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BeepeHue

HacnencrBeHHBINI TpaHCTUpE-
tuHOBbIN amunoupgos (ATTR-
aMIIONzIo3) — pefikoe 3aboseBaHme,
obycnosrenHoe nuddysHBIM OT/IO-
JKEHNMeM IaToNorndeckoro ¢pubpun-
nstpHOTO Genka (aMmionga) 1 mpu-
BOJIsIIee K TIOPKEHNIO Pa3IMIHBIX
opraHoB 1 crcteMm [1]. OnmcaHbl Kak

cemeituble cnydan AT TR-ammnongosa
C ayTOCOMHO-JZOMJMHAaHTHBIM
TUIIOM HepefadyM, TaK M CIOpa-
mudyeckne. PacrmpocTpaHeHHOCTD
ATTR-amunonposa B Eppome
u CHIA cocrasnser 1 Ha 100 ThIc.
yenoBek [2].

3aboneBaHye BBI3BIBACT MyTalus
B IeHe, OTBeYallleM 3a CHUHTe3

TPAHCIIOPTHOTO OeKa TpaHCTHUpe-
THA. TpaHCTUpEeTUH CHHTEe3UpY-
ercsa medenbo (90-95%), a Takxke
COCYAMCTBIMU CIUICTEHUAMMU JKeIIy-
IIOYKOB rOJIOBHOTO MO3Ta, IUTMEHT-
HBIM CJIOEM CETYaTKM I/1a3a u obec-
me4yyuBaeT IepeHOC TUPOKCUHA
U peTMHONMA B opraHusmMe. B kpose-
HOCHOM pyciie 0e/IoK IUPKYIUpyeT
B Buje Terpamepa. OgHako B pe-
3y/lbTaTe MyTallUyU €ro CTPyKTypa
CTAHOBUTCSA HECTaOUIbHONM, YTO
BelleT K pacIajly TPaHCTMpPeTUHa
Ha MOHOMEDPBI, arperamus KOTOPbIX
B CBOIO OuYepefb MPUBOJUT K 00Opa-
30BaHIIO HEPACTBOPUMBIX PUOPUIIT
amumtonpa [1, 3].

B macrosamee BpeMA M3BECTHO
6oee 120 MmyTanuii, HO He BCe OHU
OTHOCSATCS K aMUJIOUJOTEHHBIM,
TO €CThb BBI3BIBAIIINM 3ab0/1€eBa-
Hue [4]. B saBucumoctu ot ob6Ha-
PYXXEHHOJ MyTalluy KIMHUYeC-
kas xkaptuHa ATTR-ammnonposa
MO>KeT 3HAa4YMUTENIbHO BapbMpO-
BaTbCs, Jake IPU OJHON M TON
)Ke MyTalUU y POACTBEHHVUKOB
nepsoit tuHun. Hanbosnee nsyden-
HOJl ¥ pacmpoCTpaHEHHON aMu-
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JIOMJOT€HHON MyTaliueil B MUpe
aBnsiercsa Val30Met, st KoTopoit
XapaKTepHO pa3BUTUE HEYKJIOH-
HO IIpOoTpeccupylomeil ceHcop-
HO-MOTOPHOI IIOJIMHEBPOIATUM
B COYETAaHMUM C BEreTaTUBHBIMU
HapymeHusAMu (oprocTarmyec-
KOJl TMIIOTEH3MeEN, HapylleHueM
MOTOPMKM YKEeNTYJOYHO-KMIIEYHOT O
TPaKTa, IOTOOT/e/IeH/ €M, Ta30BbI-
MU HapyHIeHUAMU, IPEKTUTbHOI
nuchyukumeir) [4-6].

Ilanee B cTaTbe pacCMOTPEH KIIN-
HUYECKMI CIydall CIiopajgudecKot
MyTally T€Ha TPaHCTUPETHNHA, KO-
TOPYIO paHee He OTHOCU/IN K aMM-
JIOMIOTeHHDbIM, HO pe3y/nbTaThl Te-
HETUYECKOrO U MOPOTOTUIECKOTO
nccnepgosanuit nogreepayny ATTR-
aMUJION[03.

KnuHuueckuin cnyyaii

Kanoboi

B HeBposnormyeckoe OTAeIe€HNE

nocTynuna naguentka @., 62 ropa,

¢ >Kanmobamu:

= Ha YacTble SMU30HbI MperobMo-
POYHBIX ¥ OOMOPOYHBIX COCTOSI-
HUIT Ha QOHE BBHIPAKEHHOTO CHU-
JKEHVS apTePUaTbHOTO JIAB/IEHS;

= Kojeb6aHMs apTepuaabHOTO [aB-
JIEHS IPY TIepeMeHe OMOXKEeH s
Tesa;

= OLylLIeHMe JOKEHWUsI B obmacTn
JIOIATOK, PaCHpOCTpaHSOI[eecs
BHU3 IIO CIIMHE, 3a/jHe-Hapy>KHOI
[IOBEPXHOCTH Oefep 1 TONeHeN [0
YPOBHsI CTOII, YCU/IMBAIOI[EeCs
B HOYHOE BpeMs;

= HapylIeHye MOYeVICIIYCKaHMA B BUTIE
yIOycKaHus mopuuy mouu 6e3
IpefLIeCTBYIOLIETO T03bIBA;

= IUIOXOJI ANIIETUT, TYBCTBO TSIXKEC-
TV B XKeJTy/JKe II0C/Ie IpuemMa He-
60IBIIOI TOPLIVIV IIVILY;

= 00611[y10 C1Tab0CTh, yTOM/ISEeMOCTD;

= TPYAHOCTM IIPY 3aCHINAHUMN, CHO-
TOBOpEHIeE.

AHamHe3 X13Hu

ComyrcrBylomue 3aboneBaHmuA —
HapyIlleHye TOIePAaHTHOCTY K IJIIO-
Ko3e, A3BeHHasA 00JIe3HDb XeTyHKa,
XpoHudecKnit nuenonedpur. B re-
yeHMe 15 jieT 0TMe4anoch IOBBI-
IIeH}e apTepuanbHOTO [laBIEHU
o 180-190/100 MM PT. CT., maIu-
€HTKa II0/IyJasa TUIOTEH3NBHYIO
tepanuio. C 30-1eTHero Bospacra —

Hesponorna u ncuxmatpus

cHoroBopeHne. HacnemcTBeHHBIN
aHaMHe3 10 HEBPOJOTUYECKUM 3a-
60/1eBaHMAM He OTATOIIEH.

AHamHe3 3a6oneBaHus

B 2013 r. B Bo3pacTe 57 jeT nauu-
€HTKa BIIepBble OTMeTHU/Ia 3MU30-
Obl YIYCKAaHUSA MOYM HPU OTCYT-
CTBUY IO3bIBA K MOYENCITYCKAHMIO.
Ha6mogamach ruHEKOIOrOM, ypoyIo-
I'OM, HO [OKa3aTe/lbCTB MaTOIOTUN
OpraHOB MOYEIOJOBOM CUCTEMBI
He BbIABJIEHO.

Yepes rop MOSABUINCD ANM30AbI CHI-
JKEHM apTepUajbHOTO HaBIeHUA
Ipu 1epexojie B MONOXKeHMe CTOs,
KOTOpbIe CO BpeMeHeM y4acCTUNUCD,
a Tak)Xe INpexojsAllee OIylieHUe
JKKEHMA MeXJ1y JIOTIATOK.

Emie uepes roj Ha (oHe BbIpakeH-
HOTO CHVDKEHMA apTepuanbHOTO
masnenus fo 70/50 MM pT. CT. BIep-
BbI€ Pa3BMIOCh 0OMOPOYHOE COCTO-
saHne. OmylIeHne KKeHNsA MeXIy
JIOIIATOK CTa/l0 YCUIMBATBCA U pac-
NpOCTPAaHATbCA BHU3 IO CIMHE
Ha HIDKHUE KOHeYHOCTHU. B cBA3HM
C IOJ03peHNeM Ha MaTOTIOTUIO cep-
HeYHO-COCYUCTOI CUCTEMBI OBIIO
IIPOBEIEHO KapAuonorndeckoe 06-
clefloBaHlMe — XO/ITepOBCKOe MOHM-
TOpUpOBaHUe, dXOKapanorpadus,
koponaporpadus. JaHHBIX, HOJ-
TBEP>K/JAONINX KapAMaAbHYIO I1aTO-
JIOTUI0, HE TIOY4YeHO.

C xonua 2017 r. xonebaHus apre-
puanpHoro masnenus (or 70/50 mo
180/90 MM pT. CT.) U oLIyljeHUe
MOKEHUS CTanyu 0eCIIOKOUTD exe-
IHEBHO, OpPTOCTaTH4ecKue 06MOpo-
KI YY4aCTUINCDh O HECKONBKUX pa3
B Mecsal. IlanmeHnTka cTama oTMme-
JaTh YYBCTBO TSAXKECTU B JKeTygKe
I0C/Ie TIpyeMa MNII.

B cBA3M ¢ OTCyTCTBUEM OpraHu-
YeCKMX HapyLIeHUI CO CTOPOHBI
CepHeYHO-COCYAUCTON CUCTEMBbI
ManyeHTKa IOTy4usaa Hampasie-
HJIe B HEBPOJIOTMYECKOE OT/eIeHe
mns poobcimemoBaHus. B HeBpo-
JTOTUYeCKOM CTaTyce obpaigaer
BHMMaHNUE ABYCTOPOHHMUII HONY-
nro3. Kocormasus, nuaonnm Her.
JIBV>KeHM A T/Ia3HBIX A0/I0K B MOJI-
HOM o6beme. Cya MBILIL KOHEY-
HOCTENl M TYJIOBMIA COXpPAaHEHa.
Inybokxme pedekcsl Ha pyKax
U HOTAaX >KMBBIE, CUMMETPUYHBIE.
[Tono>XxMTeNbHBIN IaTONOTUYEC-

KNMHIUeCKaa npakT

KUIT KMCTeBOI cuMnToM TpemHepa
¢ nByX cTropoH. IlaTomoruyeckne
CTOMHBIe pedIeKchl He BBI3BIBA-
forcst. Ilpu mccnegoBannu 6oe-
BOJ YYBCTBUTENbHOCTU BBIAB-
nAeTcA TUIepecTe3usA B CTONAX.
Iny6okas 4yBCTBUTENBHOCTD CO-
XpaHeHa. /I[MHaMMyecKme Koopan-
HATOPHbIE IIPOOBI BBIIIOMHSET yAOB-
neTBoputenbHO. B nmose Pombepra
oTMedyaeTCsd HEeYCTOMYUBOCTH
U3-32 OPTOCTAaTUYECKON T'MIIO-
tensun. Oprocrarudeckas mpoba
MOJIOKMTENbHAA: HAa YETBEPTOI
MUHYTe UCCIefloBaHMe ObLIO Ipe-
PBaHO B CBASYU C pPa3sBUTHEM JIUIIO-
TUMUYECKOTO coCcTOAHNA. TasoBble
byHKIMM: yIOycKaHMe MOYM, OT-
CYTCTBME IO3BIBOB K MOYEMCIIYC-
KaHMUIO.

NabopatopHble

N NHCTPYMEHTaJIbHbIe NCCNea0BaHnA
OO61mmit aHanMM3 KPOBU U MOYM, 6110~
XMMMYECKUIT aHanmn3 KpoBu — 6e3
MTaTOIOT .

I8 MCKTIOUEeHU ST STIMJIETI TUYECKO
IPUPOABI NTAaPOKCU3MAJIBHBIX pac-
CTPOICTB CO3HAHMUSA IMPOBOAMIIOCH
aNeKTposHLedanorpapuyeckoe uc-
claenoBaHme. DNNUAENTHIECKasT aK-
TUBHOCTD He BbISBJIEHA.
MarauTHO-pe30HaHCHasI TOMOTpa-
(U TONOBLL: B IePUBEHTPUKYILAP-
HBIX 30HaX OOHapy>XeH JieliKoapeos
y IepegHuX poroB OOKOBBIX >Keny-
JIOYKOB, B OCTAJIbHOM — B IIpefie/iax
BO3PACTHOM HOPMBI.

C y4eToM TOTO, 4YTO 9HIOKPVHHBIE
HapyIlIeHN A MOIJIY CTAaTh IPUYIMHON
KoneGaHMIl apTepuaabHOrO JaB-
JIeHV s, I pOBefieHa KOMIIbIOTepHas
ToMorpadusi HaAIOIEIHNKOB — Oe3
MTaTOIOT .

ITpn anexTpoHeltpomuorpadudec-
KOM MCCIIe[JOBAaHNY HEPBOB KOHeY-
HOCTeJl yCTaHOBJIEHO IOpakeHue
MOTOPHBIX ¥ CEHCOPHBIX BOTOKOH
[PaBOToO JIOKTEBOTO HepBa B 0byac-
TY JIOKTEBOTO CyCTaBa (CUHPOM KY-
6UTAIBHOIO KaHAJIA).
KonuyecTBeHHOE CeHCOpHOE Tec-
THPOBaHNUE MOKa3aj0 IOBBIIIEHIIE
IIOPOTOB TEI/IOBOIl YYBCTBUTENb-
HOCTU B JUCTa/JIbHBIX OT/AEAaX HOT,
CBUJIETE/IbCTBYIOLEE O BOB/ICYEHUN
B IIaTOJIOTMYECK NI IIPOIIeCcC TOHKUX
BOJIOKOH HEPBOB HIDKHUX KOHEY-
HocTell. Bo BpeMs Konm4yecTBeH-
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Puc. 1. KongoxanvHolii CHUMOK HePEHLIX B0TI0KOH PO20BULbL:
A - neswul 2nas, b - npasviii 2nas

Puc. 2. Hamuenuvlii npenapam no0KOHHOL HUPoeoii
K/Iem4amku sueoma: A - 0Kpacka KoHz0 KpacHvim,
20-xpammoe ysenuuerue. MHoxcecmeeHHble MenKUe
KoHeodunvHble Oeno3umol; b - oxpacka konzo
KpacHoim, 20-kpamnoe yeenuuenve. [Ipu uccnedosanuu
8 NONAPU308AHHOM C6eme KOH20PuUMbHbLe 0eno3Utmnbl
AHU30MPONHDL, CO c6eHeHUeM A0I0UHO-3€/IeH020 YBema
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HOTO CEHCOPHOI'O TeCTMPOBAHUA
OTMeYasINCh mapectesun (OKeHMe,
IIOKaJIbIBaHNe) U JusecTesus (Boc-
NIPUATIE XOJIOa KaK TeIlIo).

C menpio BBIACHEHUA HPUYNHBI
nporpeccupyiouieil ceHCOpHO-Be-
reTaTVBHOI HeBPOIIATUM IpOBefie-
HO MIMMYHOXVMMUYECKOe MUCCIefio-
BaHMe 6elKOB CBIBOPOTKM U MOYN
DA MCKAYEHNA CHCTEMHOTO
AL-amunonposa. KoHneHTpanus
MOTUKIOHANBHBIX MMMYHOTTOOY-
NMHOB ObllIa B IpefiefiaXx HOPMBL,
MOHOKJ/IOHA/IbHasI CeKpeuus OT-
CYTCTBOBAsIA.
MonexynsapHO-reHeTn4ecKoe uc-
C/llefloBaHMe: BBIABIEH BapMaHT
HYKJICOTUJHOI TTOC/Ie0BAaTe/TbHOC-
T B IepBOM 3K30He reHa TTR B re-
TE€pPO3UTOTHOM cocTossHuM Arg5His,
KOTOpas, COr7acHO 6ase MaHHBIX
ClinVar, B HacTosiIiee BpeMs Tpak-
TyeTcsl KaK BapMaHT HeOIpeJie/ieH-
HOJ 3HAaYMMOCTU UM HEe MOXET pac-
CMaTPUBATbCA B KaueCTBe IIPUYMHBI
3ab0/meBaHM L.

Od¢TanpMonOr: NMpU3HAKY IICEB-
H09KC(HOMMAaTUBHOTO CHUHAPOMA
B BIU/JE JIETKOW aTpoduu pagyx-
K, HEPAaBHOMEPHON CTPYKTYpBHI
3PaYKOBOJ KaJIMbl, Ha XpyCTaankKe
HaclTOeHMA aMUJIONAA He BU3Yya-
nusupyiorcsa. HepBHble BOMOKHA
POTOBUIIBI CY/IPHO M3BUTDI, IMEIOT
4eTKOOOpasHyI0 CTPYKTYpy, UTO
CBUMIETENBCTBYET 00 MX IOpaxe-
Hun (puc. 1).

OH[IJOKPMHOJIOT: HapylLIeHNe ToJe-
pPaHTHOCTM K riaoko3e. Oprocra-
TUYeCKasd TUIOTEH3U:d He CBA3a-
Ha C HapylleHueM YI/TEeBOJHOTO
obMeHa.

COMHOJIOT: XpOHMUYECKasd MHCOM-
HIA, HapylIeHVe BOCHPUATHUA CHA,
ITapacOMHM.

[IpoBeneHa cumHTUTrpadus Muo-
Kapga ¢ nupogocdarom: CUHTU-
rpadguyeckas KapTUHa He Xapak-
TepHa [/l TPAHCTUPETUHOBOTO
aMMIIONZ03a.

C nenbio MOpdONOrndecKoit Bepu-
buxanguym aMmUIONUA03a M3yUEHBI
OmonTaThl CAM3UCTON 00O0TOYKU
NPsAMOJ KMIIKM, KOXU Y MOJKOX-
HOJI XKMPOBOJI KJIeT4YaTK! KMBOTA.
IIpu nccnegoBaHMYU OUOITATOB C/IU-
3VICTOV MPAMOI KUIIKA ¥ KOXKHOTO
JIOCKYTa ThIJIPHOJ IIOBEPXHOCTU
CTOIIBI JIETIO3UTOB aMIIONJIa He 06-

Hapy>keHo. B mojKo>xHOI >XMPOBOIt
KJIeTYaTKe JKMBOTA NPU OKpacke
KOHTO KPacHBIM ¥ UCCIIeJOBAHUN
B IOIAPM30BAHHOM CBeTe OIlpefie-
JIANMNCh MHOXXeCTBEHHbIE MeNKIe
TeTIO3UTHI AMUTIONTA MEXTy MeMO-
paHaMu TUIIOLUTOB 110 BusyanbHOM
mkase omeHku or CR2+ mo CR3+
(puc. 2). TunuposaHme BLIABICHHO-
TO aMIJION/IA He IIPOBOAVIIOCH M3-32
CKYHOCTH cy6cTpara.

[Jlnarxo3

Ha ocHOBaHUM KIMHMYECKON Kap-
TUHBI, TeHETUYECKOTO MCCIE0Ba-
HUA U OOHapyXXeHUA [eI03VTOB
aMMIONJA B IIOJKOXXHO >XKMPOBOI
KJeT4aTKe YCTaHOBJIEH JMAarHo3
«TPAaHCTUPETHHOBBINI aMMUIONLO3
C IPeNMYIeCTBEHHBIM MOPa>KEeHU-
eM nepugepudecKoii BereTaTuBHOM
HEPBHO CUCTEMbI».

Neyenue

HasnaueHo cuMIITOMaTHyeCcKoe jie-

YyeHue:

= ¢dnygpokoptusoH 100 MKr/cyT;

= rabamentun 900 Mmr/cyT, ¢ayokK-
cetuH 20 Mr/cyT (¢ Lenbio KyIu-
pOBaHMA HEBPOIATUIECKOro 60-
JIeBOTO CMH/POMa);

= Merdopmun 1500 Mr/cyT.

Ha ¢one Tepamun yMeHbIININCH

CYTOYHBIe KOJeOaHMA apTepuab-

HOTO JlaBJIeHU:, He OTMeYasnoch

CHHKOIIa/IbHBIX COCTOAHUI, MeHee

BBIPa>KEHHBIM CTaj0 OILyLieHNue

JKXKEHUS B 00/IaCTU CIIVMHBL U HIDK-

HMX KOHEYHOCTEIL.

B xayecTBe maToreHeTMYeCKO

Tepanuyu C Iebl0 3aMeJIeHNA

mporpeccupoBaHus 3aboneBaHMs

manyueHTKe pPeKOMEHJOBaH IIO-

JKM3HEHHBIT npueM Tadammpuca

20 Mr/cyT.

06cyxpeHune

PaccmarpuBaemblil KIMHUYECKUIT
CIydayl mpepcTaBiasfeT OObLION
MHTepec, MOCKONbKY BbIABIEHHAS
y MaIlMeHTKN MyTallyA TeHa TpaH-
CTUPETVHA paHee CUMUTATACh KINU-
HUYeCKM He3HauyuMoil. CUMITOMBI
3abomeBaHMA pa3sBUBATUCH IOC-
TelleHHO B Te4YeHNUe HeCKOTbKUX
JIeT, OTMEYaloCh IPOrpefueHTHOe
TeyeHue GonesHu 6e3 pemMmccuit
u obocTpeHuii. JJoOMMHUPOBANIN
CUMIITOMBI BETreTaTUBHOI Hel0CTa-

JddexTnBHad hapmakorepanua. 14/2019



TOYHOCTM, Ha4yaBIINeCs C Ta30BbIX
HapyUIEHN C Ja/IbHENIINM IIPUCO-
e[MHeHJeM OPTOCTAaTUYeCKO T'u-
IOTEH3UN V1 HapYIIeHNI MOTOPUKI

JKeTy[OYHO-KNIIEYHOI O TPpaKTa.

ITpy mocTynneHun B KIMHUKY OC-

HOBHBIM Jle3aJalTUpyomuM ¢ak-

TOpOM OBIZIO BBIpaKEHHOE KOJe-

6aHMe apTepMaJbHOIO JaBJIEeHNS,

CONPOBOXIaloleecs IoTepe co-

3HaHM:. B KauecTBe OCHOBHBIX HEB-

POTOrMYeCKUX CUHPOMOB Y Malu-

eHTKI C/IeflyeT pacCMaTpUBATh:

» CUHJPOM BereTaTMBHBIX Hapyllle-
HUIl — OPTOCTaTUYECKYI0 I'MIIO-
TEH3MI0, HapylleHNe MOTOPUKM
XKENMyJOYHO-KUIIEYHOTO TPAaKTa,
HEPOTEHHYI0 AMCPYHKINIO MO-
4eBOr'0 ITy3bIpPS;

= CMHJIPOM YyBCTBUTEJIBHBIX Hapy-
LIEHMI — MOMHEBPOIATAYECKNIA
TUII PAcCTPONCTBA IIOBEPXHOCT-
HOIT (60JIeBOIL, TeMIEpaTypHOIL)
YyBCTBUTE/IbHOCTY B JVUCTAa/IbHBIX
OTJieIaX HVDKHUX KOHEYHOCTel;

= HapylLIeHNsA CHA — XPOHMYECKYIO
MHCOMHMIO, TapacoMuum (pac-
CTPOJICTBO TIOBEfieHUs B OBICT-
pyto dasy cHa).

Takum 06pasoM, y MalMeHTKy OT-

Meyasach MPOTrPefNeHTHO TeKyllas

CEHCOpPHO-BereTaTMBHAsA HeBpoOIa-

THUsA, 0OYCIOB/IEHHAsI [TOPAKEHIIEM

YYBCTBUTE/IbHBIX U BereTaTUBHBIX

BOJIOKOH HEPBOB KOHEYHOCTEl.

Kpome TOro, He MCKII0YanOCh BO-

BJIeYeHMe B IATONOTMYeCKUI Ipo-

IecC BereTaTUBHBIX TaHIJINEB

U cnjeTeHuit. [JBycTOpoHHMI 1O-

JIYNITO3, HAOMOfaeMBbIil B TedeHNe

IIMTEIbHOTO BPEMEHM, BO3MOXKHO,

006yC/I0B/IeH HapyIIeHNeM CHMIIATU-

YeCKOJM MHHEPBALMU MIOJIIEPOBOI

MBIIIIBI, YYACTBYIOLIEN B ITOgbEMe

BeKa. BolAB/IeHHasA Ipu reHeTnyec-

KOM JICCIelOBAaHMYM MYTalMs reHa

TPAHCTUPETIHA, & TAK)KE OT/IOXKEHIIA

aMIWIONZIa B IIOJKOXXHO->KUPOBOI

KJIeTYaTKe KMBOTa II03BOJIVIIY JJMar-

HoctupoBarb AT TR-ammnonsos.

OuddepeHnmanbublii gUaTHO3

HPOBOAMICA C HanboIee YacTHIMU

HIpUYVHAMU CEHCOPHO-BEreTaTUB-

HBIX HapylleHUil MeTabonmdyec-

KOTO TeHe3a, IOCKOJIbKY y Malu-

eHTK) MMeJ0 MeCTO HapyLIeHHue

TOJIEpaHTHOCTH K I/TI0Ko3e. OHaKo

BBIpaKeHHas OPTOCTAaTHYeCKas TU-

IOTEH3Us B COBOKYIIHOCTHU C Jipy-

Hesponorna u ncuxmatpus

IMMJ CMMITOMAaMI He ITO3BOINIA
paccMaTpuBaTh HapylleHMe yIje-
BOJHOTO 0OMeHa B Ka4eCTBE 3TUO-
normdeckoro pakTopa pasBUTHUS
M IPOTPECCUPOBAHMS HEBPOIOT M-
YeCKUX paccTpoOiCTB. PesynbraTs
UMMYHOTMCTOXMMUYECKOTO MC-
C/lIeJOBAaHMUS CBHIBOPOTKM KPOBMU
M MOYM MCKIIOYMIN Auaros AL-
aMMUIONf03a KaK IPUYNMHY He-
BpONAaTUM TOHKNUX BOJIOKOH [7].
VI3 gpyrux 6onee pefKux IpudNH
BereTaTMBHBIX HAPYIIEHUIT CTOUT
OTMETUTH IEPBUYHYIO IIPOrpec-
CUPYIOLIYIO BereTaTUBHYI0 HeJO-
CTaTOYHOCTDb (MMOIATUIECKYIO
M30MMPOBAHHYI0 BETeTAaTUBHYIO
HeJOCTATOYHOCTD, cuHapom [as -
Hpenjxepa, pasnu4Hble Hacle[l-
CTBEHHbIE CEHCOPHO-BETETATIBHBIE
nonyHeBpomnarun) [8].
[eHeTHYeCKOE MCCIEZOBAHNE, IPO-
BeleHHOE [eTAM MalMeHTKu (ChIH
34 roga u goub 40 jeT), He IMOJ-
TBEPAMIO HOCKUTEIbCTBO MYTAIINIL,
YTO TOBOPUT O CIIOPARNYECKOM CITy-
yae ¢ mosgHuUM (mocne 50 net) me-
610TOM.

Kputepun nuarHoCTUKM TPaHCTHU-
PETMHOBOTO aMMJION03a — HAJIN-
Yye Hporpeccupymouieii ceHcop-
HO-MOTOPHOIl NMONMHEBPONATUN,
/Uy BeTeTaTUMBHON AMCHyHK-
VY, ¥/VIY TYHHETBHON HEBPO-
maTuu B codyeTaHuu ¢ Oojee 4yeMm
OZHUM U3 C/Ie[YIOUINX IPU3HAKOB:
ceMeNHbIM aHAMHE30M, HeOoObsC-
HUMBIM CHIDKEHIEM Beca, IaTo/o0-
et BUCIePaIbHBIX OPTAHOB U Op-
raHa speHns [9]. XapakTepHble B
ATTR-aMunonmosa KAMHNYECKIE
CUMIITOMBI TPeOYIOT MOATBEPXK-
NEeHUA OMarHO3a FeHeTUYeCKMMU
1 MOPGOIOrNIeCKUMI METOIAMI,
B YaCTHOCTM BBIABIEHUA aMUJIO-
UIOTeHHOI MYTaluyu reHa TpaH-
CTUPETHMHA U OTIOXKEHNs aMu-
aouga B TKaHAX. Heob6xomuMo
[O/{YePKHYTh, YTO [JIs CIAydaeB
ATTR-amunonpgosa xapakrepeH
BBIPA>KE€HHBINI KIMHUYECKUN IO-
nuMopdu3M, 3aTpySHAOLNI A1a-
THOCTUKY, 0COOEHHO Ha PaHHUX
craguax OonesHu. B wactHOCTH,
B NPUBEJEHHOM KIMHUYECKOM
clydae y MallMeHTKU Ha HPOT-
KEHUU [IIUTENBHOTO BpPEeMEHU
IpeBajlupoOBaNMU PaccTpoiicTBa
BeTreTaTMBHOJ HEPBHOW CUCTEMBI

KNMHIUeCKaa npakT

U OTCYTCTBOBAJM XapaKTepHbIe
CUMIITOMBI CEHCOPHO-MOTOPHOII
HONMHEBPOIATUN.

II71s8 MMarHOCTUKY aMUJIOUIHON He-
BPOIIATUM MINPOKO MUCHOIb3YIOTCA
Hellpo(M3MONIOTNYecKyie MeTOJ bl
UCCTIeIOBAHNUA: 3/IeKTPOHEeIPOMU-
orpadusi, KONMIECTBEHHOE CEHCOP-
HOe TeCTMPOBaHIe, II03BOJIAN0IIee
OLICHNUTDb COCTOSHME TOJICTBIX Vi TOH-
KJMX HepBHBIX BOTIOKOH. [1/11 yCTaHOB-
JIEHVS1 BETeTaTUBHON AUCHYHKIIUU
U OIIpefie/IeHNUs ee BBIPaXKeHHOCTH
IPOBOJSAT OPTOCTATUYECKYIO IIPOOY,
OLICHKY BapyabeIbHOCTY CepHedHO-
ro putmMa [10].

Bce mupe faa [MarHOCTUKY He-
BPOIATUIl C IOpaKEHMEM TOHKUX
BOJIOKOH IlepudepndecKX HepBOB,
B TOM YJIC/Ie aMVJIOMJHOI HeBpOIIa-
TUY, UCTIONb3yeTCsA KOHPOKaTbHA S
MUKPOCKOIHUs POTOBUIIBI C BO3-
MO>XHOCTBIO BUSYa/lIN3aLNA U [IOC-
NefyIoLeil OLEHKN X0ia U CTPYK-
TYPbl HEPBHBIX BOJIOKOH POTOBUILIbI
IpyU CUCTeMHOM amuiaonupose [11].
B mpepcraBieHHOM HabOMIOZEHUN
NpUMEHAICA aBTOPCKMUIL ajlro-
pUTM npu momouu paspaboraH-
HOJ KOMIIBIOTEPHOI IIPOTPaMMbl
Liner 1.2 S, mosBosnswomieil y4uThI-
BaTbh COCTOSHIE CTPYKTYpbl HEPB-
HBIX BOJIOKOH POTOBMIIBI HA OCHOBE
OLleHKJ) HAaIIpaBJIeHHOCTU U W3-
BUTOCTY HEPBHBIX BOJIOKOH. [l
OLIEHKV CTeNeHM M3BUTOCTU Hep-
BHBIX BOJIOKOH POTOBUI[BI ObIIN
paspaboranbl K03 PULMEHTHI
anmsorponuu (KAL) u cummer-
puunoctyu (Ksym) HampaBieHHOC-
TU HEPBHBIX BOJIOKOH POTOBMIIBI.
Dopmanusanns n3obpaxeHus co-
CTOUT B TOM, YTO HEPBHOE BOJIOKHO
Ha KOH(}OKaJIbHOM M300paskeHNUN
HpefcTaBusAeT co00il OTHOCUTEND-
HO 6o0JIee CBETIIYIO IIOJIOCY OIpefie-
JIEHHOJI VP HBI HA TeMHOM (OHe.
ITocme maTemMaTndeckoro obcuera
C IpMMeHEeHNEeM MOJIe/IbHO QYHK-
UM CTPOUTCSA po3a — AuarpaMma
HampaBjaeHHOCTH. UYeM 6oree of-
HOHAIIPaBJICHHBI HEPBHBIE BOJIOK-
Ha pOroBuUIlbl (M C/IefOBaTENIbHO,
6oree BEITAHYTa (pOpPMa pO3EL), TeM
MEHbIIIe BePOSATHOCTD IOMNHEBPO-
matuiu, u Haoboport (puc. 3) [12-14].
ITpu pasBUTUM IIONMHEBPOIATUN
CTPYKTypa 6e3MMenHOBBIX TOH-
KJIX HEPBHBIX BOJIOKOH POTOBUI|bI
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HUYECKdA NPAKTIKA

Puc. 3. Kapma éeposmHocmu npoxoioeHust HepeHbIX 60/10KOH U HAHECeHHOe 071 HECKOZIbKUX MoUeK 6eKmopHoe
omobpascenue, pAcKPvIBalOL4ee 8eTUUUHY BePOSIMHOCIU U HANPAB/IeHUe HEPBHIX B0I0KOH Po2osuLbl (A),
a MaKsHe cymma 6cex 6eKmopos, 0mobpaxcentas é sude po3vt - ouazpammol vanpasnenrnocmu (b)
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CTpajiaeT B IEePBYIO Odepeb, YTO
fienaeT MeTOR KOH(POKaIbHOI MUK-
POCKONMYU POTOBUIBI OCOOEHHO
MHPOPMATUBHBIM JIJ/151 BBISBIICHMU S
Ha4va/JIbHBIX M3MEHEHUI HEPBHBIX
BOJIOKOH POTOBMUITBL.

Cpeny OCHOBHBIX HaIllpaBIeHNN
Je4eHUsA TPAHCTUPETUHOBOTO
aMUJIONI03a HEOOXOOUMMO BBI-
HeNUTbh 3TUOTPOIHYI TepaInuio,
HallpaBJIeHHYI0 Ha IIOJaBJIeHUe
CUHTe3a MYTaHTHBIX GopM TpaHc-
TUpPETNHA, HaTOTeHEeTUYEeCKYIo
TepaInio, MO3BOMANIYI MPeso-
TBPATUTD ITOCTIEYIOIee OTIOKEeHIIe
[IaTOIOTUYECKOTO 6elKa B TKaHAX,
U CUMIITOMATUYeCKYI0 IOAJePXKKY.
Jlo HemaBHero BpeMeHMU eIMHCT-
BeHHBIM MeTomoM nedenuss ATTR-
amunonpgosa Oblna mepecajka
IeYeH! C IIe/IbI0 YCTPaHEeHUs oc-
HOBHOTO MCTOYHMKA IIATOJOTH-
yeckoro 6enka — TpaHCTUPETHHA.
TpaHcmmaHTanusa mme4eHM IO3BO-
JIAeT CYILeCTBEHHO YIYULINTD IPO-
IHO3, YBE/IMYNUTDb BBIKXJMBAEMOCTD
OONPHBIX U CYL[eCTBEHHO 3aMe[-
JINTb TeMII pas3BUTUs 3aboyeBa-
HUs, HO He OCTAaHOBUTD €ro Ipo-
rpeccupoBaHue. VI3sBecTHO, 4TO
y>Xe MMeIInecs HAelO3UThl aMMu-
7oMAa CIOCOOHBI MPOXOMXKATH
CaMOCTOSTEbHBIN POCT 3a CYeT
HeaMMJIONIOTEeHHBIX BapMaHTOB
6eNnKOB-TIpeIIeCTBEHHNKOB I10-

TOOHO KpUCTAJNy-3aTpaBKe B Ha-
CBHILIIEHHOM pacTBOpe conu. Beimo
IO0Ka3aHO, 4TO 4Yepe3 MAThH JIeT
IIocjIe TPAaHCIUIAHTALMM IIe4EeHU
B COCTaBe CTapblX aMVJIOMIHBIX
IeNO3YTOB HaYMHaeT IpeobIafaTh
HOPMAaJIbHbI/l HEMYTAHTHBI TPaH-
cTupetuH [15].

C y4yetoM o6beMa OIEpaTHBHOTO
BMelllaTelbCTBa, HeOoOXOZUMOC-
TU JajbHEJILIero ImpuemMa MMMY-
HOCYIpEeCCHBHBIX IIpelapaTos,
a TaK>Ke BO3MOXHOCTY peLNjuBa
3a00/1eBaHUA BCIIICTBYE APYTUX
JMCTOYHUKOB CUHTe3a TPaHCTU-
perrHa paspabaThIBaIuCh KOH-
CepBAaTMBHbIE METOJbl JeYeHNS,
NO03BONAKINE 3aMeIUTh INpPO-
rpeccupoBanne 3abonesanus [10].
B yacTHOCTH, 6BLIM CO3TaHbI ITpeTa-
partbl Tapamupguc u fudayHmnsan —
CTabMNIM3aTOPEl TPaHCTUPETHHA
B (p13MOIOrNYecKoil TeTpaMepHoi
dbopMe HUPKYIAIUN B KPOBU, KO-
TOpBIe IPeOTBPALIAIOT ee paclaj
Ha aMUJIOM/IOT€HHble MOHOMEpBHI
TpaHcTupeTnHa. CyljecTBeHHBIN
HefloCTaTOK AuQIyHU3ana — ero
no6ovnble 9P PeKTh, XapaKTepHbIE
ISl BCeJl TPYIIIBI HECTEPOUTHBIX
IPOTUBOBOCIIATIUTENbHBIX CPEJICTB,
K KOTOPBIM OH OTHOCHUTCA: yJIblie-
pOTeHHOe [ieliCTBMeE, JTeKapCTBEH-
HBIJl MHTePCTUIMATbHBII HePpUT
C pa3BUTMEM IIOYEYHOI HeLOCTa-

TOYHOCTU. Bojee 6maronpusATHbII
npoduib 6€30MacHOCTU NMeeT Ta-
damupnc. OH B oTinune ot fudny-
HU3aJIa 3aperncTpuposat B Poccun
U PEKOMEH/JOBAH JJIsI [IpreMa B J03€e
20 MI/CyT BHYTpb.

3a moceHNIT rof] OBUIN Oy YEHbI
maHHbIe 00 9P PEeKTMBHOCTI HOBBIX
JIeKapCTBEHHBIX CPeACTB (Hampu-
Mep, IaTUCUPaHa), KOTOpPBIe MIOfjaB-
JISIIOT CUHTe3 GeKa TPaHCTUPETH-
Ha nytem PHK-unTepdepenuun,
4YTO BbI3bIBaeT ferpagannuio MPHK,
HOPMBOLUT K YMEHBIIEHNIO YPOBHS
CBIBOPOTOYHOTO TPAHCTUPETHHA
M OTJIOKEHUs ero B TKaHAX [16].
[IpenBapuTebHBIE PE3yNIbTATHI
IpUMEHEHS 3TUX [IPEHapaToB yKa-
3bIBAIOT Ha UX BBICOKYIO 3¢ (PeKTUB-
HoCcTb. OHAKO HEOOXO/ MO MMETh
B BUJTY, YTO TIOJOOHBIE IeKapCTBEH-
Hble CPefICTBA IPEJICTABIIAIOT COOOI
HemoMHbI (apMaKOIOTrnIeCKnii
QHAJIOr METOMa TPAHCIIAHTALUN
[edeHN ¥, 3HAYMUT, MOTYT MMETH
CXOXKIe C TPaHCIUTAaHTallMell Heflo-
CTaTKIU — 3aMeJIJIATh, HO He OCTAHAB-
JIMBATh IIPOrPECCUPOBAHNE AMIIIO-
uposa.

Hy)xHO TakXe OTMeTWUTb, 4TO Qu-
3nornornyeckyie GyHKIMM TPAHCTHU-
peTHHa HeOCTATOYHO U3ydeHsl. Ero
(yHKIMSA KaK TPAHCIIOPTHOTO Oerka
IPEeACTaB/IAETCS MAJIOBOCTPeGOBaH-
HOJ OpraHM3MOM, TPAHCIIOPT TOp-
MOHOB IIMTOBMJHON >Xe/le3bl OCy-
H[eCTB/ISAETCS IPEMMYI[eCTBEHHO
ampbymuuoM. ITokasaHo, 4TO B IIpo-
Ijecce 9BOJIONUY IIPOU3BOACTBO
TPAaHCTUPETIHA IIeYeHbI0 Ha4a/loCh
JIOCTATOYHO MO3[HO, CHHTE3 3TOTO
6enka ropasgo paHblue OBIT OC-
BOEH TKAaHSIMU T'OJIOBHOTO MO3Ta.
Cuuraercs, YTO TPAHCTUPETUH He-
06XomuM g 3AMMMUHALUKU beTa-
6enka 13 ronoBHoro mMosra. Hemb3as
UCKJTIIOYUTD, ITO O1I0Kaja CUHTe3a
TPAHCTUPETHHA MOXeET CTaTb (ax-
TOPOM HAKOIUIEHNSI B TKAHM MO3Ta
6era-6eKa 1, CIELOBATENbHO, IPU-
IMHOI MPOAYKLUY GeTa-aMIUIoNfa,
CTUMYIUPYsI pasBUTIE VIN IIPOTpec-
cupoBaHne 6omesHu AsblreiiMepa
M aMVWIOUJIHOI 1iepeOpanbHOIT aHT -
OIaTHN.

3aKnoueHue

IIpencraBneHHbIN Cy4ai MIIIOC-
TpUPYeT KIMHUYECKUII MOMUMOp-

JddeKTUBHaA dapmakoTepanus. 14/2019



¢usm ATTR-ammnonpnosa, sarpyn-
HAIOWMII TTOCTAaHOBKY AMAarHosa,
0COOEHHO Ha paHHUX CTagusax 6o0-
ne3nn. Heyk/oHHO mporpeccupyio-
I1as BEreTaTMBHAA HEOCTATOYHOCTD

KNMHIUeCKaa npakT

B OTCYTCTBMe Hambojiee 4acThIX Me-
TabONMMYECKMX IPUYNH €€ PasBUTHUA
MO3BOJIM/IA TIPEJIIONIOKUTD aMUIO-
UIOTE€HHYIO IPUPOAY 3a00/IeBaHNs,
4TO OBUIO HOATBEPXKEHO IeHeTIdec-

KUM U MOP(OIOIrNYeCcKIM UCCIIEN0-
BaHMEM.

Asmopui 3asensom

06 omcymcmeuu

KOH(AUKMA UHIMEPECOB.
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Hereditary Transthyretin Amyloidosis: a New Found Amyloidogenic Mutation
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The article describes a clinical case of transthyretin hereditary amyloidosis. Found gene mutation of Arg5His
transthyretin previously assigned to mutations of uncertain significance. However, progressive neurological
symptoms in the form of predominant damage of the autonomic nervous system and the detection of amyloid
deposits in subcutaneous fat pointed to the amyloidogenic nature of the mutation. The genetic study showed
the absence of the mutation in the patient's children, which speaks in favor of a sporadic case of the disease

with a late debut.
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