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AHHOTALINA

HacnencTBeHHbI TPaHCTUPETUHOBLIM aMUIOMA03 — PefKOe CUCTEMHOE MPOrpeccupyloLlee ayTOCOMHO-AOMUHaHTHOe 3a-
boneBaHue, CBA3aHHOE C BHEK/IETOYHBIM OT/IOXEHMEM HEPaCcTBOPUMBIX aMUOMAHBIX Gubpunn B nepudepuyeckon HepBHOM
cucTeMe, cepaue u apyrux opraHax. Cpeau cneunduyeckux NpU3HAKOB, UK «KpacHbIX GhnaroB», JaHHOW NaTonorum Bblge-
NAT CUMNTOMATUYECKMI CTEHO3 NMO3BOHOYHOMO KaHana. JlunonpoTenH (a) OTHOCAT K KaTeropuu aTeporeHHbIX JIMNonpoTen-
HOB, MO3TOMY NOBbILLEHWUE €r0 KOHLEHTPALUWUW B Mia3Me KPOBM CYMTAKT 3HAUMMBbIM (DaKTOPOM pUCKa CepAeYHO-COCYANUCTBIX
1 LepebpoBackynsApHbIX 3aboneBaHmin. ViHbopMaLmm, onuUCbIBaOLLEN B3aMMOCBSA3b TPAHCTUPETUHOBOTO aMUOMA03a U KOH-
LLeHTpaLMW MnonpoTenHa (a), B HacToALLEee BPeMsi Maso.

B cTaTbe onucaH cnyyaii 3aboneBaHus y NauMeHTKM, CTpajaBLUei apTepUarbHOi rnepTeH3uen ¢ NOBLILLEHWEM apTepuanbHoro
panexusa fo 150/90 MM p. cT. Ha npoTsxeHun 5 ner. Mocne nepeHecéHHom B nepuoa ¢ 02.06.2021 no 25.06.2021 HoBo# Kopo-
HaBupycHoii uHdekuum (COVID-19) naumeHTKa cTana 0TMeyaTb NOBbILLEHWE apTepuanbHoro aaenenns ao 290/150 mm pr. cT.,
Konwowwve 6onv B NEBOM NONOBUHE TPYAHON KIETKU NPoAo/mKuTenbHoOCTb 10 20—30 MUHYT 6e3 cBA3n ¢ GU3MYecKon Ha-
IPY3KOM, KynupyIoLLMecs MeAMKAaMEHTO3HO, a Take 6onn B 061acTy LWelHoro 1 rpyAHOro OTAEN0B NO3BOHOYHMKA. Ha doHe
TMNOTEH3MBHOW Tepanu1 0TMeYeHa CTabunusaums aptepuanbHoro fasneHns Ao 3qHadeqni 110/70 mm pr. cr. Npu poobenepo-
BaHWM BblfIBNEHA AMUCIMNMAEMNS, XapaKTepU3YIOLLAACsA NOBbILLIEHUEM KOHLEHTPaLWM XoNecTepUHa NMNONPOTEMHOB HU3KOM
NNOTHOCTW A0 4,53 MMonb/n 1 nunonpoTenHa (a) Ao 1,46 r/n. Mpu npoBeAeHUM YNbTPa3ByKOBOW Aonnneporpacdum BbiSBNEH
aTepocKIiepo3 BHeYepenHbIX OTAeNoB bpaxuuedanbHbiX apTepuil Co CTEHO3UPOBAHUEM YCTbSl BHYTPEHHEN COHHOM apTepuu
cnpaBa Ao 20%. Pesynbtathl 3xoKkapavorpaguv NpoeMOHCTPUPOBANM YTOMLLEHWE CTEHOK NIEBOTO JKeNy0uKa, MeXnpea-
CepAHOM NeperopoAKy 1 CTBOPOK MUTPaNbHOMO KianaHa, 0HaKo dpakums Bblbpoca bbina coxpaHeHa. o faHHbIM MarHUTHO-
Pe30HaHCHOM ToMorpadum NO3BOHOYHUKA BbIABSIEH CTEHO3 MO3BOHOYHOMO KaHana LUeWHOro oTAena no3BoHo4HWKa (CV-VI).
MpoBefeHMe reHEeTUYECKOro TECTUPOBaHWA MO3BOSMNO 0OHApYXWTb BapuaHT HYKNEOTUAHOW NOCnef0BaTeNlbHOCTU reHa
TpaHcTupetuHa (Chr18: 29171879 G>A, p.ArgbHis) B reTepo3uroTHOM COCTOAHUM Y MALMEHTKM M €€ KPOBHbIX POLCTBEHHUKOB.
PaccMoTpeH Bonpoc 0 cneuMduryeckoin aHTMaMUNouLHOM Tepanuy TahamMuancoM, HasHadueHa rMNoUNUMAEMUYecKas Tepanus.
Y naumeHTOB C CMMNTOMATMYECKWUM CTEHO30M MO3BOHOYHOMO KaHana 1 YTOJILLEHWEM CTEHOK NIEBOTO XeNYyL04Ka Aaxe Npu Ha-
JN4MKM apTepuanbHoW rUNepTeH3un HeobXoAMMO NPOBOAUTL KOMMNIEKCHOE 06Cej0BaHME C LIESIbio CBOEBPEMEHHOM AMarHo-
CTUKM W afieKBaTHOM Tepanun aMUNoMAHON KapamoMuonatun. TakuMm 06pa3oM, Mbl BMepBbIE OMMUCANM KITMHUYECKUIA ClyYail
COYETaHWUA CEMEVHOro TPaHCTUPETMHOBOIO aMMIIONA03a W TMNEPAIMMONPOTENH(a)eMUU.

KnioueBble cnoBa: aMunonaos; nMNonpoTeMH (a); CeMeiiHbl TPaHCTMPETMHOBLIA aMUIONA03; CMHAPOM KaprnasibHoOro
KaHana; CTeHO3 NM03BOHOYHOT0 KaHana; «KpacHble ¢naru» AMarHoCTUKYU TPaHCTUPETUHOBOMO aMUIOMA03a.
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Combination of familial transthyretin amyloidosis
and hyperlipoproteinemia(a) in a patient

with spinal canal stenosis: a case report
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ABSTRACT

Hereditary transthyretin amyloidosis is a rare, progressive, systemic autosomal dominant disorder characterized by
the extracellular deposition of insoluble amyloid fibrils in the peripheral nervous system, heart, and other organs. Among the
specific signs of this condition, symptomatic spinal canal stenosis is prominent. Lipoprotein(a) is an atherogenic lipoprotein, and
increased plasma concentrations are a significant risk factor for cardiovascular and cerebrovascular diseases. Data regarding
the relationship between transthyretin amyloidosis and lipoprotein(a) levels are limited.

This article presents a clinical case of a patient with arterial hypertension, with blood pressure elevated to 150/90 mmHg
for 5 years. Following a COVID-19 infection between June 2, 2021, and June 25, 2021, the patient experienced a marked
increase in blood pressure to 290/150 mmHg; sharp left-sided chest pain lasting 20—30 minutes unrelated to physical activity,
which was relieved with medication; and pain in the cervical and thoracic spine. Despite antihypertensive therapy, the patient’s
blood pressure stabilized at 110/70 mmHg. Further evaluation revealed dyslipidemia, with increased low-density lipoprotein
cholesterol levels at 4.53 mmol/L and lipoprotein(a) at 1.46 g/L. Doppler ultrasound revealed atherosclerosis in the extracranial
parts of the brachiocephalic arteries, with up to 20% stenosis of the right internal carotid artery. Echocardiography showed
thickening of the left ventricular wall, interatrial septum, and mitral valve leaflets, although the ejection fraction remained
preserved. Magnetic resonance imaging of the spine revealed cervical spinal canal stenosis (C5-Cé). Genetic testing identified
a nucleotide sequence variant in the transthyretin gene (Chr18: 29171879 G>A, p. Arg5His) in the heterozygous state in the
patient and her blood relatives. Specific anti-amyloid therapy with tafamidis was considered, and hypolipidemic therapy was
initiated.

In patients with symptomatic spinal canal stenosis and left ventricular wall thickening, even in the presence of hypertension,
comprehensive evaluation is crucial for the timely diagnosis and adequate management of amyloid cardiomyopathy. Thus, we
describe the first reported clinical case of the combination of familial transthyretin amyloidosis and hyperlipoproteinemia(a).

Keywords: amyloidosis; lipoprotein (a); familial transthyretin amyloidosis; carpal tunnel syndrome; spinal canal stenosis;
red flags for transthyretin amyloidosis diagnosis.
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AKTYAJIbHOCTb

TpaHcTMpeTuHOBLIN aMunonpo3 (ATTR-amunonpos) —
MyNbTUCUCTEMHOE 3aboneBaHue, BbI3BAHHOE OT/IOXEHUEM
B OpraHax ammnouaHbix ¢hubpunn, 6enkoM-npeswecTBeHHU-
KOM KOTOpbIX SIBNAETCA TPAHCTUPETUH. [Mpn Hanuuum MyTa-
UM B €ro reHe OH NpeBpaLLaeTcs U3 TeTpaMepa B MOHOMED,
HenpaBWIbHO CBEPTLIBAETCA W arpervpyet ¢ obpasoBaHueM
amMunonpHelx ¢ubpunn. [ns paHHoro 3aboneBaHus xa-
PaKTEPEH ayTOCOMHO-AOMMHAHTHBIN TWUM Hacief0BaHus.
B 3aBucHMOCTM OT TMMA MyTaLMM MOXKET KJIMHUYECKW Npo-
ABNATLCA B BUAE CEMENHON aMWNOMAHOW MonuHelponaTu
WNM KapaMOMWUONaTUK, UM CEMEHOTO JIENTOMEHMHTEaTbHO-
ro ammnonao3a. [locTynHocTb reHeTUYeCKMX, BUOXMMUYECKUX
¥ UIMMYHOTUCTOXUMUYECKUX IUArHOCTUYECKUX TECTOB Npefo-
CTaBNSET BO3MOXHOCTb BbIABNATL ATTR-aMunonaos y nauu-
€HTOB BO MHOTMX CTpaHax MMUpa, OHAKO 10 CUX Nop ero Be-
pudMKaLmsa YacTo 3aTpynHEHA U HECBOEBPEMEHHA. [JaHHbIl
(aKT 00ycnoBneH reTeporeHHOCTbH KIMHUYECKOW KapTWHBI,
HEOT/IMYUMON OT MOIMHEMPONATUU U KapaMoMMONaTM Opy-
ron atnonorum [1-3], HeobXxoAMMOCTBLIO NPU HEKOTOPLIX TUMAX
aMUIoMAa03a BbINONHATL MHBA3UBHbIE METOAbI MCCIIEN0BaHNA,
BKJ/lo4as uoncuio MUoOKapaa. YcoBepLUEHCTBOBaHHbIE Aua-
FHOCTUYECKME MOLAX0AbI, HApsALY C TapreTHoOW Tepanuei, Mo-
ryT 3aMe[IMTb NPOrpeccupoBaHue 3aboneBaHus U yNyyLnTb
KayecTBO M3HU NALMEHTOB.

Jvnonpotenn (a) JM(@)] — nogknacc NMNonNpoTeuHoB
nnasmbl yenoseka. OH Mo CTPYKType M IUNUAHOMY COCTaBy
MOX0X Ha YacTuLy NunonpoTenHa Hu3Koi nnotHocTy (JIMHIT).
JIN(a) Takwe copepxuT anonunonpoTenH B, Ho B oTnnuue
oT JIMHI, oH cBA3aH KoBaneHTHO uepe3 AMCYIb(UAHYIO
CBA3b C anonaunonpoTenHoM (a). [ns u3MepeHus KoHLEH-
Tpaumu JM(a) He0OXOAMMO BLINONHATL OTAESNbHLIA aHANM3.
CnepyeTt 0TMETUTb, YTO €r0 OTHOCAT K KaTeropuu atepore-
HbIX JIMMOMPOTEMHOB, MO3TOMY MOBLILUEHWE KOHLEHTPaLM
JIN(a) B nnasMe KpoBU CHMTAIOT 3HAUUMBIM (DAKTOPOM pUCKa
CepAeYHO-COCYAMCTBIX U LiepebpoBacKynspHbIX 3aboneBaHu,
B 4aCTHOCTM MH(APKTa MUOKApPAA, ULLEMUYECKOTO MHCYNbTA,
aopTasibHOro CTEHO3a M CepAeyHON HeA0CTaTOUHOCTY [4].

P. Westermark [5] monaraeT, 4to anonMNONpOTEUHBI,
a TaKXKe anoimnonpoTenH E — BaHble KOMMOHEHTLI aMU-
noupHbIx GMbpUAN B THAHAX NpU BCEX TWUMax amMWUnoupa.
OpHaKo OTCYTCTBYIOT CBEAEHUS O XapaKTepe accoumauuu
ATTR-amunongosa c JIM(a) u ero BO3MOXHOM KIMHUYECKOM
3HauYeHUN.

MbI NpMBOAMM OMKCaHUE KIIMHWYECKOTO Cy4as NaLyeHT-
KW C BepUPMUMPOBaHHLIM ceMeliHbiM ATTR-aMunonao3om
W TUNEepUMonpoTenH(a)eMmeit.

OMUCAHUE CNTYYAA

AHaMHe3

MaumeHTKa 50 neT Ha NpoTseHUM 5 NeT cTpagana ap-
TepuanbHON rUNepTeH3Nei C NOBbILIEHWEM apTepuabHOro
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pasnenus (ALl) po 150/90 MM pr. cT. B aHaMHese oTcyTCTBO-
Ba/M cBefeHus 06 ocTpoM MHGapKTe MMOKapaa, O0CTpOM
HapyLIeHMM MO3roBOr0 KpoBOOOpaLleHMs, 0XUPEHWUH
(poct 170 cM, Macca Tena 75 Kr, cTabunbHas Ha NpOTSKEHUM
nocnegHux 5 ner), caxapHoMm auabete. MaumeHTka otpuuana
HalMuMe BPeaHbIX MPUBLIYEK — KypeHUe 1 3noynoTpebneque
ankoroneM. B TeyeHne HecKonbKux NeT oHa Habmiopanacb
Yy HEBpOJIOra No NOBOAY 3CCEHLMANbLHOr0 TpEMopa U MMHEKo-
nora B CBA3M C HanuumeM GMBPO3HO-KUCTO3HOM MacTonaTuu,
¢mbpoageHoMbl NpaBOoii MONOYHOW enesbl, AUCHYHKLUK
ANYHWUKOB NepUMeHONay3abHOro Nepuosa, BHYTPEHHEND 3H-
JOMETPMO3a M aTpopMIECKOro BYNbBOBArUHMUTA.

Mocne nepeHecénHoi (c 02.06.2021 no 25.06.2021) Ho-
BOM KopoHaBupycHoi uHdekumm (COVID-19) ctana otMme-
yatb nosbilwenue ALl no 290/150 MM pr. cT., Konowme Gomu
B JIeBOW MONOBWHE TPYAHON KNETKU NMPOAOIKMUTENBHOCTBIO
00 20-30 MuH 6e3 cBA3M ¢ PM3NYECKOW Harpy3Koi, Kynupy-
loLLMecs nocie npuéma npenapara Kopeanon® (MaTbl nepey-
Ho ncTbeB Macno + DeHobapbuTan + ITunbpomMmusoBanepu-
aHat, 0AO «®apmcTanaapT-Jlekcpenctsa», Poccus), a Takke
6onm B 06nacTu WeNHOro W rpyaHOTO OTAEN0B NO3BOHOYHUKA.
B okTabpe 2021 r. naumeHTKa obpaTtunack K Kapamonory.

PesynbTatbl pusmkanbHoro, nabopatopHoro
M MHCTPYMEHTaJIbHOrO MUCCeA0BaHUSA

Mo aaHHbIM anekTpoKapauorpaduu (3KI) BbisBNEHO:

*  CMHYCOBBIN pUTM;

 YacToTa cepfeyHblx cokpatleHuit (CC) 64 B MuH;

» HOpMasbHOe HanpaB/eHWe 3NeKTPUYECKON OCK Cepaua;

» HOpMasbHbIN BOMbTaX KoMmnekca QRS — Bolwe 5 MM
B OTBEAEHMSAX OT KOHeYHoCTen U Boiwe 10 MM B mpekap-
OVanbHbIX;

Hecneuuduyeckne U3MeHEHUS PenoNiApU3aLmnm B HUKHEN
CTeHKe, HOKOBOW U BepxyLUe4Hoi 06i1acT NeBoro eny-
JouyKa (puc. 1).

Mpn xonTepoBCKOM (CYTOYHOM) MOHMTOPMPOBaHUM Cep-
[EYHOTo pUTMa — OCHOBHOW PUTM CUHYCOBBIN CO CpeaHeld
YCC 78 B MMH Ha NpOTAXEHUM [HS, HOYbIO — 73 B MMH,
82 B MWH 3a Becb nepuop perucTpaumu. MakcuManbHas
YCC — 117 B MWH, MMHUManbHas — 63 B MWH, 3aduK-
CMpOBaHbl 4 KENyLOYKOBbIE 3IKCTPACUCTONbI, OOMH Haf-
XKENYO0UKOBbLIA KynyieT. 3a BpeMs MOHMTOPUPOBaHMUSA
nays ¥ AWMarHOCTMYECKU 3HAYMMOW AMCMO3MLMKM CerMeHTa
ST He 3aperucTpmpoBaHo.

Pe3ynbTtatbl 06Lero u 61MoXUMUYECKOr0 aHanu3a KpoBw
MaLMEHTKM NpeLcTaBNeHbI B Tabn. 1.

CKopocTb KybouKoBOM GUIbTpaLMK, paccymTaHHas ¢ no-
MoLubto dopmynbl CKD-EPI, coctaBuna 80 mn/mun/1,73 M2
B obLieM aHanu3e MouM OTKNOHEHWIA He BbISBNEHO, OfHAKO
KOHLIeHTpaLms MMKpoanbbyMuHa B Moye coctaBina 4,1 Mr/an
npu pecepeHCHOM 3HayeHUn Ao 2 Mr/a.

Mpy npoBeaeHUM yNbTpa3ByKOBOM fonnneporpadum cocy-
[I0B BbISIBJIEH aTePOCK/IEP03 BHEYEpPENHbIX OTAEN0B bpaxuue-
(anbHbIX apTepuin Co CTEHO3MPOBaHWUEM KapoTUAHON BUdyp-
KaLum 1 ycTbsl BHYTPEHHel COHHOM apTepuu cnpasa Ao 20%.
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Puc. 1. 3nekTpokapavorpaMMa B 12 oTBeieHMAX NaLMEHTKY C CeMelHbIM TPaHCTUPETUHOBLIM aMUIOMLO30M U TUNEPNIMNIONPOTenH(a)eMueli.

Taﬁnuu,a 1. Pe3y1'|bTaTbI 06LLero 1 BUOXMMMYECKOro aHanm3a KPOBU NaluMeHTKU

Mokasarenu PesynbTat | PedepeHcHble 3Ha4yeHus

06wull aHanu3 kposu

l[eMorno6uH, r/n 136 117-160'
[emaToKpuT 0,38 0,35-0,47'
3putpoumtsl, 102/ 4,1 3,8-5,3'
NetikouuTsl, 10°/n 4,99 4,5-1,3
Tpom6ouutsl, 10°/n 177 180-320
buoxumuyeckuli aHanu3s kposu
AcnapratamuHoTpaHcdepasa, ME/n 17 5-34
AnaHuHamuHoTpaHcdepasa, ME/n 29 0-32
06Lwmin Benok, r/n 73 65-85
MoueBuHa, MMoJIb/N 37 2,5-8,33
KpeaTHuH, MKMonb/n 75 53-88
Hatpwit, MMonb/n 143 130,5-156,6
Kanui, Mmonb/n 4,2 3,44-5,30
[mtoKo3a, MMosb/N 5,4 3,3-5,5
XonectepuH NMNONPOTEMHOB HU3KOM MIIOTHOCTM, MMOJTL/N 4,53 no 3
BunupybuH o6LLmiA, MKMonb/N 19 1,7-20,5
JvnonpotewH (a), r/n 1,46 J0 0,5
[lpumeyaHue. 1 — HopMa coaepIKaHWs IPUTPOLIMTOB Y MEHLLMH B Bo3pacTe 45—64 neT; 2 — HopMa COflepKaHUA NeMKOLMTOB Y XEHLUWH B Bo3pacTe

17-65 net u cTapLue.

Pe3yj'IbTaTbI 3XOKap,U,VIOFpaC|)MVI CBUAEeTeNbCTBOBA/IN 0 KOH- e [IMacToniM4yecKasa }JMCCIJYHKU,VIFI no TMNy HapylieHunAa pe-

LieHTPUYECKON rNepTPOGUM NEBOIO XKEeNYA0UKa C TOMLLUMHOM nakcaumm [I TR — MaKcuManbHas CKOpOCTb paHHe-
MEXOKey[0YKOBO NeperopoaKku U 3agHen cTeHkn — 15,2 ro OMacTONMYECKOro HarosHeHUA NeBOro JKeny[ouKka
1 13,1 MM cooTBeTCTBEHHO, TeM He MeHee (paKums Bbibpoca (E)=46 cm/c; oTHoweHne E K MaKcuManbHoM CKOpoCTM
coxpaHeHa (55%). Takxke 0TMeyeHbl CnefyoLLmMe 3MEHEHMS: noToKa Bo BpeMs npeacepaHoi cuctonbl (E/A)=0,6];

DAl https://doiorg/1017816/DD636886
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o YTOMLLEHME MEXNpPEeACcepaHON MEeperopogku Oo 74 MM
W nepefHend CTBOPKW MUTPanbHOTO KnamaHa o 7 MM
c eé rponabupoBaHMeM B MOJIOCTb JIEBOMO NpeAcepams
Ha 3,1 MM;

e MWTpanbHas 1 TPUKYCUAANbHas peryprutaums | crenexu
(puc. 2).

Puc. 2. PesynbTatbl 3xoKapanorpadus naumeHTKuU:

0 — YTOMNLLEHWNE MEXOKENYN0YKOBON U MEXNpeACepAHON
neperopofiku (bessie cmpesnku); b — yTonuieHue nepenHei
CTBOPKM MUTpanbHOrO KnanaHa (bes1aq cmpesika).

NiNa, ®N, 1945 1951
H e

JNa, 1971 1973 1975 1978
T~

BEOe 1@ [
OO0 ooon

2004 1995 2003 2002 2006 2015

2022 2024

Puc. 3. PogocnoBHas naumeHTKM ¢ ceMenHbIM
TPaHCTUPETUHOBLIM aMUNoMA030M. KpyxKoM 0603HaueHbI
JKEHLLMHBI, KBApaTOM — MYXUMHbI. YEpHbBIM LIBETOM
MOKa3aHbl YeHbl CEMbU C BbIABNEHHOM MyTauyei, benbiM —
6e3 BbIsABNEHHOI MyTaLyK, cepbiM — HeobcneaoBaHHbIe
(06cnenoBaHue 3annaHupoBaHo). Lindpamu ykasaH rog
poxaenus. O — dubpunnaums npeacepamin B aHaMHese

y 0TUa; JIMa — noBbILLEHWE KOHLIEHTpaLUW iunonpoTemHa (a),
B YaCTHOCTM Y MaLMEHTKU 1 e€ oTLia (Y OCTaMbHbIX YIEHOB CEMbH
aHanu3 Ha onpefieneHne ero COfepXaHus He MPOBOAMIN NO
TEXHUYECKUM NPUYMHAM).

Tom 6, N° 1, 2025
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Mo pe3ynbTataM MarHUTHO-Pe30HaHCHOW ToMorpadum
(MPT) no3BOHOYHMKA BbIABNEHBI MPOTPY3UM AMCKOB €0 LLEN-
Horo otgena (CIV-V, CV=VI, CVI-VII), cTeH03 no3BOHOYHOIO
KaHana Ha yposHe CV-VI, uto cunTaloT «KpacHbIM GnaroM»
OMarHoCTUKM amunouposa. [Ina UCKNYeHUs aMUNOMAHON
3TMONOTWM CTeHO3a MO3BOHOYHOTO KaHana MpOBEfEH reHe-
TMYECKUI aHanM3 CyXMX MATEH KPOBU MaLMEHTKW, a 3aTeM e
POACTBEHHWKOB. Y NaUMEHTKU, €€ poauTeneil, ABYX CEcTep
u 6paTa MeTogoM cekBeHWpOBaHUsA no CaHrepy BbIABNEH Ba-
PWaHT HYKNEOTULHOW MOCNEeA0BATENbHOCTU B FeHe TPaHCTU-
petuHa (Chr18: 29171879 G>A, p.Arg5His) B reTeposurotHoMm
coctosHmM (puc. 3).

B mae 2022 r. naumeHTKe NpoBefeHa CUMHTUIpadus Mu-
OKapja C ucnonb3oBaHueM paguodapMnpenapara TexHeums
(™Tc-nupodocara), pesynbTaThl KOTOPOM He MOKa3anu ero
nornoLueHue, xapaxktepHoe ansa ATTR-amunonnosa (Grade 0).

KnuHuyeckuu amarHos

OcHogHoU duaeHo3: ceMeitHbIin ATTR-aMunongo3s, HyKneo-
TULHbIIA BapUaHT C HEONPEAENEHHBIM KIMHUYECKUM 3HaYEeHM-
€M B reTepo3nroTHON COCTOSHUM B FeHe TPaHCTUPETHHA.

Conymcmeywowue  3a06071e8aHUS:  TUMEPTOHU-
yeckas O6onesHb Il ctaguu. Lenesoit yposeHb All
He [OCTUTHYT. Puck 4 (o4eHb BbiCOKMIA) [ucnmnupemus
(rvnepnunonpotenH(a)emms). CreHo3 NO3BOHOYHOMO KaHana
Ha ypoBHe CV-VI. [lopconatus wenHO-rpyaHOro 1 NoSACHWY-
HOr0 OTENIOB MO3BOHOYHMKA C XPOHWYECKOW LiepPBUKOKpa-
Huanrven (rpbbxa aucka CV-VI, cnoHamunoaptpos, rpbixa
aucka LII-1V), 3aTanyBLueecs 060cTpeHne Ha GOHE MblLLeYHO-
TOHWMYECKOTO CMHAPOMA. JCCEHLMANbHBIN TPEMOP PYK.

JleyeHue U pekoMeHAaLUM

lMaumeHTKe Ha3HaueHa TPEXKOMMOHEHTHas TWMOTEH-
3MBHaA Tepanua W BbICOKOWHTEHCUBHAsA Tepanus CTaTMHOM
B KOMBWHaLMK ¢ 33eTMMUOOM C JOCTUKEHMEM LIENEBbIX 3Ha-
yenui ALl u xonectepuna JIMHI. C uenbio TapreTHoit Tepanuu
runepIMnonpoTenH(a)eMmun e NpeanoxeHo yyacTue B KIK-
HWYECKOM paHA0MWU3WUPOBaHHOM [BOIHOM crienoM nnatebo-
KOHTPOSIMPYEMOM MHOTOLEHTpoBOM uccnegoBaHum (TAJ230).
TeM He MeHee uccrienyeMbli Npenapar nenakapceH' 0TMeHEH
B CBAI3W C annepruyecKoii peakumeii B MecTe UHbeKumm. Ha-
3HaYeH MHKIUCUPaH.

MauueHTKe pekoMeH[0BaHO AMHaMUYecKoe HabnopeHue
Kapgawmonora v HeBposiora, KoHTponb Afl, nokasarenen aMnua-
HOro 0bMeHa, HEBPONOrMYECKUX CUMMTOMOB C PerynsipHbIM
paccCMOTPEHUEM BOMPOCA O HasHa4YeHWW cneumduuecKon
aHTMaMWUNOMAHOM Tepanuu TadbaMMancoM (puc. 4).

Ucxoa u pesynbTathl NocneayoLlero
HabnoaeHus

HecMoTps Ha HasHaueHHOe NieYeHue, B NepUoA C OKTAOpS
no aexkabpb 2023 r. nauUMeHTKy ABaMbl rOCMNMTANM3UPOBan

' Mpenapart He 3aper1cTpupoBaH Ha Tepputopum Poccuiickoii Oepepaumm.
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[unoTeH3nBHas Tepanus — BancapTaH + cakybutpun 25 mr; uiganamug, 1,5 Mr; Hebusonon 5 Mr
[unonunuaHas Tepanus — posysactatuH 20 Mr; 33eTMmnb 10 Mr

Puc. 4. XpoHonorvs 3abonieBaHui NaLMEHTKYM C CEMEHHbIM TPaHCTUPETUHOBLIM aMUIOMA030M W FUMEPTIMMONPOTENH(a)eMMEN.

MUP — nonumepasHas LenHas peakuus; JINMHIN — nunonpotenHbl HU3KOI nnoTHocTw; J1M(a) — nunonpotemH (a); MPT — marHuTHo-
pe3oHaHcHas ToMorpadus; IX0-KI' — axokapamorpadms; 3HMI — anextpoHeiipoMuorpadus; POM — pagunodapMaLeBTUHECKMil
npenapart; BKCIT — Bbi3BaHHbIA KOXHbBIA CUMNATUYECKUI noTeHuman; C — LweiHbliA 0TAeN NO3BOHOYHMKA; NefakapceH — npenapart

He 3aperucTpupoBaH Ha TeppuTtopun Poccuiickoii Qenepaumn..

B CBA3M C MOAO3PEHMEM Ha OCTPblii KOPOHapHbIA CUH-
ApoM 6e3 nogbéMa cermMeHTa ST Ha ¢oHe nosbiwenna Afl
10 220/110 MM pT. CT., CONPOBOXAABLUMIACA [ABALLMMM bons-
MW 3a FPYAMHONA C Mppagmaument B Weto v nof nonarky. Co-
[JepaHue TponoHuHa | B kposu <0,01 Hr/Mn, pesynbTatel IKT
He MMenu oTpULaTeNbHOWM AMHAMUKK, KOpOHapoaHr1orpadmio
He nposogunu. [py BLINONHEHUN CTPecc-3X0Kapavorpadum
nocrne ctabunmsaumm nokasatenei Al — cybMakcuManbHas
YCC pocTturyTa, pesynbTaT N0 KPUTEPUIO HAPYLLEHHOM f0-
KanbHON COKPaTMMOCTM OTPULIATENBHBIN.

Mpn CTUMYNAUMOHHOW 3NEeKTpoHerMpommorpadum, Bbl-
nonHeHHon B Mae 2024 r., BbiSIBNEHbI HE3HAUUTENLHO BbIpa-
JEHHbIe aKCOHaNbHble M3MEHEHNS B NPaBoM MarnobepLoBoM
HepBe (NperaHrMoHapHbIN YpOBEHb NOPAXEHMS), CHUMEHME
aMNAUTYabl BbI3BAHHOMO KOXHOMO CUMMATUYECKOTo MOTEHLM-
ana c NeBo KMCTU U NpaBoii CTOMbL.

OcobeHHOCTU ceMeMHOro aHaMHe3a

CnepyeTt 0TMeTUTb, YTO OTeL, NALMEHTKU B TEYEHME LNK-
TENbHOr0 BPEMEHW CTpajan apTepuasnbHoW runepreH3unelt
¢ nosbliwenueM AL o 170/90 MM pT. CT., NPUHUMAN TeNMHU-
captaH 40 Mr/cyT, Ha oHe Yero cTan 0TMeYaTb CKJIOHHOCTb
K FMNOTOHUM M CAMOCTOSATENIbHO NEPELLEN Ha PeaKue NPUEMBI
AaHHOro npenapara. B Hosbpe 2022 r. y Hero AMarHocTMpoBa-
Nn NOCTOSHHY0 popmy dubpunnaumm npepcepauit. Mo aaH-
HbiM 3KI BbISBEHbI HM3KOBONbTAXKHbIE KOMMneKchl QRS

B OTBEAEHUSX OT KoHeYHocTel (puc. 5). Pesynbtathl Groxumu-
YECKOr0 aHanM3a KpoBW MOKa3anu yBeNMYeHue KOHLEHTpa-
umu J1N(a) ao 0,67 r/n (o 0,5%), KpeatnhuHa Ao 107 MKMonb/n
(53-881%), xonectepuna JIMHM po 3,68 Mmonb/n (oo 317).
Mpu npoBeeHUM MMYHOXpOMATOrpaMIECKOro aHaKn3a Be-
HO3HOM KPOBM OTMEYEHO YBEJIMYEHWE COLEPIKAHUA MO3TOBOrO
HaTpuitypetnyeckoro nponentuaa (NTproBNP) oo 1881 nr/mn
(0-125"). Mpu oLeHKe HEBPONOTMYECKOro CTaTyca NaumeHTa
BbISIBNIEH 3CCEHUMANbHBIA TPEMOP, JIOKasbHblE HapyLUEHMS
npoBefeHNs Bo30YKAEHMS N0 CPEAVHHBIM HEPBaM Ha YPOBHE
Ny4e3ansacTHbIX CyCTaBoB (ABYCTOPOHHWIA CMHAPOM Kapnalb-
Horo KaHana). lpu npoBeseHUM CUMHTUMPauM MoKapaa Ha-
Konnexns paavodapmnpenapara (“™Tc-nupodocdara), xa-
pakTepHoro ans ATTR-aMunouaosa, He BeisiBneHo (Grade 0).
Y MaTepu naumeHTKMW, CTPafaloLLel apTepuanbHON ru-
NepTeH3Nein U XPOHUYECKOW CepeyHON HeL0CTaTOuHOCTbI0
TaKe ANUTENbHOE BPEMS, MO AaHHBIM 3X0Kapauorpadum
BbISIB/IEHBI CNIEAYHOLLME U3MEHEHUS:
 pacliMpeHue aopTbl (AMaMeTp BOCXOLSALLEA aopThl
0o 41 mMm);
*  CHWXeHUe (paKumm BbIBpOCa NeBOro XenynoyKa ao 52%;
*  YTOJLLEHWE MEXIKENYA04YKOBOI NEpPeropoaku Ao 16,6 MM,
3aJHen CTEHKM NIEBOTO XKenyaoyka — 10 13 MM, CTEeHKM
MpaBoro Xenyaoyka — Ao 7 MM;
*  YMEepeHHO BbIPaXEHHbIN KanbLMHO3 CTBOPOK aopTasibHOMo
¥ MUTPABHOTO KJTanaHa, a Takke UxX Gubpo3HbIX Konell.

2 PechepeHcHbIe 3HaUeHUs — [Mana3oH 3HaYeHMH, KOTOPbII CYMTAIOT HOPMabHBIM /11 DM3NONIOTMHECKMX MOKA3aTeNed Y 3[0POBLIX oaeN.

DAl https://doiorg/1017816/DD636886
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Puc. 5. InektpokapavorpaMMa B 12 0TBeLEHUSAX OTLA NALMEHTKU: @ — CKOPOCTb 3aMWCK B CTaHAAPTHBIX M YCUEHHBIX OTBEAEHUSAX
OT KOHeYHoCTel 25 MM/c; b — CKOpOCTb 3anncK B OTBELEHUSAX C NOBEPXHOCTM rpyaHoi KneTku 50 Mm/c. CraHpapTHoe HanpsixeHue

Ha Bxoze 1 MB, uTo cootBeTCcTBYET OTKIOHEHUIO B 10 MM.

[vacTtonnyeckyto GyHKUMIO NEBOTO JKeNyaoyKa He oue-
HvBanu. KpoMe Toro, yCTaHOBNIEHbI U3MEHeHUs B BMOXUMU-
YECKOM aHann3e KPoBM:

*  MOBbILLEHME KOHLEHTpaLWUM KpeaTuHiHa oo 107,6 MKMonb/n
(538812 MkMonb/n) 1 xonecTeputHa JIMHM po 5,36 MMonb/n
(no 3'Mmonb/n);

o YBE/MYEHUE AKTMBHOCTW CEpLEYHOM (PpaKLMU KpeaTuH-
docdorunassl 1o 29,9 KEa/n (0-2412KEn/n).

BpaT nauveHTKU He MMeN KapAMONOTUYECKUX CUMMTOMOB
W He MPUHMMAN KaKkuX-NMbo NeKapcTBEHHbIX MpenapaTos.
[lBe cecTpbl CTpagaloT apTepuanbHoi runepTeHsnen, y oa-
HOM U3 HUX — HapyLUeHWe hYHKLMIA LWMTOBULHOM Xene3bl.

ObCYXAEHUE

B [aHHOM KNMHWMYECKOM cryyae Yy MNauMeHTKU Oua-
FHOCTMPOBaHO coyeTaHue ceMeinHoro ATTR-amunouposa
¥ runepnunonpotenH(a)emun. Mepsoe 3aboneBaHue febioTy-
pOBaJio C pa3BMTUA CTEHO3a NO3BOHOYHOTO KaHana U HeBpo-
JIOTMYECKON CUMMTOMATUKY, B TO BPEMSA KaK BbICOKOE cofiep-
*aHue JM(a) BbIABNEHO NpU CKPUHWHIOBOM 00CNefoBaHMM
no MoBOLY AMUCIUNMAEMUM M apTEPUANIbHOW TUMEPTEH3MM.
B nonckoBoii cucteMe PubMed Mbl He 06Hapy»unmn nybnuka-
LIMiA, onucbiBatoLLMX coyeTaHue cemeitHoro ATTR-amunonpaosa
1 TMNepIUNonpoTenH(a)eMmm.

CeMenHbiii ATTR-aMunonao3 — pefKoe HacneacTBeHHoe
3aboneBaHWe C ayTOCOMHO-AOMUHAHTHBIM TUMOM Hacnefo-
BaHus, nposensLleecs 06bl4HO BO B3pOCIOM BO3pacTe
NoSMHENpONaTUeN U KapAMOMUONATUEN, XapaKTepusyloLue-
eca nporpeccupytowmM TedeHmeM. ATTR-amunonpos 3H-
nemuueH ans CesepHoi [lloptyranum, Lseuun, bpasu-
amn u AnoHum, roe mytaums Val30Met otMeueHa noytu
B 100% cnyqaeB [6, 7]. Poccusa He sBnsieTcs 3HAEMUYHBIM
paioHoM no ATTR-aMunonzaosy, 0AHaKO YacToTa BbiSIBNIEHMS
€ro NocTeneHHO yBEIMYMBAETCA, @ FEeHETUYECKME MyTaLu,
obycnoenmBaloLLMe AaHHOe 3aboneBaHue, BeCbMa pasHOO-
BpasHbl [6, 71.

DAl https://doiorg/10.17816/DD636886

ATTR-aMunounao3 y naumeHTKM 3anofo3peH KAMHWUYe-
CKW Ha OCHOBAHWM pe3yfbTaToB 3XoKapauorpadum u npu-
3HaKOB CTEH03a MO3BOHOYHOTO KaHana. lpu npoBepeHuw
MOJIEKYNIAAPHO-TEHETUYECKOT0 aHanM3a reHa TpaHCTMPeTUHA
(Chr18: 29171879 G>A) onarHo3 noaTBepXAEH (cM. puc. 3).
Y naumentoB ¢ ATTR-aMnnonzgo3oM CTeHO3 MO3BOHOYHOMO
KaHarna CBA3aH C OT/IOXEHUEM aMUIOMLA B XKENTOI CBA3Ke,
0Cc0BEHHO B MOSICHWYHOM OTAENe MO3BOHOYHMKA. MHoro-
YMCNEHHbIe UCCe0BaHUA PEKOMEHAYIOT MPOBOAUTL PYTUH-
HbI CKPUHUHT aMUIIOWMAHONA KapAMOMUONATMM Y NaLWeHTOoB
CO CTEHO30M M03BOHOYHOM0 KaHana C Lefblo BbiSIBIEHUS
TEX, KTO HYXAAeTcs B KapAMONIOTMYECKOM HabMoAeHUM.
OTnoxeHne amMunoupa 4acto accoLMMPOBAHO CO CTEHO30OM
MO3BOHOYHOIO KaHana 1 ero Haauuue MoXKeT NpesocTaBuTb
Bonee paHHIOK BO3MOXHOCTb AMArHOCTUPOBATb CUCTEMHBIN
amunomnaos [8].

06bl4HO C MOMeHTa [ebtoTa KIIMHUYECKMX NPOSIBIIEHWIA
[0 NMOCTAHOBKU AMarHo3a B HE3HLEMMUYHBIX palioHax Mpoxo-
At 3-4 ropa. B HaweM cnyyae auarHo3 yCTaHoBNEH B Teue-
HME HECKOJTbKWX MECALIEB B CBA3M C HACTOPOKEHHOCTBHO KIN-
HULIMCTOB W HaNIMYMEM €ro «KPacHbIX ¢aroB». BbisiBneHHas
myTaums Chr18: 29171879 G>A (p.Arg5His) BcTpedaeTcs Kpaii-
He pefiKo, ¢ yactoroit annens 1,26/10 000. B peructpe THAOS
(The Transthyretin Amyloidosis Outcomes Survey) nauueHToB
¢ ATTR-amMunomao3oM TaKoi MyTaumeli He bbino [6, 14, 33].

BaHO 0TMeTUTb, YTO aMUNOMA03 CEpALIA CneayeT 3ano-
[03pUTb NpU YTONLLEHUM CTEHKM NIEBOTO JKENyA0uKa >12 MM
W BbISIBNEHUM aMUNOMAA BHECEPAEYHON NIOKaNM3aLmu, faxe
MpU HaNUuUK apTepuanbHON TUNEPTEH3UM I ApYruX Npu-
YWH, BbI3bIBAKOWMX (GOPMUPOBaHME €ro runepTpodum.
Mpu KapaomonoruyeckoM o6cnenoBaHUM Yy OMMCbIBAEMON
MaLMEHTKN BbISBNEHO 3HAYWTENIbHOE YTOMLLEHUE CTEHKM
MWOKapaa NeBoro enynoyka (15,3 MM), MexnpercepaHoi
neperopofkv (74 MM) W CTBOPKM MUTPanbHOTO KnanaHa.
YcTaHoBMeHbl efMHUYHbIE KEeNyLO0YKOBblE 3KCTPACUCTONbI
W Ha[KeNynouKoBbIA KynneT. pu npoBefeHNM CUMHTUTpa-
¢um cepaua He BbISBNEHO HAKOMEHME M30TOMNa B MUOKapLe,
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uYTO CBMAETENbCTBYET 0 AMArHOCTMKe 3aboneBaHNs Ha paHHeid
cTaguu [3].

Mposepenue 3KI oTuy naumeHTKM no3sonuno obHapy-
JUTb HU3KOBOMbTaXHble KoMneKchl GRS, OgHaKo ux oTcyT-
CTBME Y NaLMEHTOB MOMNOLOr0 U CpefHero Bo3pacTa He WUc-
KIloYaeT AMarHo3 aMuUiouaHoN Kapanommonarun. BeposTHo,
BONbTaX KoMMiekcoB QRS oTpaxaeT MHPUNBTpaLMI0 aMuno-
“ia B MMOKapAe, BbIpaXeHHOCTb KOTOPON HEYKJIOHHO YBENK-
umBaeTcA C Bo3pacToM. [py HanMuMKM y NaLMEHTOB «KPaCHbIX
¢naroB» aMuIonNa03a, TakUX Kak CTEHO3 MO3BOHOYHOIO Ka-
Hana, ABYCTOPOHHUI CMHAPOM KapnanbHOro KaHana, Hapy-
LUEHMS pUTMa W NPOBOAMMOCTM HEAICHOTO reHe3a, TPEMop pyK
W HOT, NOMMHEPONAaTMsA HESICHOTO reHesa, HeobxoauMo npo-
BOAMTbL CKPUHUHT Ha amunoupo3 [9, 10]. [eHeTu4eckn Bepu-
¢duumpoBaHHbIn ATTR-aMunonao3 y otua NauMeHTKU Takke
COYETaeTCs € rMnepaunonpoTenH(a)eMmen.

Y Matepu NauMeHTKW BbISIBNEHbI NPU3HAKW YTOJLLEHUS
CTEHOK Cepaua v AUCTMNUAEMUS, XapaKTepU3yHoLLascs yBenu-
yeHuem xonectepuH JIMHM mo 5,36 Mmonb/n. OgHako aHanus
Ha onpepnenenve coaepxanus JM(a) B KpoBM He MPOBOAUNL.
B panbHeiiweM Mbl nnaHupyeM ero nNpoBefeHue y Heé u opy-
TMX KPOBHBIX POACTBEHHMKOB, @ TaKKe — 3XoKapamorpadum,
CLMHTMrpaduv MUOKapaa 1 3NeKTpoHenpoMmorpadmm.

HecMotpa Ha 1o uto Mbl He mpoBogunu MPT cepaua,
LaHHbIA MeTof, WUCCNefoBaHWA ABNAETCA UHPOPMATUBHBIM
B OTHOLLEHUM aMUNOMEHOW Kapavommonatuu. Cywiectsyet
MEeTO/AMKA OLIEHKW MO3[HEr0 HaKOMEHNS FrajoNnHUS, YYUTbI-
BalOLLLaA HaMumMe LIMPKYNAPHBLIX U/UAM TPaHCMyPasbHbIX ero
y4acTKoB B 0asaibHbIX, CPESHUX U anuKanbHbIX CErMeHTax
NeBOro XeNyAo4Ka, a TakiKe HaNMuMe y4acTKOB HaKoMNEeHUs
B MUOKapfe npaBoro Jenypoyka. OHa no3BonsieT NpoBecTu
anbdepeHUmManbHylo AUarHOCTUKY aMWonao3a NErKuX Le-
nen u ero ATTR-TMNa ¢ YyBCTBUTENBHOCTBIO U CNELMPUUHO-
cTbto 82 1 76% cootsetcteeHHo [11]. Mpy ammnonno3e cepaua
YANMHeHWe HaTuBHOro T1-BpeMeHu penakcaumu Habnwogator
eLLé [0 YTONLLEHNA CTEHKU NIeBOrO JKeNynouKa, HaKoMIeHs
KOHTpacTHOro BeLLecTBa B MUOKapAe U ueHTUduKaumm buo-
MapKepoB B Kposu. MpoBeaeHne MPT u oueHKa NpoaonbHO-
ro (T1) BpeMeHu peniakcaumm NoMoraeT oTC/IeXUBATb CTENEHb
aMUonaHoM MHAUNBTPaLMKM CepaLa U U3MEHEHMS €€ C Teye-
HveM BpeMehu [12].

BosHuKaeT Bonpoc: Koraa ciefyeT HauMHaTb neyeHue na-
umeHToB ¢ ATTR-aMunomao3oM, ecim y naumeHTa BbisSB/EHa
MyTaLms MPX reHeTUYECKOM TECTUPOBaHWM iU 0bHapyeHo
oT/oXeHWe amunoupa B buontatax? JlormuHbin oTBET —
KaK MOXHO paHblle, OfHaKO C/efyeT Y4uTbiBaTb MHEHWE
[0Ka3aTesbHOW MeauLMHbI.

CornacHo AeWCTBYIOLIMM PEKOMEHLALMAM MO NEYeHWHo
ATTR-amMunompo3a, KoTopble OTpaaloT pesynbTathl K-
HWYECKUX MCCNef0BaHUA B rpynnax NauueHToB C Kapauo-
MuonaTtuei U NosMHeMponaTuei, HeobXoaMMO BbIMOSHATL
CUMHTUrpaduio C WUCMonb30BaHWEM papnodapMnpenapa-
10B. 06bI4HO Ha 3TOM CTaguM HabnioaalT KapTUHY cep-
[e4HoN HepocTatouHocTW |-l dyHKUMOHanbHOro Knacca
no Knaccudukaumm Hblo-VopKcKoil  Kapanonoruyecko
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accoumaumm (NYHA) [13, 14]. OHa nebrotupyeT, KaKk npasuio,
Ha lll ctagmu uHunbTpaTUBHOrO 3aboneBaHUs cepaLa — He-
obpatumoii [9]. UMeHHo no3ToMy 3P dEKT OT leYeHUs MoXKeT
UMeTb orpaHuyenms. [laHHas nauMeHTKa U eé poACTBEHHUKM
He COOTBETCTBYIOT COBPEMEHHBIM KPUTEPUAM Hayana aHTu-
aMUIoMaHoN cneumduyeckon Tepanuy, HECMOTPA Ha Hamu-
Yne W SBHOE MPOrpeccupoBaHUe KapaMOMMONATUM U MONK-
Herponatun. Ha Haw B3miAg, uenecoobpasHo npoBefeHue
LOMONHUTENBHBIX KIMHUYECKUX UCCNEN0BaHUA Cpeam Takux
MauUMeHTOB C Lieblo NepecMoTpa CPOKOB Hadana npeBeHTUB-
HOIM aHTUaMWIIOWAHOW Tepaniy B CTOPOHY 6onee paHHMX.

[MnepnnnonpoTenH(a)eMmus ABNSETCH HE3aBUCUMBIM (aK-
TOPOM PUCKA CepLEeYHO-COCYAUCTbIX 3abosieBaHWM, TaKuUX
KaK MHdapKT MUOKapAa, MHCYNbT, a0pTasibHbIN CTEHO3 U Cep-
JEeYHas He[oCTaTONHOCTb [4], N03TOMY aHanu3 Ha onpegene-
HWe KoHueHTpauuw J1M(a) B KpoBu HeobxoauMo NpoBOAMTL
BCEM NauMeHTaM, MUHUMYM 1 pa3 B #u3Hu. WccneposaHus
nokasanu, yto JIM(a) cnocobcTByeT passBuTMI0 CepaeYHo-
cocyamucTbix 3aboneBaHuin NMOCPEACTBOM MPOATEPOreHHbIX,
NPOBOCMANIUTESbHBIX U aHTUDMOPUHONUTUYECKUX MEXaHW3-
MOB. [10BbILLEHHBIN PUCK, cBA3aHHLIM ¢ JIM(a), MOXHO 06b-
ACHUTb COYETAHUEM BLICOKWUX MPOKOArYNAHTHLIX 3bdeKTOB
anonmMnonpoTenHa (a) ¢ ateporeHHbIMW M MPOBOCMANUTENb-
HbIMM 3 deKTaMu anonunonpoTemH B-accouumpoBaHHbIMU
oKMcneHHbiMM  pochonunuaamn  [4]. Y naumeHTKM
npu foobcnenoBaHuM No NOBOAY KapAvanbHbIX #anob Bbl-
ABNEHa AMCIIMMUAEMMS, KOTOpas XapaKTepu3oBanach yBenu-
YeHWeM KoHUeHTpaumun xonectepuHa JIMHIM go 4,53 MMonb/n
u JIN@) — mo 1,46 r/n. OHa conpoBoxpanach aTepockne-
Po30M BHeuepenHbIX 0TAenoB bpaxuuedanbHbIX apTepuit
CO CTEHO3MPOBAHUEM KapoTuaHoW 6udypKauum 1 ycTbs BHY-
TPEHHeN COHHOM apTepuu cnpaBga. Y e€ oTua TaKxKe BbifBNEHa
OVCIIMMUAEMMSA, B YaCTHOCTU MMMEPAMNONPOTEMH(a)eMMs.

C Uenbl CHUMEHMS pUCKA CepAEYHO-COCYAMCTOro CobbI-
™MA HeobxoauMo CHMKeHWe KoHueHTpauuw JIN(a). CratuHbl
HeahEeKTMBHLI B JIEYEHUM U MOTYT, HANpOTUB, NOBbILIATL
ero cogepxanue [15]. B npocnekTMBHOM KOropTHOM Mccie-
noBaHum KoneHrareHcKoro obLero nonynsuMoHHoro uccne-
[0BaHNA BbISBNEHO, YTO NpU BTOPUYHOW NpodunakTuke co
CpeAHMM nepuofoM HabnogeHus 5 neT abconoTHoe CHU-
eHue KoHueHTpauwm JN(a) Ha 50 u 99 mr/on Heobxoammo
ONs YMEHbLUEHUS PUCKA CEPLE3HBIX CEpAEYHO-COCYAMUCTBIX
cobbituin Ha 20 u 40% cooTBeTcTBeHHO [16]. B HacTosLwee
BpEeMS MPOBOAAT KIMHUYECKWE WUCCNENOBaHMA MO NIEYEHMIO
NaLMEHTOB C runepnunpoTenH(a)emMmeit. B HUX mcnonb3ytot
HECKOJIbKO NpenapaToB C MONOKMTENbHBIMU pesynbTaTamu,
BKJlloYast neflakapceH' M MHKMcUpaH. Menakapcen' — aHTu-
CMBIC/I0BOW ONUTOHYKNEOTHS, HamnpaBfieHHbIW Ha renarouu-
Tbl U MaTpuuHyto PHK rena J1M(a). B paHaoMU3MpoBaHHOM
KOHTponMpyeMoM wuccriefoBaHuu Gasbl 2 exeHefenbHoe
WM e3KeMeCsYHOe MOJKOXHOe BBeleHWe nenakapceHa' no-
303aBUCUMO CHUMaNOo KoHueHTpaumio JIM(a) Ha 35-80% [4].
WNHKn1cupaH — 310 HoBas Tepanus Ha OCHOBE MaslbiX MHTEp-
depupytowmx PHK (aHTucMbicnoBast). CBAsbiBasch ¢ npef-
LIeCTBEHHUKOM MHPopMaumoHHoit PHK nponpotenHoBom
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KoHBepTasbl CyOTUNM3MH-KeKkcuHoBoro TMNa 9 (PCSK9), uk-
KNMCMpaH MHTMBMPYeT 3KCMpeccuto e€ reHa, Yto NpuUBOLUT
K YCWUNEHUIO PEeuMPKYNALMM renaTouutoB M MeMOpaHHoi
akcnpeccum peuenTopoB JIMHIT, a TakyKe CHUMEHUIO KOHLEH-
Tpauwm JIMHM v JM(a) ao 30% [15]. YunTbiBas puck cepaey-
HO-COCYAMCTBIX OC/IOXHEHMIA, Mbl HA3HAYWIIM NaLMEHTKeE npe-
napar, cHuxatowwmin cogepxanme J1M(a). CHayana HasHaueH
nenakapceH', 0iHaKo M3-3a anepruyeckoii peakuum nocne
MepBoi MHBEKLMM OH OTMEHEH. B panbHeliweM Mbl HasHa-
UMM MHKIIMCUPaH M Cpasy Nocne NepBoii MHBEKLNMW B HOS-
bpe 2023 r. oTMeyeHo cHUMXKeHWe KoHueHTpaums JM(a) ¢ 3,58
[0 2,21 r/n v JINHN — ¢ 2,21 po 1,03 Mmonb/n (cM. puc. 4).
JIPdeKTUBHOCTL NeyeHus BCE eLweé TpebyeT AanbHeiiwen
OLLeHKM Ha MoCNefyoLLMX 3Tanax NeYeHms, a TaKKe C YYETOM
KJIMHUYECKUX AAHHBIX KPYMHBIX UCCNE0BaHUN.

AnonnMnonpoTenHbl CUUTAIOT BaXHbIMWU KOMMOHEHTaMM
amMunonpHelx Gubpunn [5]. B aMunompHbIX OTNOXKEHMAX
anonunonpoteuH E BMecTe ¢ P KOMNOHEHTOM U rioKo3aMu-
HOIMIMKaHaMM MOryT [,eiCTBOBaTb KaK MaTonoruyeckue Mo-
NeKyNApHble LWanepoHbl, KOTOpble Bbi3blBaOT B-CKnagyaTyo
KOHdOopMaLyio B aMUOMAOreHHbIX nonunentuaax [5]. Ano-
nvnonpoTenH B B gononHenwe K anonunonpotenty E Takoke
o6HapyeH B aMUnouaHbIx pubpunnax B rojloBHOM Mo3re na-
UMeHTOB ¢ bone3Hbto AnbureiiMepa [17]. [py 3ToM cBA3aHHOM
C aMWIoMAOM paccTpoicTBe annefb anonunonpoTenHa E-4
UCMONb3YKT B KayecTBe reHeTudeckoro dakropa pucka [18].
BapuaHTHble dopMmbl anonmvnonpoTenHa A-l Takke CBS3aHbI
C ceMeiHbIM aMunonao3oM [19], xapakTepusytowmmces otno-
XeHneM N-KoHLeBbIX (parMeHToB 3Toro benka.

B uccneposaHusx y naumeHToB ¢ ceMeiHON aMUIOULHON
nonuHenponatueii Bcneacteme Mytauuu Val30Met B rewe
TPaHCTUPETUHA 0BHapYIKEHO, YTO OH CBSA3aH C JMMONpoTe-
uHamu [20, 21]. B yacTHOCTH, OTMeYeHO, YTO ppaKLuu u-
nonpotenHa Bbicokon nnotHocTu (JINBM) u JINHM copepxart
AaHHbIN 6enok [20]. TpaHCTUPETMH NpUCyTCTBOBaN BO QpaK-
uum JIMBI B 0AMHAKOBOIA CTENEHU KaK Y 3[0POBbLIX JIOAEH,
TaK My naumneHToB ¢ MyTaumeii Val30Met, Toraa Kak dpakums
JINHIT umena Bonbluee cofepaHne TPAHCTUPETHHA Y NaLm-
eHToB ¢ MyTaumeit Val30Met [20]. OgHako cBssb Mexay J1(a)
n ATTR-aMunomao3oM [0 cux Nop OKOHYaTeNbHO He fiCHa.
BosHuKaeT notpebHOCTb B JanbHEMILEM U3y4eHUU 3TOW ac-
COLMALMA N BO3MOXKHOCTEN €€ KITMHWMYECKOr0 MPUMEHEHMS
ANs NpodUNaKTUKW U NeYeHns faHHbIX 3aboneBaHuii.

Crepyet Takxe 0bcyauTb NeveHune apTepuanbHoOM rvnep-
TEH3UM Yy AaHHOW naumeHTKW. BsammootHowenns COVID-19
W apTepuanbHoi r’UNepTeH3MM MHOroo6pasHi:

* CXOACTBO MaToreHesa € pasBUTUEM CUCTEMHOTO BoCnase-

HWSA W 3HAOTENUANBHON AUCYHKLMM;

*  AKTMBALMS PEHUH-aHIMMOTEH3WH-abA0CTEPOHOBOW CUCTEMBI;
*  BO3MOXHOE pa3BUTME apTepuasnbHOI TMNepTEH3UN UK eé
NnporpeccupoBaHne nocne nepeHecEéHHON MHEKLK;

o pectabunusauma Al Kak nposiBNeHWe MOCTKOBWUGHOMO

cuHapoMa [22].

B pesynbtate o6cnepnosanmsa 200 naumeHToB B XopBaTum,
nepeHécwmx COVID-19, BbisiBNEHO, YTO KaKAablA CefbMOW
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MOABEPEH PUCKY Pa3BUTUA HOBbIX CNy4aeB apTepuasbHoOM
rMNepTEH3UM UM NPOrpeccMpoBaHNA Ye CYLIECTBYHOLLETo
3abonesanus [22]. OgHWUM M3 NpOABNEHUIA MOCTKOBMAHO-
ro CMHApPOMA NpU apTepuanbHOi MMNEpTEH3UK, BEPOSTHO,
sBnseTcs Aectabunmsauma ALl AHanu3 aaHHbIX peructpa
EBpasuitckon accoumaumu TepaneBToOB BbISIBU, YTO CMYCTA
3 Mecaua nocne nepexecéxHon COVID-19 y 20,1% obcnepo-
BaHHbIX 3aMKCMpOBaHa HEKOHTPONMpYeMas apTepuanbHas
runepteH3ua [22]. ObHapyxeHo nepuoanyecKoe NoBbILLEHWE
Al c ero MaKcuManbHbIM 3Ha4eHWEM B MepBbIA MecsL, No-
cne 3aboneBaHus, K TpeTbeMy Mecsily — ero CHUXEHue,
a K LuecToMy — BTOpas BonHa nosbiwenus Al [22]. Moutn
52% MeoMUMHCKMX paboTHUKOB AN KoHTpons ALl y naumeH-
TOB C apTepuanbHoii runepTeH3ueid, nepeHécumx COVID-19,
nepeLusu ¢ MOHOTEpPaNUM Ha [ABOMHYK KOMOMHMPOBaHHYIO,
20% — yBenmunnv 03y LBOIHOI Tepanium u 13% — ucnonb-
30Bau TPOWHYyLo Tepanuio [22]. JleyeHne apTepuanbHoi ru-
nepteH3un nocne COVID-19 — Henpocras 3agaya. HecMotps
Ha ONTUMaJbHYI0 aHTUIUNEPTEH3UBHYIO Tepanuio, NaUUeHTKY
HeCKOJIbKO pa3 rocnuTanusupoBany B CBA3W C NOLO3pEHNEM
Ha OCTpbIM KOPOHapHbIN CMHAPOM 6e3 nogbeMa cermeHTa ST
Ha doHe nosbiweHns ALl no 220/110 MM pr. cT. (cM. puc. 4).

3AKJTOHEHUE

Takum obpasoM, npeactaBAeH Ciyyaln CeMeiHoro
ATTR-amunonpo3a, accouMMpoBaHHOMO C peaKkon MyTa-
umeit p. Arg123His, B coyeTaHuM C runepaunonpoTenH(a)
eMueid. [Ina cBoeBpeMeHHOM AMArHOCTUKW W afleKBaTHOM
Tepanuu AaHHbIX NaToNOrNYecKUX COCTOAHUIA HeobxoamMa
HaCTOPOKEHHOCTb KIIMHULWUCTOB B OTHOLUEHUM aMUNIOMI0-
3a v onpefeneHune KoHueHTpaumm JIMN(a) y Bcex naumeHToB
C CepLeYHO-COCYANUCTON NaToNorueid, B TOM Y1csie C aMu-
noupHol Kappuomuonatueir. BHeppeHue coBpeMeHHbIX
MoAXof0B K [MarHOCTUKE W Tepanuu pefKux 3aboneBaHui
MO3BOJIAT YNYULLMTb KA4YECTBO M YBENUYUTL NPOSOIIKUTESTb-
HOCTb XKM3HU MALMEHTOB C U30JIMPOBAHHOM U COYETAHHOM
naTonoruen.

NIONOJTHUTENIbHAA UHDOPMALIUA

UcTouHnk cduHaHCUpoBaHMA. ABTOpbI 3asBNAKOT 00 OTCYTCTBUM
BHELUHEro QUHaHCMPOBaHWSA Mpy NPOBEAEHUM PaboThl.

PackpbiTie MHTepecoB. ABTOpLI 3asBMISOT 06 OTCYTCTBMM OTHO-
LUEHWIA, LEATENLHOCTY U UHTEPECOB (IMYHBIX, NPOdECCHOHANBHBIX
UNM GUHAHCOBbIX), CBA3aHHBIX C TPETBUMM JIUL@MK (KOMMepYe-
CKMMM, HEKOMMEPYECKUMM, YaCTHBIMM), MHTEPECH! KOTOPbIX MOTYT
BbITb 3aTPOHYTLI COAEPIKAHMEM CTaTbi, @ TaKIKE WHBIX OTHOLLEHUIA,
LEeATeNbHOCTY WM MHTEPECOB 3a MOC/IeHWE TP Mof1a, O KOTOpbIX He-
06X0AMMO CO0BOLLMT.

Bknaa aertopoB. TL. Nguyen — cbop u obpabotka MaTepua-
0B, aHANM3 MOMy4YeHHbIX [aHHbIX, HAMMCaHWe TEKCTa PyKomw-
cu; EB. PesHuK — aHanm3 monyyeHHbIX AaHHbIX, peakTMpoBa-
HWe TeKcTa pykonucu. Bce aBTopbl 0fobpunmn pykonuce (Bepcuio
LnA NybnMKaumm), a TakKe COMMacUinCh HECTU OTBETCTBEHHOCTb
3a BCe acneKTbl paboTbl M rapaHTMPOBaK, YTO BOMPOCHI, CBA3aHHbIE




CASE REPORTS

C TOYHOCTbIO MM [106POCOBECTHOCTLIO N0bOI YacTh paboTel, byayT
JOMKHbIM 00pPa30M PaCcCMOTPEHbI U PELLEHI.

WHdopmMupoBaHHoe cornacue Ha nybnmKawmio. ABTOpbI NOYyYMAn
MMCbMEHHOE CornacKe MaUMeHTKU Ha Ny6nMKaumio MeamUMHCKIX
JaHHbIX 1 doTorpadmin B obesnnuerHomn dopme B xypHane Digital
Diagnostics.
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