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AHHOTALUNSA

O6ocHoBaHue. B KANHWYECKOW MPAaKTUKe AWarHOCTUPOBaHWE CUCTEMHOIO TPaHCTUPETUHOBOIO
amunongosa (ATTR-amuiongos) ¢ nopaxeHneM HEPBHOW U CepAevYHO-COCYANCTON CUCTEM CTaslo
BO3MOXHbIM 6s1arogapsi AOCTYNHOCTU FeHETUYECKON ANArHOCTUKU W YBEJIMHYEHUIO 3HaHWA O AaH-
Hou natosnoruy. OnucaHue KAnHU4eckoro cnay4as. [lpencraBieH KIMHUYECKUI Cry4Ya TpaHCTu-
PETNHOBOIro aMuiion[o3a, nposiBIISIOLErocs MoJIMHEeNponaTner C BblpaXKeHHbIM HenponaTn4eckum
60/1eBbIM CUHAPOMOM, pa3BuTueMm rpybor BereTaTtuBHOW HEe[OCTaTOYHOCTU U MOPaXeHUeEM cep-
[eYHO-CoCyanCTON CUCTEMbI Yy MyX4YuHbI 63 net. [JaHHOU K/IVHUYECKOW KapTuHe, pas3BvBaBLIEliCS
B TedeHue 3 fIeT, CornyTCTBOBAaIM MHOMOYUC/IEHHbIE ObpaLLeHVs nayneHTa K pasianydHbiM creymaamnc-
TaM — peBmaToJsioraM, Helpoxmpypram, SHAOKPUHOI0raM, HeBpoioram, TeparnesTam, B TOM 4YuUcCie
oriepatvBHbIe BMeLLaTebCTBa Ha CIMHHOM MO3re, COHHOW apTepun U cocydax cepgya. 3aboseBa-
HMe MPMBEJIO K BbIPaXXEHHOW Kaxekcuu v uHBanugusaumy nayneHta. 3akmrodeHne. ATTR-amuion-
[03 MPOSIB/ISIETCS MOPaXxeHNemM pasivyHbiX OpraHoB v CUCTEM, U 3TO BOCMPUHUMAETCS BpadyamMu-
crneyvanancTtamy B pamMmkax cBoer obnacty B OTpbIBE OT 00Lyen kKapTuHbl 3aboneBaHvs. lNayneHTy
Ha3Ha4aroTCsi MHOrO4YnC/IEHHbIE UCCENOBaHUS Y CUMITOMaTUYecKue rpenaparsl, 4TO BbI3blBAET
3a]epXKy B AMArHOCTUKE U OCTaHOBKe rpaBu/ibHOro AvarHosa. [aHHbIi KIMHUYEeCKUI Ccrydan
OMUChIBAET K/1aCCUYECKYIO (hOPMY TPaHCTUPETUHOBOIrO aMuiongo3a, Kotopas rnpy CBOEBPEMEHHOM
ANarHOCTVKE UMEET NaToOreHeTNYeCcKoe JieHeHme.
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opTocTatnyeckas ruroTeH3vs,; KITVHNHECKNI cnyqaﬁ.

Ansa yutupoBaHus:

Octanyyk E.C., muHuH O.W., Anekceesa t0.B. CnoXHOCTV B OUarHOCTUKE TPaHCTUMPETMHOBOIO amu-
nongosa C NoAMHeMponaTuen: KANMHWYeCKun cnyyan. KamHudeckas npaktuka. 2025;16(2):97-103.
doi: 10.17816/clinpract634277 EDN: NADEAL

MocTtynuna 13.07.2024 MpuHaTta 11.05.2025 Ony6nukosaHa online 24.06.2025

OBOCHOBAHUE

TpaHCcTupeTuHoBbIN  amunongos  (transthyretin
amyloidosis, ATTR-amunongos) — pegkoe 3abone-
BaHWE C HEYKNIOHHO MPOrpecCcupyrowmnMm TeYeHneMm
BCNeACTBME HaKOMMeHWs naTonorndeckoro 6Genka
TpaHcTupeTuHa (transthyretin, TTR) B nepudepnye-
CKOI HEPBHOWN cuUCTeMe, NoYKax, cepaue, KULEYHNKe
n ppyrux opraHax [1-3].

HasBaHne 6enka «TpaHCTUPETUH» (transports
thyroxine and retinol) cBs3aHO ¢ TpaHCMNOPTUPOBKOWA
rOPMOHa LLMTOBUAHON Xenesbl TupokcuHa (T4) n petu-
HOJla NPV COeAVHEHUN C PETUHONCBSA3bIBaOWM 6en-
KOM B OpraHbl-MULLEHW AN HOPMAanbHOro (OyHK-
umoHnpoBaHus. [10 95% TpaHCTUPETUHA CUHTE3NPYETCS
KJleTKaMu MeYeHn 1 CeKpeTupyeTcs B Kposb [4, 5],
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ocTanbHasi YacTb 06pasyeTcs B COCyaNCTOM crneTe-
HAW FOIOBHOrO MO3ra Y MUrMEHTHOM 3NUTENUN CET-
YaTKu rnasa v UMPKyIupyeT B LepebpocnuHanbHON
XXUOKOCTU, He nonagas B KpoBeHocHoe pycno. Cekpe-
unsa TTR HavmHaeTcst B Mmpouecce amMOpUOHaIbHOro
pasBuTUA U NPOJOIIXKAETCHA BCHO XU3Hb. KOHUEHTpa-
uma TpaHCTUpeTnHa B KpOoBW MUHMMaAJIbHaA y HOBO-
POXOEHHBIX, C BO3PACTOM MPOWNCXOAUT yBEeYeHne
copep)xaHns 6enka ¢ NOCTEMNEHHbIM CHUXKEHMEM €ro
ypoBHsi nocrne 50 net [6].

Hanbonee 4yacton npudnHon ATTR-amunongo-
3a gBnsieTca myTaums B reHe TTR, npusoaswas
K HapyLleHW0 BTOPUYHON W TPETUHHON CTPYKTYPbI
TTR-6enka: npu NatonorMieckoM BapuaHTe TpaHCTU-
pPeTVH He BOCNPOU3BOAUT OObIYHYIO O HEro TeTpa-
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CASE REPORT

Difficulties in the Diagnostics of Transthyretin Amyloidosis
with Polyneuropathy: a Clinical Case Description
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ABSTRACT

BACKGROUND: In clinical practice, diagnosing of systemic transthyretin amyloidosis (ATTR-
amyloidosis) with the impairment of the nervous and cardiovascular systems became possible due to the
accessibility of genetic diagnostics and due to the growth of knowledge on this disease. CLINICAL CASE
DESCRIPTION: A clinical case is presented of transthyretin amyloidosis, manifesting as polyneuropathy
with significant neuropathic pain syndrome, with the development of severe vegetative insufficiency
and with the impairment of the cardiovascular system in a 63 years old male. This clinical pattern,
developing for 3 years, was associated with multiple encounters of the patient to various specialists —
rheumatology physicians, neurosurgery specialists, endocrinologists, neurologists, internists, including
surgical interventions in the spinal cord, carotid artery and cardiac vessels. The disease has lead to
the development of severe cachexia and incapacitation of the patient. CONCLUSION: Taking into
consideration that ATTR-amyloidosis manifests with the clinical signs of lesions in various organs and
systems, and this is interpreted by the specialists within the framework of their specific field apart from the
general etiology of the disease. The patient gets prescribed with multiple examinations and symptomatic
medications, which causes a delay in the diagnostics and in setting the correct diagnosis. This clinical
case describes the classical form of transthyretin amyloidosis, which, upon timely diagnostics, has its
pathogenetic therapy.

Keywords: transthyretin amyloidosis; polyneuropathy; vegetative dysfunction; orthostatic hypotension;
clinical case.
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MepHyto opmy, a obpasyeT ubpunnbl amunonga.
HakonneHHbln TTR-6eN0K M3MeHSET paboTy KIEeTKM
C nocnegytouen eé rmbensto [1, 3.

BnepBble KNMHMYECKOE TEYEeHWe TPaHCTUPETUHO-
BOV CEMENHOW amMuIoOMAHON MONMHeBponaTun Oblno
onucaHo B 1952 rogy nopTyranbCKNUM HEBPOSIOrOM
K. AHgpape y nauymeHtoB u3 CesepHoli NopTyranuu,
B MocnepytoLLem 6narogaps pasBUTuio reHETUHECKON
OVNarHOCTUKN [OaHHOe HenponereHepatnBHoe 3ab0-
NeBaHune cTasno BbIABAATLCS MO BCemMy Mupy [1, 7].

YacToTa nposiBNeHns TPaHCTUPETUHOBOIO amu-
nounpgosa BapuabesibHa B 3aBUCMMOCTU OT PErVOHOB,
N 0aXKe Yy YIEHOB OfHOW CeEMbU. YUYNTbIBAsH HEMOJHYIO
MEHETPAHTHOCTb, JiMLa C NaToIOrMYECKNUM reHOM MO-
ryT XXWUTb [OCTATOYHO [0S0 6€3 KNMHUYECKINX NPOSIB-
neHun 3abonesaHus [5]. MNpPoaoIHKUTENBHOCTb »XXU3HK

OT Hayana KNHNYECKMX MPOSIBAEHNI 0O NETaNbHOro
ncxoga npu TTR-ammnonpgose coOCTaBnsAeT B CPeAHEM
15 neT, HO 3TN CPOKM MOryT pasanMyaTbCsd B 3aBUCK-
MOCTU OT reHoTuna, Bo3pacTa aebiota 3abosieBaHus,
KJIMHUYECKOW KapTWHbI U MecTa NpoXkmeaHus [2].
TTR-amunongos npepcrtasneH B OByx  dop-
Max [3] — npuobpeTEHHON (M3-3a MaTONOrM4YECKOro
HaKOoMMIeHNs TPaHCTMPETMHA AMKOro TUMa) U Hacnen-
cTBeHHo (bonee 140 BapraHToB MyTaumii B reHe TTR).
KnvHuyeckne nposiBNeHUs TPaHCTUPETUHOBOMO
amuiongosa BKOYaKT MOJIMHENPONATUIO C rpy6ObiM
60/1eBbIM CUHLPOMOM; CUHAPOM KapnasnbHOro KaHa-
na; OUCHYHKLMIO BeEreTaTvBHON HEPBHOW CUCTEMbI
HEACHON 3TMONOrMN (3PEKTUNbHas OUCHYHKLMSA, Op-
TOCTaTU4ecKasl TUMOTOHMUS, HapyLUeHUss MOTOPUKM
XKENYOOYHO-KULLEYHOrO TpakTa, HapyllueHue putma
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cepiua); nopaxeHne cepgua ¢ yBenmyeHnemM CTEHOK
npaBoro 1 NEBOro Xeyao4KoB Npy OTCYTCTBUN apTe-
puanbHOW rMNepToOHNM B COYETaHMU C opTocTaTuye-
cKoli runoToHuel [1, 3, 7].

MpenMyLlecTBEHHO nepBbiM npossneHnem TTR-
amMmunongosa ABNAETCH nofiMHenponaTU4ecKuin
CUHOPOM, pexe — BereTaTVBHble pPaCCTPONCTBA.
B 18% cny4aeB amunongos nopakaet ceppue, yTo
NPVBOANT K HApYyLLUEHMAM puTma, TPeOyoLwmm nocra-
HOBKW KapguocTtumynaTopa [1, 3].

TTR-amunongos cuuTancs HeusneynmbiM 3ab0-
NleBaHNMEM [0 MPOBELEHUS NMEPBbIX TPaHCMIaHTauui
nedveHn B 1990-x rogax [1]. Ha cerogHsawHWMIA geHb na-
TOrEHETUYECKOE JiIeYeHNEe TPaHCTUPETUHOBOIO amu-
novgosa c uenbto ctabunusaumm TTR-TeTpamepos
OCYLLECTBNSAETCA C MNOMOLLBIO NpenapaTos AUgyHU-
3ana n tacdamuguca [5]. OncnayHusan ua rpynnel He-
CTEPOVIHbIX MPOTUBOBOCMANNTENBHBIX MpPenapaTos,
BO3OENCTBYSA Ha y4acTkm cBaAsbiBaHua T4 Ha TTR,
3aMegnsieT npouecc amunongoreHesa [5, 8], ogHako,
Yy4UTbIBaA HeratuBHble 3P eKTbl CO CTOPOHbI Xeny-
OOYHO-KMLWEYHOro TpakTa y 57% nauueHToB, npena-
paT B HacToslLLee BPEMS HE Pa3PELLEH K MPUMEHEHWIO
(nccnepoBaHus npogoskatoTes) [8]. Tadhammpuc cra-
6unmaupyet TeTpamep TTR nyTém CBA3bIBaHNS C TU-
POKCUHCBSA3bIBaOWMM canTtom TTR Kak aukoro, Tak
1 MyTaHTHOro Tunos [8, 9]. Y naumeHToB ¢ MaHudecTa-
LMein KIMHUYECKON KapTuHbl B Bo3pacTte <50 net Ta-
hamngnc ymeHbLLan puck CMEPTHOCTA MO CPaBHEHNIO
C nauneHTamu 6e3 neyveHus Ha 91%, y nmy c Ha4anom
3abonesaHus =50 net — Ha 82% [9].

OMNCAHUE CNTYYAA

O nauueHTe

BonbHol M., 63 roga, NeHCUOHeEp, XuTtenb Tome-
HW, noctynun B uoHe 2024 roga B HEBPOJIOrNYECKOe
otoeneHne 'BY3 TiomeHckol obnactn «O6nacTHas
knuHudeckas 6onbHuua Ne 1» (OKB Ne 1 1. TiomeHN)
C >ano6amn Ha cnabocTb U 60NN B MbilLAX KOHEY-
HoCTel, 60/ B MO3BOHOYHKKE, TOJIOBOKPY>XKEHUE,
06Lyto cnabocCTb, YaCTbI XUAKUA CTYS, HapyLleHne
3PEKTUNBHON PYHKLIN.

AHamHe3 3aboneBaHus. G 2020 ropa (B Bo3pacTte
59 net) ctan oTMevaTb cnabocTb M MOKanblBaHWSA
B BEPXHUX U H/XKHUX KOHEYHOCTSIX, Bblpa>keHHble 6011
B KOHEYHOCTSIX U MO3BOHOYHWKE, CHUXEHNE apTepu-
anbHoro gasneHus go 90/60 MM pT.CT., 9PEKTUNBHYHO
ancdyHkumo. C Hosbps 2021 roga npucoeanHUANCh
rONOBHbIE 6O U FOSIOBOKPY>XKEHUE.

B cBA3M C coxpaHeHnem 60neBOro cuHgpoma
25.01.2022 nauueHT obcnepoBaH y peBmarosiora, na-

TOSIOMMM He BbISIBIEHO. 3a nonTopa roga oT Hadana
KIMHMYeCcKux nposeaerHun noxygen Ha 20 kr. C ¢es-
pansa 2022 roga ctana 6ecnokouTb ofpillka npu du-
3N4eCKOoI Harpyske: kopoHaporpadgus ot 03.08.2022
6e3 ocobeHHocTeln. B uone 2022 ropa npoBedeHa
KapoTugHas aHOApPTEPIKTOMUS Cripasa U3-3a remogu-
HaMW4YEeCKN 3HAYMMOro CTEeHO3a BHYTPEHHEN COHHOW
aptepun go 85%.

C 19.09.2022 no 29.09.2022 Haxogwuncsi B Heli-
poxupyprudeckom otgeneHnn depepanbHOro LEHT-
pa Henpoxupyprum r. TioMeHn ¢ >xanobamu Ha 60sb
N OHEMEHME B BEPXHUX M HMXKHUX KOHEYHOCTSAX, 60J1b
BO BCex OTAenax Mo3BOHOYHUKA. OOBbEKTMBHO BbISAB-
JIeHbl TUMNecTe3nst No TUMy MNep4aTok W HOCKOB, Bbl-
PaXkeHHbI TPEMOP B AUCTaSIbHbIX OTAENAaX BEPXHUX
KOHe4HoCTen. KNMHNYecKnin aHann3 KpoBU: aHemus
nérkon cteneHn (eputpouuTbl 3,63x10'2/n, remorsno-
6uH 108 r/n). MarHuTHO-pe3oHaHcHasi Tomorpadus
LWEeNHOro, rpygHOro 1 MOSICHUYHOrO OTgena no3Bo-
HoyHuka oT 19.09.2022: apTpo3 AOyrooTpOCTHATbIX
CYyCTaBOB, LeHTpasibHbIli CTEHO3 NErKON CTEMeHn Ha
ypoBHe C6-C7, ymepeHHbIi — Ha ypoBHsAX C4-C6
n Th10-Th11. ®opamuHanbHbIi YMEpPEHHbI bunaTe-
panbHbIN CTEHO3 Ha ypoBHe C4-C7. DnekTpokapamo-
rpacgusa ot 19.09.2022: CMHYCOBbLIN PUTM C 4acTOTOMN
77 yo./MyH, 6nokaga nepegHen BETBU JIEBOW HOXKM
nyyka [Mca, Npu3HaKku Harpy3kKu NpaBoro Npeacepaus.
23.09.2022 npuHATO peLUeHne 0 NPOBEAEHNN BPEMEH-
HOWM anuaypanbHON 3NEeKTPOCTUMYNSALMU  CMMHHOMO
Mo3ra Ha yposHe C3-C5. NocneonepaLoHHbIi nepu-
of, npoTekan 6e3 OCNOXHEHW, OTMevancsa cnabono-
JNIOXKUTENbHBIN 3DdEKT.

C 02.11.2022 no 11.11.2022 npoxopun nnaHoBoe
neyeHne B Kapgmonormdeckom otaeneHnn OKB Ne 1
r. TIoMeHN.

Pe3ynbTaTtbl hu3nkanbHoro, nabopartopHoro

M MHCTPYMEHTasNIbHOro UccliefoBaHuin

07.11.2022 npoBefeHbl TpaHcAlOMUHanNbHas 6an-
JIOHHas aHrnonnacTMka U CTEHTUPOBAHME KOPOHap-
Hon apTepuu. lNocneonepaunoHHbIN Nepruod NpoTeKan
6e3 OCNOXHeHU. B KIMHMYECKOM aHann3e KpoBu
coxpaHsieTcss aHemust (aputpoumnTbl 3,41x10'%/n, re-
Morno6buH 92 r/n). Dxokappuorpadgusa ot 11.12.2022:
aTepocKepo3 aopTbl, He3Ha4UTeslbHas rUnepTpo-
drs Mrokapga neBoro XXenygodka, He3HavyuTeNbHOoe
KONMMYECTBO XNOKOCTY B NONOCTY Nepukapa.

C 2712.2022 no 04.01.2023 Haxoguncs Ha cTaumo-
HapHOM NleYeHnV B OTHENEHUN SHAOKPUHOMorun. Mpu
ocmoTpe macca Ttena 40 Kr, poct 168 cm, MHAEKC Mac-
cbl Tena (MMT) 14,17 kr/m?. KoHueHTpaums KopTuaona
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B KpoBu MeHee 1 MKr/gn (Hopma 3,7-19), agpeHoKop-
TUKOTPOMHOro ropMmoHa — 2,3 nr/mn (Hopma 7,2-63,8).
BbicTaBneH guarHo3 BTOPUYHOM HeOOCTaTOYHOCTU
KOpbl HAaAMOYeYHNKOB, PEKOMEHOOBaH NMPUEM npeg-
HM30/M0Ha B JO3NPOBKE 5 M eXXeHEBHO.

08.01.2023 pocTaBneH 6puragoil CKOpow MegnLmH-
ckon nomoly B OKB Ne 1 1. TiomeHu ¢ apTepuanbHON
rMNOTOHNEN (apTepuanbHoe aasneHne 50/35 Mm pT.CT.)
N xanobamy Ha Bblpa>KEHHYKO CnabocTb, MoKasbiBa-
H/E U OHEMEHME B BEPXHUX W HWKHUX KOHEYHOCTSIX,
BblPa>XEHHOE TOSIOBOKPY>XXEHUE, OAbILKY Npu MUHU-
MasibHOM U3NYECKON Harpys3Ke.

KnuHuyecknin  aHanna  KpPOBU:  3PUTPOLMUTHI
3,65x10%2/n, remorno6buH 108 r/n co CHMXKEHNEeM KOH-
LeHTpaunn xenesa oo 7,7 MMosnb/n. bunoxummyeckunii
aHann3 KpoBy 1 o6LWLMIA aHaNn3 Moy 6e3 NaTonoruu.
C-peakTuBHbIN 6e0K B Hopme. [lapaTupeongHblii,
TUPEOTPONHbIA, T4 CBOOOAHBIN, JIIOTEUHUINPYHO-
LN 1 PONANKYNOCTUMYANPYHOLLNIA FOPMOHbI B HOP-
me. KopTtuson B Hopme. CHMXeHue TecToCcTepoHa
B KpoBu go 3,1 Hr/mn. MNpu ynsTpasByKOBOM uCChe-
OOBaHUN LMTOBUOHON >Xenedbl, MOYeK U Haanoyey-
HVKOB MaTonorMM He BbISBEHO. ONeKTpokKapgmo-
rpadusa ot 10.01.2023: C1HYCOBbLIA PUTM C YaCTOTOMN
89 yo./mMuH, 6nokapa nepegHelnl BETBU NTEBON HOXKM
nyyka mca, NpusHaky Harpy3ky npasoro npencep-
OVs, NpU3HaKy runepTpodun NEeBOro >Xenygodka.
OnekTpoHenpomuorpadua ot 12.01.2023: npusHakm
CEHCOMOTOPHON MNOAMHEeNPONaTUN HUXHUX KOHeY-
HOCTel, NPENMYLLECTBEHHO MO aKCOHANbHOMY TUMYy.
PeHTreHonorndeckas geHcutomeTpus ot 12.01.2023:
B MOSICHUYHOM OTAENe MO3BOHOYHUKA U Lwerike 6en-
PEHHON KOCTW CHWXEHUE MUHEPANbHON MAOTHOCTU
[0 YPOBHSA OCTeonopo3a. YNsTpasByKoBOe AynfeKc-
HOe CKaHupoBaHme bGpaxuouedanbHbiX apTepuin oT
13.01.2023: atepocknepos bpaxmouedanbHbix apTe-
puii, cTeHo3 0o 45-50%. KomnbloTepHas Tomorpa-
ma opraHoB rpyfHON NMOJSIOCTU: NPU3HAKN HeBbIpa-
>KEHHOWN CMeLlaHHOW amdpurseMsbl. ayneHT BbinucaH
B YOOBIETBOPUTENIBHOM COCTOSHUM CO CTabUbHOM
reMoaAnHaMnKOm.

20.06.2023 B cBSI3NM C COXpaHeHMeM 6ONEBOro
CUHOPOMA B CMINHE N KOHEYHOCTSAX, OHEMEHNUS B pyKax
N HOrax MOBTOPHO MOCTYMNWUA B HENPOXUPYPruyeckoe
otoeneHne ®PenepanbHOro LEHTpa HEMpoOXupyprmim
r. TiomeHun, roe NOBTOPHO MMMMAHTMPOBaHa cucTeMa
ONS 3NuaypanbHOW  SEKTPOCTUMYNSALUA  CIIMHHOIO
Mo3ra Ha ypoBHe C3-C5 Ten no3BOHKOB.

3aK/loyeHne aneKTpoHenpomMmorpadmnyeckoro nc-
CNenoBaHns BEPXHNUX Y HUXKHUX KOHEYHOCTEN (MPOLUEN
CaMOCTOATENBbHO B CBSA3M C COXPaHEHUEM OHEMEHNS
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B KOHEYHOCTSX): MPU3HaKM BbIPaXXEHHON MOTOCEH-
COPHOW akCOHasIbHO-AEMUENNHN3UPYIOLLEN MONUHEN-
ponatn KOHEYHOCTEN C aKLEHTOM B HVKHUX KOHEY-
HOCTAX. AMMANTYOA MOTOPHbLIX U CEHCOPHbIX OTBETOB
3HaUYNTENBbHO CHMKeHa (>96%). CkopocTb pacnpo-
CTpaHeHus BO30Y>XAEeHUSA Mo nepudepuyeckum Hep-
BaM CHI>XeHa B pykax (Ha 25-30%) 1 Horax (35-50%).

QuaukanbHas guarHoctmka. Macca Ttena 40 Kr.
Poct 168 cm. VIMT 14,17 kr/m2. Obliee cocTosiHue
YAOBNETBOPUTENbLHOE. HacToTa cepaeyHbIX cokpalle-
HU 62/MUH. TlynbC pUTMUYHBIA. ApTepuanbHoe AaB-
neHue Ha npasoli pyke 86/60 MM PT.CT. B rOPU30HTanNb-
HOM nonoxxeHun, 55/40 MM PT.CT. — B BEPTUKAJIbHOM
NMOJIOXKEHWW, Ha NeBON pyke — 74/50 MM PT.CT. B BEp-
TYKaNbHOM NONOXeHUW. TOHbI cepaua NPUrnyLEéHHbIe,
PUTMUWYHBIE.

Hesponorndeckuii crtatyc. KpuTuka coxpaHeHa.
MasopgBuraTenbHble HEPBbI 6€3 0cobeHHOCTENR. JTnuo
cuMmMeTpUYHoe. Pednekchbl opanbHOro aBToMaTn3ma:
X0060TKOBbI. Pecdhnekcbl ¢ MSArkoro Héba 1 rnoTo4YHbIN
coxpaHeHbl. MbileyHasa cuna B pykax npoKCcUMasnbHO
4 6anna, guctanbHo — 2-3 6anna. Mbiwe4vHas cuna
B HOrax npokcumanbHo 3-4 6anna, AuMcTasbHO —
2 6anna. MbllWeYHbI TOHYC B KOHEYHOCTSIX CHUXKEH.
ATpodura MbilL rUNOTEHeEpPa, TeHepa, Tpaneunesns-
HbIX MbIWL, nfeda, 6énep u roneHn. GacumKynspHble
noaépruBaHns MbllL, BEPXHEro njeyeBoro mnosca.
PedneKkchbl € pyK XunBble C ABYX- 1 TPEXTNABOWN MbILLL,
KapnasnbHble OTCYTCTBYIOT. Pednekchbl ¢ HOr: Konex-
HbIA 1 axXWUnoB OTCYTCTBYIOT C ABYX CTOPOH. [laTtono-
rMyeckme CTOMHble pednekcbl OTCYTCTBYOT. B nose
Pombepra ceHcuTuBHas artakcusi. KooppuHaTopHbie
npobbl C MHTEHUMEN C OBYX CTOPOH. [unecTte3uns o
BEPXHEN TPETU Npegnieybs, [0 HKHEN TpeTu 6Enep.
MapacTes3un B HUXKHUX KOHEYHOCTAX. OYHKLMN Ta3o-
BbIX OPraHOB KOHTPOJINPYET.

MpepBapuTenbHbI guarHo3
MonuHenponaTns akCoHasIbHOro TUMa HEY TOYHEHHAS.

FeHeTM4YecKoe uccnepoBaHne

YunTbiBag KAMHUYECKYIO KapTUHY U aHamHe3 3a-
6oneBaHns, y naunMeHTa B3siTa KPOBb ANS FEHETUYe-
CKOrO UCCnefoBaHnsi C LEeNblo UCKIOYEHNsST TpaHC-
TpeTnHosoro amunongosa, n 30.04.2024 metogom
CcekBeHnpoBaHnst No CaHrepy BbIsiBfieHa MNaToOreH-
Has myTauusa B 3k3o0He 2 reHa TTR (Nm_000371.4)
c.148G>A (p.Val50Met).

C uenbto UCKNOYEHUs amuniounposa C  NErkomn
uenbto amunomnga (tun AL-aMmnonpos) UccnefoBaHbl
CYTOYHblE aHanu3bl Mo4n 1 KpoBu (21.06.2024): KoH-
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LeHTpaumsa MMMYHOrnobynmHOB B npefenax HopMbl,
MOHOKJIOHAIbHOW Cekpeumn He BbisBneHo. MNposene-
Ha cumHTUrpadus muokapga (21.05.2024): yctaHosne-
Hbl HAKOMMEHNs amuiongo3a B cepaue, CTeneHb 3/10-
ka4ecTBeHHocTu (Grade) Il (puc. 1).

OcHoOBHOW gnarHo3

TpaHCTUPETVHOBLIN aMUIOUA03 C MNOANHepona-
TUen n amnaongHbIM nopaxkeHmem cepgua lll crenenuy,
rpybas CeHCUTUBHAs aTakCusl, BblPa>XeHHbII HENpo-
natuyeckmin 60neBon CUHOPOM, YMEPEHHbI BAMbINA
TeTpanapes.

ConyteTByrowyme gmarHo3bl. BTopuyHas HepocTta-
TOYHOCTb KOpbl Haano4veyHnkoB. OpTocTaTnyeckas
rMnoTeHsns. BbipaxeHHbIl geduunt Maccbl Tena
(UMT 14,17 kr/m?). AgeHoma npeacTaTesibHoW XKene-
3bl. [ereHepaTUBHO-AUCTPOMUYECKNE UN3MEHEHUS
NMO3BOHOYHKKA, CUHOPOM Topakanrui, aomoéonwnan-
N C ABYCTOPOHHMUM CTOWKUM 60NEBLIM CUHAPOMOM,
HernoJsiHas PeMUCCUS, XPOHNYECKOE peuunanBrpyoLee
TeyeHne. CoCTosiHME MOCNe VMMMAaHTauuM CUCTEMbI
ONS  3nNuaypanbHON 3NEKTPOCTUMYASALUN  CAMHHOIO
mo3ra o1 20.06.2023. KapoTngHasa aHOapTepaKTOMUSA
BHYTPEHHel coHHon apTepun oT 29.07.2022. Nwemu-
yeckasn 6onesHb cepaua. ATepoCcKepo3 KOPOHApPHbIX
apTepuii. TpaHCcntoMUHanbHaa 6annoHHas KOpoHap-
Hasi aHrMoniacTMka co CTEHTUPOBAHUEM MPaBON KO-
poHapHon aptepun oT 07.11.2022. TMnepToHMYeckas
6onesHb Il ctagun, puck 4, KoHTponupyemas. Xpo-

H/Yeckas ceppevyHas HepgocTaTodyHOCTb | cTaguw,
pyHKUMOHanbHbIA Knacc |l.
Ucxop n pesynbTaTbl nocnepytouero
HaGnoaeHus
leHeTnyeckoe wuccnegoBaHue KpPOBWU, BbIMOA-

HEHHOe TPEM CbIHOBbSIM MAaUMEHTa, HU Yy OQHOro n3
HUX He OOHapy>Xujo naToNIOrMYecKoro BapuaHTa
c.148G>A (p.Val50Met) B reHe TTR, BbISIBIEHHOIO
y oTua.

MauneHTy pekomMeHAoBaH npenapar Tadamugunc
B f03e 61 Mr 1 pas B CyTKu.

OBCYXAEHUE

TpaHCTUPETMHOBLII aMUIOMA03 — MYJLTUCUC-
TEMHas NaTosiorns ¢ OT/IOXKEHNEM aMUTIOMaa B HEPB-
HOW TKaHu, cepdue, nodvkax, rnasax, >kenygo4Ho-
KMLWEYHOM TpakTe. YuutbiBas MNONMCUCTEMHOCTb
3abonesaHns, ammioMago3 4acTO MacKuMpyeTcs Mof
naTofIornio BHYTPEHHNX OPraHoB, B CBA3U C YEM Ku-
HU4Yeckas KapTHa ¢ AOMUHUPOBAHNEM TEX U UHbIX
»Xanob paccmaTtpumBaeTCs pPasfiMyHbIMK Crneumannc-
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Puc. 1. CunHTUrpadms Mmokapga: HakonneHne ammnaoun-
no3a B ceppue, lll cteneHb 3nokavectseHHoCTU (Grade).

Tamy (HeBponoramu, Kapguosoramu, 3HOOKPUHOSO-
ramMmv 1 gp.), 4TO NPUBOAUT K MO3LHEN MOCTaHOBKE
npaBWIbHOrO AuarHosa, nporpeccupoBaHuto  6o-
NIe3HN C pas3BUTUEM LEKOMMEHcaLuy OpraHoB U Cu-
CTeM, 3afep>XKKe Havana natoreHeTMYecKon Tepanunm
W, Kak cnegcrseune, nHBanuau3aumm naumeHTa u CHu-
XKEHUIO Ka4yeCTBa ero XXn3Hu. B aHOeMUYHbIX panoHax
(MopTyranus, LUseuus, SAnoHus, Bpasunusa, Kunp,
Manopka, Bonrapus) TpaHCTMPETUHOBLIN aMUIona03
BbIsiBnsieTcsa ¢ Yactoton 1:1000, a npyn HacneacTBEH-
Hon ATTR-nonuHenmponaTtum, n3secTtHon B 36 cTpa-
Hax mupa, — 1:1 000 000 yenosek [10]. YcTaHOBNEHNE
NpasWfibHOrO AMarHo3a y nauneHToB ¢ aMUIoMg030M
3aHVMaeT B CpegHeEM OKONo Tpéx NneT [2], 4To cBs-
3aHO C OTCYTCTBMEM HaCNEeACTBEHHOro aHamMHesa,
MHOroo6pasmem n HecneunUYHOCTLIO KIIMHUYECKNX
nposiBneHnin. Camble YacTble HEBPONIOrMYeCKne guar-
HO3bl, KOTOpbIE CTaBAT nauveHtam ¢ ATTR-amunoun-
[030M, 3TO MONMHENPONaTnst HEYy TOYHEHHOIO reHesa,
XpoHMYyeckas BocnanuTefbHas AeMUeNNHU3NPYIo-
was nonvHerponaTns, 60KOBON aMMOTPOPUYECKIN
CKNepos, fAereHepaTuBHO-ANCTPOMUYECKE N3MeE-
HEHVsi MO3BOHOYHUKA C pagukynonatuen n 6onesHb
[MapkuHcoHa [2].

PaHHaa punarHocTuka ATTR-amunomposa no-
3BOJIAET MO >KN3HEHHbIM MOKa3aHWaM [0 pPasBu-
TS HeobpaTUMbIX VHBANUOU3NPYHOLNX N3MEHEHUI
OpraHoB M CUCTEM Ha3Ha4uTb NaToreHeTU4eckKoe
JledyeHne, HanpaBfleHHOEe Ha npegoTBpalleHne Ha-
KonneHus amunonga. B Poccun B HacTosiee Bpe-
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MS 3aperucTpupoBaH npenapar naTtoreHeTU4eCcKonm
Tepanun C gokasaHHOW apdekTMBHOCTHIO BuHaa-
Kenb (Tacdamuauc)', KoTopbili U3bUpaTeNnbHO CBSI-
3blBaE€TCA C TPAHCTMPETUHOBBLIM OEIKOM, Bbl3blBas
ero crabwnusauynto 1 npensaTcTBys amMuiongHbIM
oTnoxeHusam [11], obycnosnieas TeM cambiM 3HA4YU-
Te/lbHOE 3aMefJieHe NPOrpeccnpoBaHns HEBPOJSIO-
rMYECKON CUMMTOMATUKK, MpepoTBpallas MnoTepto
Macchl Tena y nauneHToB ¢ AT TR-nonvHenponatuen,
YTO NOATBEPXKOEHO pe3ynbTataMy MHOMOUYUCAEHHbIX
HabnogeHn 3apybexHbix asTopos [8, 9, 11, 12].
B npencTtaBneHHOM KMHWYECKOM ciyyae obpalya-
eT Ha cebs BHUMaHUe NPakTUYeCKN YETbIPEXNETHNI
OTCPOYEHHbIV Nepuog, OT NOSBNIEHUS CUMMATOMATU-
KN MNOAMHENponaTum u 3PEKTUNBHON JUChYHKLMN
0O TMOCTaHOBKWM KJMHMYECKOro puarHosa. [lauu-
eHT Habniopancs y 9HAOKPUHOJMIOroB, PEBMAaTosIO-
roB, Kapauosoros, HEBPOJIOroB, eMy ABaXkabl 6bina
npoBefeHa MHBa3VBHAs yCTaHOBKA 3anuaypasibHbIX
3NEeKTPO[OB Mo nosBofy 60MEeBOro cuHpoma. Takum
obpasoM, naumeHT NPOXOoAnST MHOrOYUCEHHbIE 06-
cnepoBaHns, HEOOHOKPATHO MoAaBeprancs onepa-
TUBHbIM BMELLATEbCTBAM.

MpnBepEéHHOe HabnpeHe OEMOHCTPUPYET HEYK-
JIOHHO MPOrpeccupyrownii TUN TeYeHUs TpaHcTupe-
TVHOBOrO amunongosa ¢ AUCgyHKLUNEN BereTaTuBHOM
HEPBHOI CUCTEMbI B BUOE Pa3BUTUS OPTOCTATUYECKON
rMNOTEH3UN, 3PEKTUNBHON OUCKHYHKUUKN, HapyLUeHWIA
MOTOPUKM >KeNyOgo4YHO-KMLWEYHOro TpakTa Ha (goHe
MOJSIHOCTBIO COXPaHHON KOrHUTUBHOW cdepbl. Hako-
nieHne N3MeHEHHOro amuionga npueeno K geduum-
Ty MaccCbl Tena, Bblpa>XeHHOMY 605eBOro CMHOPOMY
B KOHEYHOCTHAX, TPYAHOCTU K CAMOCTOSATEIbHOMY Mne-
PenBUXEHNIO 1 rPyObIM BEreTaTuBHbIM HapPYLLUEHUSIM.
BmecTe ¢ TeM CBOEBPEMEHHO BbINOSIHEHHOE FEeHETU-
Yeckoe uccnegoBaHrie, NOCTaHOBKA NPaBuSibHOrO Aun-
arHo3a 1 Ha3Ha4veHve nedyeHns Mornm 6bl NpenoTepa-
TUTb MHBaNMAM3aLMio NauneHTa.

3AKJIIOMEHUE

MpakTuKylowum BpadaM HeOOXOAMMO MOMHUTb
o0 ATTR-amnnonpose, CBOEBPEMEHHAS MeHeTnYecKas
ONarHoCTNKa KOTOPOro Mo3BOMISIET Ha3HA4UTb NaTo-
reHeTUYEeCKYyo Tepanuio, 3aMeansoLLyo nporpeccu-
poBaHue 3a601eBaHUSA U 3HAYUTENBHO YYHLLAIOLLYIO
Ka4yecTBO XKN3HM NauneHTa.

T VIHCTPYKUMS MO MeOWUMHCKOMY MPVMEHEHMIO Mpenapara
BuHpakenb. Pexxum pgoctyna: https:/grls.rosminzdrav.ru/GRLS.
aspx?RegNumber=&MnnR=&If=&TradeNmR=BuHgakens&Own
erName=&MnfOrg=&MnfOrgCountry=_&isfs=0&regtype=1%2c6
&pageSize=10&token=7e96bd09-3b25-4dcf-a2b1-79aad4abc9c
58&order=Registered&orderType=desc&pageNum=1
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AOONONHUTENIbHAA UH®OPMALUSA

Bknapg aBTtopos. E.C. Ocran4yyk — 0630p ny6nu-
Kauuii Mo TemMe CTaTbMW, Hay4yHOe pefakTMpoBaHue
ctatbu; O.f1. [AvHMH — onncaHne KINHUYECKOro Crly-
yasi, 0630p nybnukauuin no Teme ctatbn; FO.B. Anek-
ceeBa — JleYeHMEe MauUMEHTa, KOPPEKTUPOBKa py-
KOMMWCHOWM 4YacTu TekcTa. ABTOpbl MOATBEpPXAaroT
COOTBETCTBME CBOEr0 aBTOPCTBA MEXAYHapOLHbLIM
kputepuam ICMJE (Bce aBTopbl 0[06punn PyKOnuchb,
a Tak>Xe COorlacuIMCb HECTU OTBETCTBEHHOCTbL 3a BCE
acnekTbl paboTbl, FApPaHTUPYS Hagexallee pacCMoT-
peHne 1 peLLeHne BOMPOCOB, CBA3aHHbLIX C TOYHOCThIO
1 o6POCOBECTHOCTBIO NOOON €€ YacTw).

Cornacue Ha ny6nukauuioo. ABTOPbI MONYYUIN
NCbMEHHOE NH(OPMMPOBaHHOE [OOPOBOJSIbLHOE CO-
rnacue nauueHTa Ha nybankaumo NepcoHasbHbIX OaH-
HblX, B TOM 4yucne oTorpaduin (C 3akpbiTem nuua),
B Hay4YHOM >XKypHane, BK/oYas ero s71eKTPOHHY0 Bep-
cuto (mata nognuncannsi 08.07.2024). O6bEM nybnukye-
MbIX f@HHbIX C MALWEHTOM COrnacoBaH.

UcTouyHuku mHaHcupoBaHus. OTCyTCTBYIOT.

PackpbiTne nHtepecoB. ABTOPbI 3asBNSAIOT 06 OT-
CYTCTBUM OTHOLLEHWIA, AesATeNIbHOCTY U UHTEPECOB 3a
nocnegHue TpU rofa, CBSA3aHHbIX C TPETbUMK IMLAMM
(KOMMEpPYECKNMN 11 HEKOMMEPYECKUMI), UHTEPECHI KO-
TOPbIX MOTYT 6bITb 3aTPOHYTbl COAEP>XKAHNEM CTaTbU.

OpuruHanbHocTb. [py npoBegeHUn nUccneposa-
HUS M CO3[aHMN HacTosLen paboTbl aBTOPbl HE KC-
noJib30Basy paHee onybnnKoBaHHbIE CBEAEHUS (TEKCT,
UNIOCTPauUnK, AaHHbIE).

[AocTyn K gaHHbIM. PefakLimoHHas nonuTuka B oT-
HOLLEHU COBMECTHOMO UCMOJIb30BaHNs AaHHbIX K Ha-
CTOSILLEN paboTe HeENPUMEHUMA, AaHHble MOryT ObiTb
ony6MKOBaHbl B OTKPbITOM JOCTYreE.

FeHepaTUBHbIN UCKYCCTBEHHbIN UHTENNEKT. [1pn
CO3[aHUN HACTOSILLEN CTaTby TEXHONOMN FreHepaTuB-
HOIO UCKYCCTBEHHOI O VHTENNIEKTA HE UCMONBb30BaN.

PaccmoTtpeHue n peueHaupoBaHue. Hactosuwas
paboTa nogaHa B XXypHan B MHULMATMBHOM MOPSIAKE
N paccMmoTpeHa no obbidHON npouenype. B peueH-
31POBaHNM y4yacTBOBa/M [Ba BHELUHUX PeELeH3eHTa
N Hay4HbI pefakTop U3gaHus.
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