
TETaTUBHOM HEPBHOM CHUCTEME, COCYIHUCTOM
CIUIETEHUH, CEpAEYHO-COCYIUCTONH  CHUCTEME,
MIOYKAX, a TAKXKE B KOPEIIKaX CIMHHOIO MO3ra U
CIIMHHOMO3TOBbIX TaHruax. [Ipu maromnoroana-
TOMHUYECKOM MCCIIEJOBAHUU HAOIIOJAaeTcsl MoTe-
P MHUEIMHU3UPOBAHHBIX HEPBHBIX BOJIOKOH B
OMy>KIaloleM HepBEe M YPEBHBIX raHriausx. Ot-
JIOKEHUE aMWIOUAHBIX (GUOPUIT MPOUCXOIUT
HEPAaBHOMEPHO U INPHUBOJAUT K NPSAMOMY IOBpe-
KJCHUIO KPOBEHOCHBIX COCYA0B, MEXaHHYECKO-
My CIIaBIMBAHUIO U MOTEHLUAIBHO TOKCHYECKO-
My BozzeicTButo. IIpu 6uoricun HepBa rUCTOINO-
TMYECKUE W3MEHEHMs BKJIIOYAIOT JE€reHEepaluio
AKCOHOB B MEJKUX MHEJIMHU3MPOBAHHBIX U He-
MHUETUHU3UPOBAHHBIX BOJOKHAX C BaJUIEPOBCKOM
JereHepanye. AMWUIOUIHBIE Y3€IKU MOTYT
B/IABJIMBaTh U CIABJIMBAaTh MUEIMHU3UPOBAHHbBIE
BOJIOKHAa U MOTYT ObITh OOHapy»€Hbl B SIUHEB-
pyM, TIEpUHEBPUU U SHIOHEBPUM TNIPH CBETOBOM
MUKPOCKOIIHH.
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Y4uThiBasi CTENEHb MOPAKEHUSI METTKUX BOJIO-
KOH, y MaIlMeHTOB MOXET HaONI01aThCs TsHKEmas
BereTaTuBHas  AUCHYHKIMS, 3aTparuBaromias
CEPEUHO-COCYAUCTYIO0, KEIYJOUYHO-KULICYHYIO
M MOYEIOJIOBYIO cUCTeMBl. Uucras HelponaTus
MEJIKMX BOJIOKOH M YMCTasl BEreTaTUBHAs JUC-
dbyukmus BcTpevaroTes: pexe. IlarueHTsr MoryT
KaJ0BaThCsl HA CYXOCTh IJ1a3 U NoJocTH pra. Op-
TOCTAaTHUYECKasl TUIIOTEH3USI MOXKET MPUBOJIUTH K
TOJIOBOKPY>KEHUIO TIPU BCTaBaHHH M Jake K 00-
MopokaMm. JKemyJao4HO-KUIIIEUYHbIE CHMITOMBI
MOTYT MpPOSIBISATHCA B BUJE YEpPEIOBAHUS MOCT-
MpaHAUAIBHON JUapen U TSOKENBIX 3anopoB. B
MEPBYIO OuYepeb 3TO MPOUCXOIUT U3-3a MOTEpHU
TOPMO3HBIX M YBEJIWYEHUSI KOJIMYECTBA BO30YXK-
JAIOLMX KUILIEYHBIX HEUPOHOB, KOTOPBIE BIUSIIOT
Ha TEPUCTAIBTHKY, & TAKXKE W3-3a UYPE3MEPHOTO
OTJIOKEHUSI aMUJIOUJAa B MBIIICUYHON O00O0IIOUKe
KHUIIIEYHUKA. apyIIeHHEe WHHEPBAIMH MOYEBOTO
Iy3bIPsl IPUBOJAMT K 33/IEPKKE MOUYHU, HEIIOJTHOMY
OTIOPO’KHEHHIO MOYEBOTO Iy3bIPs U HEHPOTeH-
HOM TUCHYHKIIMU MOYEBOTO My3bIps. Takxke mMo-
YKET HaOJII0aThCA JUCCOLMAIIMS PEAKIIUK 3padyKa
Ha CBET U ONUKH, a TaK)Ke HEPOBHBIC Kpasi 3pavka
¢ ObaxpoMuaTbIMU KpasiMU, U3BECTHBIE KaK 3yOua-
Thl€ 3payky, — YHUKAJIbHBIM MPHU3HAK y MAlUEH-
toB ¢ hATTR.

[Tomumo mepudeprudecKkux HEpBOB, AMUIIOU/I-
HBIE OTJIOKEHUSI B TOYKaX, CEPIIIe, KETYTOIHO-
KHUIIIEYHOM TpakTe, rja3ax, JENTOMEHHHIealb-
HBIX 000JIOYKAX M COCYJaX Tak)Ke MOTYT IMPOSB-
JATBCA B BHJIE MHOXECTBAa OpPraHHBIX Hapyllle-
Hu. OTIOXKEHUsS aMWIOWJa B SHIOHEBPUU MO-
MEePEYHON CBS3KM MOTYT BBI3bIBATH YIIEMJICHUE
CPEIMHHOTO HEpPBAa W TPOSBIATHCS B BUIE KIH-
HUYECKOU (OPMBI CHHIpOMA 3aIsICTHOTO KaHala.
Hapymennst cepnaedHodl NMpOBOAMMOCTH M Kap-
JUOMHUONATHSI MOTYT BBI3bIBATh OMNACHBIE ISt
KU3HH apUTMUU U CMEPTh. Takxe MOTyT BO3HU-
KaTh MOY€YHas HEIOCTATOUYHOCTh, MPOTEUHYPUS
U OTJIOKEHUS aMUJIOWJAa B CTEKJIOBUIHOM TeJle.
[Ipu mporpeccupytoleii HeHponaTuu U MOpake-
HUU OPTaHOB Pa3BUBAIOTCA MOTEPS BECA U KAXEK-
CUsl; CpelHss MNPOJOJKUTEIBHOCTh MU3HH CO-
ctaBysieT MeHee 10 JeT ¢ MOMEHTa MOCTaHOBKH
JIMarHo3a W3-3a CEpACYHONW HEJIO0CTaTOYHOCTH,
HEJ0CTaH!S WU MHPCKITUH.

YV moneit ¢ ATTRVal30Met u3 HedxHaemMud-
HBIX PETHOHOB 3a00JIeBaHNE OOBIYHO HAYMHACTCS
no3xe (mocie 50 meT), yamie BCTpedyaeTcs y
MYXYHH U UMEET HEACHYI0O CEMEUHYIO HUCTOPHIO.
B otnuuune ot kinaccudyeckoro (heHOTHIA, KIMHU-

yeckash KapTHHA pa3BUBAETCs MEJUIEHHEEe, U Ha
paHHUX cTagusax 3a0ojeBaHMs Yy TMALUEHTOB
Ha0JII0/1aeTCsl OTHOCUTENBHO JIETKasi BEreTaTUB-
Hast qucyHkuus. B Hauane 3aboneBaHus y mna-
LIMEHTOB MOXET HaONI0JaThbCs CUHAPOM XPOHHU-
YECKOM YyCTaJOCTU M TI'€HEpPAJIM30BAHHAs CEHCO-
MOTOpHasl MOJIMHEWPOIaTus, 3aTParuBaroas Kak
KpYIHbIE, TaK U MEJKUE BOJIOKHA, @ HE U30JIUPO-
BaHHAas OTEPs UyBCTBUTEIBHOCTH.

VY NanMeHToB ¢ CEMENHOM UCTOpUEH Helpona-
THU CIIEJyeT paccMaTpuBaTb BO3MOXKHOCTh
hATTR npu ceHCOpHO-MOTOPHOM MosMHEipona-
THUU C BereTaTUBHOW nucyHKiueil uinu 0e3 Heé.
['eHeTHueckoe TECTUPOBAHUE 3aMEHHIIO HEOOXO-
JUMOCTb B OMOIICHU HEPBOB Yy TaKUX MAlIUEHTOB.
OnHako HaJM4YKMe MyTallMy HE 00s3aTeNbHO MpH-
BOJUT K KJIMHUYECKOMY 3a00JIEBAaHUIO M3-3a pa3-
JUYHON neHeTpaHTHOCTU. [Ipu cropaguueckux
ClIy4asiX JUarHo3 4acTo CTaBUTCS C ONO3JaHHEM
WIN OHIMOOYHO, U MU3HAYAJIBHO €ro MO0J03pEBAOT
Tosibko y 38% manueHToB ¢ Helpomaruei 6e3
cemeitHoit ucropuu. ATTR cnenyer paccmarpu-
BaTh y MAalMEHTOB 0e3 CeMEeHOro aHamHe3a C
UIMONATUYECKONW IPOrpEeCCUPYIOLIEN aKCOHAJIb-
HOM mojuHelponaTtueld, 0COOEHHO MPU HAIUYUHU
COIIYTCTBYIOILIETO CUHApPOMa XPOHUYECKOM ycCTa-
JIOCTH, BEreTaTUBHON AUCQYHKIMHM HWIN JPYTHX
CHUCTEMHBIX NPOSBICHHUH, TaKUX KakK cepledHas
HeOOCTaTOYHOCTEL. B mcciaenoBanun 90 manueH-
TOB, Y KOTOPBIX 3a00JieBaHHE MPOSBUIOCH B HE-
SHJEMUYHON MECTHOCTH, CPEIHHIl MHTEpPBAI N0
IIOCTAaHOBKM JMarHo3a cocTaBwiI 4 roja ¢ aAuana-
30HOM OT 1 g0 10 ser, u 18 caydaeB ObUTH OIIN-
O0YHO MPUHATHI 32 XPOHUYECKYIO BOCHAIUTEINb-
HYI0 JIEMUEIMHU3UPYIONIYI0 TOJUHEHpOonaTHio
(CIDP). XoTs reHeTH4yeckoe TECTUPOBAHHE Ya-
CTO HE MPOBOJUTCS B paMKaX MEpPBUYHON ua-
THOCTUKH, YUYUTBIBAas HAJIWYME HOBBIX METOJIOB
nedenus ammionnoza hATTR, Mbl pekomeHayem
IIPOBOAMTH F€HETHUUECKOE TECTUPOBAHNE HA paH-
HUX dTanax JUarHOCTUKH.

Jlnisl OLIEHKH MPOrpeccUpoBaHuUs 3a00JE€BaHUSA
npu hATTR ucnonb3yroTcst pa3nuyHble IUarHo-
ctuuyeckue mkansl. [lokasaHo, d4ro mIKana
HEHpONaTHYECKOro HapyLIEHUs] HI)KHHUX KOHEY-
Hocteit (NIS-LL) u mkana kadecTBa >KM3HU TIPH
nuadernueckoit Heiponatuu (Norfolk QOL-DN)
ABJIAIOTCA HAAEKHBIMU TIOKA3aTEIIIMU TSKECTH
hATTR. UccnenoBanusi HEPBHOU MPOBOANMOCTH
(NCS) u snexrpomuorpadus (OMI'), koTopsle
MO3BOJIIOT OLEHUTH KPYIIHbIE HEPBHBIE BOJIOKHA,
JNEMOHCTPUPYIOT INPEUMYILIECTBEHHO aKCOHAJIb-

International Journal of Humanities and Natural Sciences, vol. 3-1 (102), 2025



103

- Meouyunckue nayku -

HYI0 HEWpONaTUIO C JAEMHUEIMHU3UPYIOIIMMHU
npu3Hakamu. [loTeHnnanbel qedcTBUS CEHCOPHBIX
HEPBOB 4aCTO MOPAXKAKTCS B IIEPBYIO O4EpEb U
B Oonee Tskénoi ¢opme, UeM MOTEHIUANBI J1eH-
ctBus ckeneTHbIX Mbll (IIJICM) ¢ ymenbleH-
HOM aMIUIMTYJOW uiau OTcyTCTBUeM. Ilo3zxke
[IACM cTaHOBSTCS MEHEE BBIPA)KEHHBIMHU WJIU
ucuesaroT. Uronpuatas OMI" yacto pemoHcTpu-
pyeT KpynHbIE HEHPOreHHbIE JBHUIATEIIbHBIC
€IMHULIBI W TOTEHIHANbl (GUOPWIIALUU B IH-
CTaJIbHOM cuMMeTpuuHOil popme. Ilo cpaBHEHMIO
C JAPYrMMHM THUIAaMU HEHUPONaTUH, TAKUMH Kak
nuabeTnyeckas MOJIMHEHponaTHs, HelaBHEE HC-
cienoBaHue mokasano, uro npu hATTR Gonee
4acTO BCTPEYAKOTCS HU3Kas CKOPOCTh MPOBEJE-
HUs HMILyJIbCa II0 JIOKTEBOMY CEHCOPHOMY He-
PBY, HapyIlIEHHE YyBCTBUTEJIBHOCTU K XOJOAY H
MEXaHWYEeCKas TUIEepanre3us B 00JacTH KUCTEH,
a temmeparypa koxu y manueHtoB ¢ hATTR
MOJKET OBITh HIDKE, YEM Yy MAIMEHTOB C TuabeTu-
YECKON HEMpONaTUEH.

HecmoTpss Ha BbIpaK€HHBIE aKCOHAJIbHBIE
MPU3HAKHW, MPU3HAKK JIEMHUEIUHU3AUUA MOTYT
IPUBECTH K HECBOEBPEMEHHOW WJIM OMIMOOYHOM
muarHoctuke CIDP. B uccnenoannn, B KOTOpom
npunsi yyactue 194 manmenta ¢ hATTR, y 13
n3 84 manueHToB Obla MO3AHSS JEMHUEIHNHU3H-
pytomas popma hATTR. IIpeaukropamu nemue-
muamsupytomeit  popmer hATTR Opun  Oosib,
TUCQYHKIMS BETeTaTUBHOW HEPBHOW CHCTEMBI,
IOTEPS] UYyBCTBUTEIBHOCTU MEJIKUX BOJIOKOH
BBHIIIIE 3aMsICTHiA, CIa00CTh BEPXHUX KOHEYHO-
cTelt u oTcyTcTBHE atakcuu. Hanbomnee yacTeiMu
MpU3HAKaMU JeMHUEMHU3ANN ObUTH YIJIMHEHUE
JTUCTAIBHOM MOTOPHOM JJATEHTHOCTH CPEAMHHOTO
HEpBa U CHUKEHUE CKOPOCTH CEHCOPHOM IPOBO-
JUMOCTH CPEIMHHOIO W JIOKTEBOTO HEPBOB.
buoncusa HepBa mokaszana CUJIBHYIO NOTEPHO aK-
COHOB M MHOTIJA CErMEHTapHYI0 JEMHUEINHU3a-
LUIO-PEMHUEIINHU3ALUIO.

buoncusa KoM MOMXKET BBIIBUTH CHUKECHHUE
IJIOTHOCTA  BHYTPUAIIUJEPMAIbHBIX  HEPBHBIX
BosiokoH (IENFD) u otnoxxenue amusnouna. bei-
o obnapyxeHo, uto IENFD cHmxkena y Oec-
CUMITOMHBIX HOcuTeneld mytaruu Val30Met.
HabGop TecToB 1151 ucciieqoBaHusi MEJIKHX BOJO-
KOH, BKJIIOYasl BbI3BAHHBIC JIA3€POM ITOTEHIUAIIBI,
CUMIIaTUYECKYI0 KOXHYIO PEaKIUI0, U3MEpPEHUE
IIOPOrOB YyBCTBUTEIBHOCTH K XOJIOIYy U TEILLy, a
Takke BapuabeIbHOCTh CEPAECYHOr0 PUTMA, MO-
KET BBIIBUTH PAaHHIOIO HEWpOIaTuio y OeccuMil-
tomMHBIX Hocutene hATTR wunm y tex, KTo xa-

Jdyercss Ha CyOBEKTHUBHBIE CEHCOPHBIE Hapyllle-
HUSl UJTU HEMOCTOSIHHBIE CEHCOPHBIE HAPYLICHHS
Ipu KIMHUYECKOM oOcienoBaHud. B HepaBHeM
UCCJICTIOBAaHUM KOXXHBIH amuiousi Obul OoOHapy-
xeH y 70% nocuteneit hATTR u y 20% Hocure-
neit hATTR 6e3 kMHUYECKOH HeWpomaThu.

B cnyuasix, koraa nuarHo3 octaércsi HEICHBIM
1OCJ€ HEUHBA3UBHOTO OOCIIEZIOBAaHUS, MOMKET
OBITh pPacCMOTpPEHa BO3MOXKHOCTb IPOBEICHUS
OHOICUU HepBa, KOTOpas MOXKET BBISIBUTH OTJIO-
KEHUS] aMMJIOMJIa B DHJIOHEBPAJbHOW U 3IIU-
HEBPAJILHON COEAMHHUTETBHOW TKAaHMU, a TaKxkKe
OTJIO)KEHUSI B CTEHKaX SHJOHEBpAJbHBIX U JIIU-
HEBPAJIbHBIX KPOBEHOCHBIX COCYAOB. YUHUThIBas
04YaroBoe, HEPaBHOMEPHOE OTJIOXKEHHUE aMUIIOua
C JAMCTaJbHOW JEreHepalnyedl BOJOKOH H3-3a
IPOKCUMAJIbHBIX OTJIOKEHUN aMMJIOW]1a, OTpULIa-
TENbHBIN pe3yJbTaT OMOINCHUU CPETUHHOTO HEpBa
Ha HaJIM4YUEe aMWIOUJA HE MCKIIIOYAeT JUarHos3.
UyBCTBUTEIBHOCTh OMONCHM HEPBAa COCTABIISET
ot 60 1o 86% u BappUpyeTCs B 3aBUCUMOCTH OT
HeHTpa. AMWION] TaKXe MOXET ObITh OOHapy-
KEH B CYXOXWINN CTUOATENs 3a1sICThsl BO BpeMsl
BBICBOOOXKJICHHsI 3aIsICTHOrO KaHana. B uccre-
JOBaHMM € y4yacTMeM 16 ManueHToB ¢
ATTRVal30Met u  HelipodU3NOIOTHUECKUM
CHUH/IPOMOM 3aIlSICTHOTO KaHajla, KOTOPBIM OBLIO
IPOBE/IEHO BBICBOOOXK/IEHHE 3aIICTHOIO KaHasa,
aMuJIonT ObUT OOHAPYKEH B MOIMEPEYHON CBSI3KE
3amsicThst y 14 maruenToB (87,5%). Bo Bcex ciy-
yasx, kpome ogHoro, CTS mpenmectsoBana mo-
nuHeponatuu. Ecnu Ouorncust HepBa WM KOXKHU
Ja€T OTPUIATEIbHBIA pe3yJIbTaT, MOKHO TaKKe
B3STh OOpa3lbl TKaHEH W3 JKUPOBOW TKAHU
OpIOIIHOW TOJIOCTH, CIIOHHBIX Keje3, JECeH,
HOJICIIU3UCTON 00O0JIOUKH MPSAMON KHILIKH, Cepll-
11a WK MOYEeK — MPH YCIOBUHU, YTO ITUCHYHKITUS
opraHa CBUJIETEIbCTBYET O HAJTUYMHU AMUIIOUA.

MarnuTHO-pe30HaHCHas Helporpadus MOXKET
BBISIBJISITH TIOPaXKEHHsI TPYAHOTO HepBa y Oec-
CUMITOMHBIX HOcuTesneld. B onHoM wmccnenoBa-
HUH TUIOTHOCTH T2 M MPOTOHHOTO CIHMHA JOCTO-
BEpHO pasnuyanack Mexay Hocurensimu hATTR,
MyTupoBaBmuMU TTR 1 370pOBBIMH KOHTPOJIb-
HeIMU rpynnamu. Bpems penakcamuu T2 Obuio
BbIIIe TOJbKO y marueHToB ¢ hATTR. DT1o mo-
TEHI[MAJIbHO HEMHBA3UBHBIA METOA AJII paHHETO
BBISIBJICHUS HEWPOIMAaTUU Yy OECCUMITOMHBIX HO-
cuTenen.

3a mocienHee OECATUIIETHE MOSBUIOCH MHO-
xecTBo BapuaHToB jeueHus hATTR. Lens neue-
HUSl BKJIIOYAeT B ceOsl Tepamuio, U3MEHSIOUIYIO
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TedeHue OO0Je3HH, AJi1 MPEeJOTBpAICHUs Hempa-
BUJILHOTO cBOpauuBaHusi mytantHoro TTR (cra-
ounmmzatopel TTR); uaruburopsr TTR; cumnro-
MaTHYECKOE JIEYEHUE BEreTaTUBHON TUCPYHK-
uu, cuaapoMa KosHa m HelpomaTudeckoi 0o-
JM; T€HETHUUYECKOE KOHCYJIbTUPOBAHUE; a TaKKe
MICUXOJIOTHYECKYIO MOAJIEPKKY Ul MalleHTa U
ero cembpu. Pexkomenayercss MyJIbTUAMCLMILIU-
HApHBIA MOJXO0J, BKJIIOYAKOIIWNA KOHCYJIbTallUU
Kapauosora, oransmosiora, Hedposora, racTpo-
SHTEpOJIOTra U, BO3MOXKHO, peabunutosora. Pery-
JsipHOE HaONIOIEHHE 3a TaKUMHU IalUeHTaMHu
MO3BOJISIET OTCIIEKHUBATh MPOTPECCUPOBAHHUE HX
3a00JeBaHUs U HPOBOJUTH LIEJCHAINIPABICHHYIO
TEpanuio s MPeAOTBpAIlleHUsl JalbHEHUIIEro
OTJIOKEHUS aMUWJIOUA.

Cumrnromatuueckas Tepamnus J0JKHA ObITh
HayaTa Ha paHHEH CTaJuU TUArHOCTUKHU, YTOOBI
00JeryuTh AUCKOM(OPT, BBHI3BaHHBIM HeHpomna-
THaeckoil Oompro, seunts CCC U mposiBIEHUS
BereTaTuBHOU AuCPyHKIUU. JJaHHBIE O Tpemapa-
Tax JJs JICYEHUs HEUpONaTUil OCHOBAaHBI HA MC-
CIIEIOBaHUAX auabeThyecKkol u Jpyrux ¢opm
Heiiponatuii. OOBIYHO HMCHONB3YIOTCS MPOTHUBO-
CYJIOpO>KHBIE Mpenapathl, Takue Kak rabarneHTuH
U mperalaiuH, a TaKkke WHITHOUTOpPbI 0OpaTHOTrO
3axBaTa CEpOTOHMHA M HOpAJpeHa]INHA, TaKue
KaK JIyJIOKCeTUH W BeHnadakcuH. Tpunmkinge-
CKHE€ aHTHUJIENPECCaHThl, B TOM YHCIE HOPT-
PUNTWINH U aMUTPUNTHINH, YaCTO HE Ha3Hayda-
10T TaKUM IallMEeHTaM, TaK Kak OHH MOTYT yCyTy-
OUTH COMYTCTBYIOIINE BEr€TaTUBHBIE CUMIITOMBI,
TaKhe KaK OpTOCTaTHYecKas TMIIOTEH3Us U 3a-
JepKKka Mouu. Takke MOXKHO pacCMOTPETh BO3-
MO>KHOCTb IIPUMEHEHUS] MECTHBIX CPE/ICTB, TAKUX
KaK IUTaCThIPU C JIMJIOKAaUHOM M KaIlCaullMH B BbI-
cokux no3ax. CHHApPOM MOCTYypajJbHOM OPTOCTa-
TUYECKOW TaXWKApAUM MOKHO JIEYUTH C IOMO-
B0 JEKOMIPECCUOHHOM xupyprun. Oprtocra-
TUYECKYI0 TMIIOTEH3UI0 MOXKHO JIEYUTh CUMIITO-
MaTUYECKH C TOMOILIBIO KOMIPECCHOHHBIX Yy-
7oK. Jleuenue nepBoil TMHUN OOBIYHO HAUMHAET-
cs ¢ MuaoApuHa. Takke MOXHO MCIIOJIb30BaTh
(G1yApOKOPTU30H, HO clelyeT cOOMoAaTh OCTO-
POKHOCTb, TaK KaK OH MOXKET BbI3BAaTh I'MIIEPTO-
HUIO B TOJoeHuu néxa. Ilupupocturmun u
nokcuaona — 06osee HOBbIE IpenapaThl, KOTOPbIE
MO>KHO paccMoTpeTh. [Ipu uepenoBanum 3anopos
U IUapey MOXHO T0OaBUTh B PALIMOH KIIETYATKY,
YTOOBI YBEJIIMYUTh 00BEM CTyJa, WM NPUHUMATh

jonepamMul, 4ToObl YMEHBIINUTh MEPUCTAIBTUKY
KHUILIECYHHKA.

Jnst nmuarnoctuku AL-amunonnosza Heobxo-
OUMO BBIABUTH JMCIUIA3UI0  IUIA3MATHUYECKUX
KJIETOK M aMWIouJ B TKaHsAX. B ornmume ot
MHOKECTBEHHOM MUEJIOMBI, IIPU KOTOPOM dale
BCTpeuaeTcss  k-jerkas  uemnb, npu  AL-
aMHJIONUJI03€ A-JIerkasi Lenb Berpevyaercss Ha 50%
yaie, yeM k-jerkas uenb. IMMmyHodukcanmon-
HBIA 35IeKTpoope3 OEeNKOB CHIBOPOTKH U MOYHU
(IFE) Oonee uyBcTBUTENEH, 4eM 3ieKTpodopes
O€JIKOB CHIBOPOTKU M MOYH, OCOOCHHO INpH Jua-
THOCTUKE MaJIbIX WM JTOOPOKa4YeCTBEHHBIX MO-
HOKJIOHQJIbHBIX TaMManaTtui. AHanu3 Ha CBO-
00/HbIE JIETKHE LIETIH B CHIBOPOTKE KpOBHU 00Ja-
naet 6osee ueM B 10 pa3 Oosbliel YyBCTBUTEIb-
HOCTBIO 1O cpaBHeHUIO ¢ IFE m nomkeH nposo-
IUTHCSl Y NALMEHTOB C BO3MOYKHON aMHJIOMIHOMN
HelponaThen.

Jlpyrue naGopaTOpHbIE OTKJIOHEHHUs BKJIHOYa-
10T aHEMUIO, NTOYEUYHYI0 HEOCTaTOYHOCTb, IMPO-
TEUHYPUIO, TPAHCAMUHA3HYIO HEAOCTATOYHOCTD C
MOpaXCHUEM II€YEHU WM MOBBILICHHBIN YPOBEHb
KpEaTUHKMHA3bl Y NAllMEHTOB C COIIyTCTBYIOLIEN
aMWIouHOM wmuonatueil. IloBbIIEHHBI ypO-
BEHb Oellka B CIMHHOMO3T'OBOM KHMJIKOCTH TaKKe
MOKET HaOJII0aThCsl MPU HOPMAJIBHOM KOJHUYe-
CTBE KJIETOK, YTO BBOJHMT HEKOTOPHIX B 3a0ITyXk-
JieHHe npu noctaHoBke auarHo3a CIDP.

B 3akmrodeHue cienyer  OTMETUTB, UTO
HelpomnaTusi SBJISETCS PACIpPOCTPaHEHHBIM IPO-
SBJICHHMEM KaK HACJEJCTBEHHBIX, TaK U Ipuoope-
TEHHBIX (OPM aMHIION1032 U MOXKET MPOSIBIATh-
Cid B BHJE IPOrPECCUPYIOLIEH CEHCOMOTOPHOM
MOJIMHEMPOIIaTUH,  KapIaJbHOM  HEHpPOIaTHH,
04aroBOM HEMPOIIATHH, BETETAaTUBHOW HEMpoIa-
THH, a TAKXK€ IPYTMX HEOOBIYHBIX KIMHHUUECKHUX
posiBJIeHUH. J[MarHo3 4acTo cTaBUTCA C OMO3]1a-
HUEM, TOTJa KaK HEeHpOmNaTHus SBISETCS MEPBbIM
IIpU3HaKoM amuionno3a. Hesponoram neneco-
00pa3HO paccMaTpUBATh IMATHO3 Y MALMEHTOB C
HelponaTheil, He3aBUCUMO OT HaJIM4YUsl CeMeH-
HOTO aHaMHE3a, YYUTbIBas HalIM TEKylIUe 3Ha-
HUS O CHOPAJAMYECKHX, HEDHIEMUYECKUX THIIAX
h-ATTR. [IpuHrMas BO BHUMaHUE HOBBIC METO-
Il 1eueHusa kak AL, Tak u ammnongosa h-ATTR,
BaYKHO NIEPECMOTPETh HAIll MOAXOJA K AUATHOCTHU-
K€ U JICYCHHIO, YTOOBI BBIABIATH TAKUX MalHMEH-
TOB KaK MO>KHO paHblIIE.
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Abstract. This article discusses carpal neuropathy as one of the first manifestations of amyloidosis
associated with a transthyretin mutation. Due to the prevalence of carpal neuropathy in patients, early
diagnosis of ATTR-amyloidosis is possible in the presence of certain symptoms. It is advisable to con-
sider the diagnosis in patients with neuropathy, regardless of the family history, given our current
knowledge of sporadic, non-endemic h-ATTR types. Taking into account new treatments for both AL
and h-ATTR amyloidosis, it is important to review our approach to diagnosis and treatment in order to
identify and treat such patients as early as possible.
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