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Pesiome

AmunounpHaa TpaHCTUpeTVHOBaA Kapavomuonatusa (ATTR-KMI), obycnoBneHHas awuc-
byHKUMen Mnokapaa B pesynbTaTe OT/IOXKEHUA HernpaBuiibHO CBEPHYTOro 6efika TpaHC-
TnpeTnHa (TTR), ABNAETCA C/IOKHO pacno3HaBaeMon NPUUYNHON cepaeyYHO HeJoCTaTou-
Hoctu (CH) y ntogeln ctapue 60 neT. XapakTepHble aneKTpokapanorpaduryeckue nprsHa-
K1 (H13Kmi BonbTax QRS), axokapaunorpaduueckre ocobeHHOCTY (yTonLeHe MMoKapaa,
naTTepH 6a3afnibHOro rMNoOKMHe3a NpPu COXPaHHOW anuKanbHOW KOHTPAKTUAbHOCTH, Bbl-
noT B NeprKapae) 1 pe3ynbTaTbl MarHUTHO-Pe30HaHCHOW Tomorpadun cepgua (@Homanb-
Has KnHeTUKa 1 anddysHoe HakomneHre KOHTpacTa) NO3BOJIAT NPeNOoNIOKNTb BEPOAT-
HOCTb aMMIOMAHOIO NOPAXKeHNA CepaLa, HO He ABNAITCA ANAarHOCTUYECKUMN KpuTepusa-
Mu. ConyTcTBYIOLME KNMHMYECKe 0CODEHHOCTY, BKIoUatoLMe 3anaCTHbIA TYHHeNbHbIN
CMHAPOM N CTEHO3 NO3BOHOYHOTIO KaHasla B MOSICHUYHOM OTAENe, CMOCOOHbI 3HAUNTENIbHO
cy3utb auddepeHumnanbHO-AMArHOCTMYECKNIA MOUCK aMuionaHoro 3abonesaHus, ogHa-
Ko ana BepudurKaumm gnarHosa ATTR-KMIT Heob6xoaMo MOATBEPXKAEHUE C MOMOLLbIO
HeVHBA3UBHOW AAEPHON BM3yanu3aLum — oCTeOCUUHTUTPaPUK U/Unm reHoTUNMPOBaHNA
npw HacnegcTeeHHom popme ATTR.

B KoHceHcycHoM fokymeHTe EBponeiickoro obuiectsa Kapguonoros 2021 r. MynbTUamc-
LUUNIVHAPHOW TPYMNon 3KCNepTOB NpefcTaBneHbl HOBble KPUTEPUW U anropuTtMm Aua-
rHocTkn ATTR-KMI, ogo6peHbl MeToabl fleYeHust C NPYMEHeHNEM MeaNKaMEHTO3HbIX
CpencTs, TOPMO3SLMX NporpeccrpoBaHue TTR-amunongosa 1 65maronpuaTHO BAUAIOWNX
Ha KnvHunyeckme mncxonbl. COBPEMEHHbIN HeVMHBa3WBHbIA OUArHOCTUYECKUIA anropuTMm,
HeobXoAMMbIN A1l MAaKCUManbHO PaHHEN ANArHOCTUKK 1 nedeHunsa ATTR, npefcTtaBneH B
CTaTbe Ha NpUMepe KNMHNYEeCKoro HabnogeHusa cemenHon popmbl ATTRv-KMIT, accoumu-
poBaHHOW C MyTauuen B 3-M 3k30He reHa TTR (NM_000371: c.C302T; p.A101V).
KnioueBble cnoBa: amuiongos cepaua, TPaHCTUPETUHOBBIA aMUIong, TPaHCTUPETUHO-
BasA Kap4MoMMONaTKA, KpUTEPUN UArHOCTUKM, CepAeUYHan HeJOCTaTOYHOCTb
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Abstract

Amyloid transthyretin cardiomyopathy (ATTR-CM), due to myocardial dysfunction
resulting from the deposition of misfolded transthyretin (TTR) protein, is a difficult
to recognize cause of heart failure (HF) in people over 60 years of age. Characteristic
electrocardiographic findings (low QRS voltage), echocardiographic features (myocardial
thickening, basal hypokinesis pattern with intact apical contractility, pericardial effusion),
and cardiac magnetic resonance imaging (abnormal kinetics and diffuse contrast
delay) suggest the possibility of amyloid heart disease, but are not diagnostic criteria.
Concomitant clinical features, including carpal tunnel syndrome and spinal stenosis in
the lumbar region, can significantly narrow the differential diagnostic search for amyloid
disease, but confirmation of the diagnosis of ATTR-CM requires confirmation using non-
invasive nuclear imaging - bone scintigraphy and/or genotyping in the hereditary form
of ATTR.

In the 2021 European Society of Cardiology Consensus Document, a multidisciplinary
team of experts presented new criteria and an algorithm for the diagnosis of ATTR-CM,
approved methods of treatment using target medications that inhibit the progression of
TTR amyloidosis and favorably affect clinical outcomes. A modern non-invasive diagnostic
algorithm necessary for the earliest possible diagnosis and treatment of ATTR is presented
in the article on the example of a clinical case report with observation of the familial form
of ATTRv-CM associated with a mutation in the 3rd exon of the TTR gene (NM_000371:
¢.C302T; p.A101V).

Keywords: cardiac amyloidosis, transthyretin amyloid, transthyretin cardiomyopathy,
diagnostic criteria, heart failure

B BBEAEHWUE

AmunongHaa TpaHCTMpeTMHOBaA Kapauomuonatua (ATTR-KMI) aAsnaetca Hepo-
CTaTOYHO M3BECTHOW M CNOXHO AMArHOCTMPYEeMOW MPUUYNHON CepAeyvYHON HepfocTaTou-
HocTu (CH) y noxunbix niogen. TpaHCTUpeTUHOBLIN amunoungos (ATTR) — 3To cuctemHoe
pPacCTPONCTBO, KOTOPOE XapaKTePU3YeTCs BHEKNETOUHbIM HaKoMneHMeM (B pasinyHbIX
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TKaHAX) amunongHbix Gubpunn n3 HenpaBWIbHO CBEpPHYTOro Genka-npepLwecTBeHHM-
Ka — CbIBOPOTOYHOrO TPAHCMOPTHOro 6efika rOPMOHOB LWMTOBUAHOW Xene3bl U PeTMHO-
na, KOTOPbIN CUHTE3UPYeTCA rMmaBHbIM 0bpa3om B nedeHu [1]. Xota nssectHo Gonee 30
aMUNIOMAOreHHbIX 6enKoB, KapAuanbHbIl amunongos B 95% cnyyaeB BO3HUKaET U3-3a
HernpasWbHO CBepHyTOro TpaHctupetnHa (TTR) nnu arperauun nerkmx uenen (AL) nm-
MyHornobynuHa [1]. AmMunongos AL BO3HMKaeT B pe3ynbTaTe HemnpaBuibHOW YKNafgKu
nerkux uenen, ceKpeTMpyemblX KNOHaNbHbIMM MNAa3MaTUYECKUMWN KeTKaMu KOCTHOro
mos3ra [2, 3], amunongHoe nopaxeHune cepgua (AL-KMI) pernctpupyetca B 50-75% cny-
yaes [4]. CoBpeMeHHble MeTOAbl SIeYeHUA 3HAUMTENIbHO YNYULLAOT BbXKMBAEMOCTb Mpwn
AL- n TTR-amnnongo3sax, paHee cuMTaBLUNXCA HenneymmbimMu [5, 6]. HakonneHue mone-
KYNAPHO-TeHeTUYECKNX 3HAaHWI, COBEPLLUEHCTBOBAHMNE BbICOKOTEXHONIOMNYECKNX CPeacTB
BM3yanu3auuy cepgua 1 pa3paboTka HOBbIX MeVMKaMeHTO3HbIX GOpM neyeHns no3so-
nnu pacwmputb npepctasneHne o ATTR-KMIT B coBpemeHHOM KapAnonornyeckom co-
obulectBe. 3aboneBaHune KnaccuduLMPYOT MO HYKNeoTUAHbIM MOCNeA0BaTENbHOCTAM
reHa TTR; pa3nuyatoT npuobpeTteHHyto Gopmy, pa3suBatoLLyioca Ha GoHe aHOManbHOro
HakonneHus 6enka TTR gukoro Tmna (ATTRwt 6e3 myTauumm) [5-7], n BapuaHTHyto (ATTRv ¢
HanMuMem MyTauum), reHeTUUYeCKN 0B6YC/TIOBNEHHYIO HacneACTBEHHYO GOpMY, MPUUYNHON
KOTOPOW ABNAIOTCA MaTOreHHble BapuaHTbl B reHe TTR. Ha AaHHbI MOMEHT U3BECTHO 60-
nee 140 mytaunin B reHe TTR [7-11], accoummpoBaHHbIX C U30IMPOBAHHbIM KapAnanbHbIM,
HEeBPONOrMYeckUmM unu cMmelaHHbiM GeHoTunom. HeflaBHre nccnenoBaHMA Mokasanu,
YTO ypOBeHb pacnpocTpaHeHHOCTU ATTRwt-KMIT y noxunbix nogent ¢ CH 3HauntenbHo
Bblle, Yem npegnonaranu paHee: cpeam nauveHtos ctapwe 80 net ATTR-amnnongHble
[Aeno3unTbl Npv ayTONCUm BbIABAAIOT MOYTN B 25% ciiyyaes, y nauneHToB cTaplue 95 neT — B
37% cnyyaes [12].

AMMNONA03 no-npexHemy oCTaeTCA «CNOXKHbIM [MAarHO30M» 1 BCTPEYaeTcsa 3Haun-
TefIbHO Yalle, YyemM AnarHocTmpyetca. PacnpoctpaHeHHocTb ATTR-KMIT B Pecnybnuke
benapycb HensBecTHa, cpeamn NPUYKH — HM3KaA OCBEAOMIEHHOCTb Bpayei NepBruUYHO-
ro 3BeHa 0 paHHUX CMMNTOMaXx U Npr3Hakax 3aboneBaHuaA, OTCyTCTBME cneumdurnyeckimnx
KpUTEPUEB 1 CXOXKECTb dNeKTpoKapanorpadpuueckon (KM n axokapauorpapuryeckom
(3x0KI) KapTuHbI C ApyrMMn cepaeyvHo-cocyancTbiMm 3aboneBaHuAMMK: apTepuranbHan
runepteH3nsa, CH, aopTanbHbI CTEHO3, PeCTPUKTUBHaA 1 runepTpodurueckas Kapamno-
muonatua (FTKMIM). Pag nccnegoBaHnin CBMAETENbCTBYIOT O TOM, UTO CpeAn NaumeHToB C
npusHakamu runeptpodum nesoro xenygouka (I[12K) ot 5 go 16% cnyyaes Kapgmomuo-
natui (KMM) obycnosneHbl ATTR-amunomngosom [8, 11]. Tak, Hanbonee pacnpocTpaHeH-
HaA MyTaums, ceasaHHaa c ATTRv (Val122lle), npucytctyeT y 3,4% adpoamepukaHLues
n ~1,5 munnnoHa yenosek B CLLUA aBnsoTca ee annenbHbiMU HOcUTenamu [6, 7]. YactoTa
BblABNEHMA MyTaLuii B reHe ATTR B HeKOTOpbIX pernoHax BenvkobputaHum gocturaet
7% [8, 9, 11]. OTnnMuUTENbHOM HEBNArONPUATHON 0COOGEHHOCTBIO aMuMnonao3a cepala
ABnAeTcA ObICTpoe nporpeccupoBaHme cepfeydHon gucoyHkuum [9, 10] npu yacTnu-
HOW UK NONHON pedpaKTeEPHOCTU K cTaHZapTHoW Tepanun CH (3-agpeHobnokaTopsl,
UHIMOUTOPbLI aHrMOTEH3MHNpeBpaLlatoLero depmeHTa UM aHTaroHUCTbl PeLenTopoB
aHrvoteHsuHa ll) [9, 10, 13]. ArpeccMBHOCTb NPOrpeccupoBaHnA amunongosa cepaua
TakoBa, YTO MpPU OTCYTCTBMM cneundrnyeckoro ieyeHna MmeamaHa BbKMBAeMOCTU CO-
ctaBnaetT 2-3,5 roga gna ATTR-amunounpo3a n meHee 1 roga — gna AL-amunonpgosa [13].
Mnoxol nporHo3 obycyioBfieH HaKoMAeHMeM amunonaa BO BHEKNETOYHOM MaTpuKce
MUOKapAa, YTo NPUBOANT K YTOSILLEHMIO XKeNyAOUYKOB, CH/MKEHUIO UX 3NAaCTUYHOCTU Y
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yMeHblueHuo yaapHoro obbema (YO); 3T U3MeHeHMA He TONbKO BblI3bIBAOT PeCcTpUK-
TUBHY AncyHKUMio cepaua ¢ cumntomamm CH ¢ coxpaHHom dpakumert Bbibpoca, Ho U
MOBbILIAKT PUCK Pa3BUTMA apUTMUiA (Gnbpunnauma npeacepamnn, XenynoukoBblie Taxu-
apuUTMUK) N HapYLIEHWNA NPOBOAMMOCTHM, SMOONINYECKOrO NHCYIbTa U BHE3aMHOW CMep-
1. CBOEBpeMeHHOe Ha3HaueHve 6one3Hb-moanbuLmnpytoLelt v TapreTHoOm Tepannm
(Tadammanc) conpoBOXKaeTCA CHUXKEHMEM YacTOTbl FOCNUTanM3aLmnin 1 NoBbiLeHNnemM
KauecTBa XM3HW, a TaKXe CHUKEHNEM YPOBHA CMepTHOCTU Ha 13% [14] n ynyulueHnem
MeAMaHbl BbKMBAaEMOCTM nauneHToB Jo 5,4 roga [15]. IMeHHO no3ToMy paHHAA Auna-
FHOCTUKa Y TUNUPOBaHME aMUIOUA03a ABAAIOTCA KPUTUYECKIM BaXKHOW 3afavei, n ana-
rHO3 amusionfo3a cepfua AOSIKEH OblTb UCKIIOUEH Y BCEX MOXMWMbIX MNaLUEeHTOB C Obl-
cTpo nporpeccupytouien CH.

Llenb HacToALWero nccnefoBaHnAa — U3yyeHne COBPEMEHHOTO COCTOAHMA Npobnembl
HenHBa3nBHoOW anarHocTnku ATTR-KMI, npeactaBneHne HOBbIX MAaTOFHOMOHUYHbBIX KpK-
Tepues AMArHOCTMKM Ha NpUMepe KIMHUYeCKOoro HabnogeHna cemenHon Gopmbl amusio-
WAHOW TPAHCTMPETMHOBOW KapAMOMMOonaTunm.

KnuHnueckne npoaBneHuns n «kkpacHble ¢pnarvm» ATTR-KMN

BaHbIM acnekTtom paHHeln guarHoctukm ATTR-KMI asnaetca npuuenbHaa HacTopo-
MEHHOCTb CMeunanncToB NepBUYHOrO 3BeHa U/ Kap[uosioros B OnpefeneHnm Hau-
6onee pacnpPOCTPaHEHHbIX MAaTOrHOMOHUYHbIX MPWU3HAKOB, MO KOTOPbIM Bpay MOXeT
3anopo3putb y nauneHta ATTR-amunongos. Mpexge Bcero 3To HECOOTBETCTBME MeXAY
yBenuueHneM TONWMHbI CTeHKM JIXK 1 gucnponopumoHanbHO HU3KUM BonbTaxoM QRS
Ha JKIT, a Takke cMMNTOMbI BblpaxeHHoM CH, KoTopble He COOTBETCTBYIOT OOBEKTUBHbLIM
OxoKr-nokasaTenam (c oTCyTCTBMEM AMnaTaLmn U CUCTONNYECKOW ANCOYHKLM Xeny[ou-
KOB), <HEOOBbACHUMAA» NPaBOXENyA0UYKOBasA HEJOCTaTOYHOCTb U «MAMONaTUUYECKUA» ne-
pUKapAuanbHbI BbINMOT NPY HaNNYMK HOpManbHoM dppakuum Bbibpoca (OB) xkenynoukos.
Ecnu e Ha no3aHux ctaguax 3abonesaHuna OB cHMXKaeTcs, TO CTEMEHb e CHUXKEHUA He
cootBeTcTBYeT TaKecT CH. OCHOBHbIM 1 Hanbonee pacnpPoCTPaHeHHbIM NPU3HAKOM AB-
nAeTcA HeoObACHMMOE yTOosLLeHNe CTeHKN HepaclmpeHHoro JIXK (6onee 12 mm), KNUHWK-
yeckn npossnsaweeca CH ¢ coxpanHon OB J1XK [1-3, 6]. CTolKoe NoBbILLeHVe YPOBHeN
cepAeyHbIX TPOMOHWHOB I/T, AUCNPONOPLNOHaNbHO HU3KWUIA BOMbTax Kommnnekca QRS
Mo OTHOLUEHWIO K TOMLWMHE MUOKapAa M PaHHME HapyLlleHMA NPOBOAMMOCTY TaKXe AB-
NATCA NPU3HaKamMK, KOTOPble MOTYT MO3BONUTb 3aNOA03PUTb aMunonaos cepaua [2, 6].
B mexzyHapoaHbIX KNMHUYeCKnx pekoMmeHaaumuax 2021 r. [2] BbigeneHbl cneunduryeckmne
NPU3HaKKW, UM «KpacHble ¢rarny», — KNMHUYECKe 1 nabopaTopHble NapameTpbl, coUeTa-
HMe KOTOpbIX He ABNAETCA TUMUYHBIM AnA apyrux sugos KMI. «<KpacHble dnarv» B Buge
KapgunanbHbix (10 NpM3HAKOB) 1 3KCTPaKapAnanbHbIX CMMNTOMOB [2, 6, 16, 17] npeacTtas-
NeHbl B Tabn. 1.

lNoBbiweHne TponoHUHOB I/Ty naymeHToB ¢ ATTR-KMIT 06bluHO HabntogaeTca B MeHb-
wen cteneHu, yem npu AL-KMI, HecmoTpA Ha 6onee BbipaXKeHHOe yBennyeHve TOSLWMHbI
CTEHKIM 1 COKPATUTESIbHYIO 1 ANacTONNYecKyto AnchyHKLmM JIXK, Tem He MeHee oTMeyvaeTcsa
3HauuTenbHoe (B 10 1 6bonee pas) NoBbllleHne HaTpuiypeTndeckux nentrgos (BNP, ANP,
NT-proBNP) [18]. B coBpemeHHoO Knaccudumkaumm npepsioxeHa cmctema ana onpegene-
HuA ctagmm ATTR-ammnongosa c yyetom nokasatenein N-KOHLEBOro npefLlecTBeHHMKa
MO3roBoro Hatpuiypetudeckoro nentuaa (NT-proBNP >3000 nr/mn) n ckopoctu Kny6ou-
koo ¢unbTpaumm (CKO <45 mn/muH) [19]. BoigenatoT 3 ctagum ATTR-ammunongo3sa: npu
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Ta6bnuuya 1

CeppeuHble 1 BHecepaeUHble NposaBneHuns («kkpacHble ¢pnarn») ATTR-amunongosa

Table 1

Cardiac and non-cardiac manifestations ("red flags") of ATTR amyloidosis

KapaunanbHbie npusHaku ATTR-KMIN

SKcTpaKapauanbHble npusHakm ATTR-
amunonposa

CH c coxpanHoi OB JTXK B Bo3pacTe 265 net

Pa3pbiB cyxoxunua buenca (cneunduueH ansa
ATTRwt)

CTeHO3 aopTanbHOro KnamnaHa y nmu ctapiue 65 net
(B TOM Ymncne HU3KOMOTOKOBbIV, HU3KOrPaANEHTHbIN)

CUMNTOMHbI CTEHO3 CMMHHOMO3rOBOrO KaHana no-
ACHUYHOTO oTAena (xapaktepeH ana ATTRwt)

[MnoTeH3nA, B TOM Uncne optoctaTuyeckas, unm
«HOPMOTEH3MAY Y MaLMeHTa C NpeALecTByioLei
apTepunanbHON rmnepTeHsnen

[1ByCTOPOHHWIN CUHAPOM 3anACTHOro KaHana (CuH-
npom xapakTtepeH u ans ATTRwt, n gna ATTRv)

OTAroLWeHHbIN cemenHblli aHaMHe3 (XpoHuyeckas
BOCManuTeNbHasA AeMUENOHN3NPYIOLLasA NOANHEN-
ponaTus UM nguonaTuyeckas rnofMHenponaTus
Y POACTBEHHUKOB 1- NNHNW)

CeHCOMOTOpPHaA NOIMHENponaTnaA, NPorpeccupy-
toLan «oT AMNCTaNbHOrO TUMa K MPOKCUManbHOMY»
(xapakTepHa gna ATTRv)

AHOManbHoe COOTHOLLEHMe BosbTax/Macca:

SKI (Hu3Kui BonbTax) + xoKI (yBennyeHuve Ton-
LWMHbI CTEHOK JTK =12 MM Npu NCKNOYEHUN APYTNX
NPUYNH)

BereTaTvBHas AUCOYHKUNSA, BKIIOUAA XKeny[oUYHO-
KULLIEYHble PacCTPONCTBA 1 YyBCTBO ObICTPOro
HacblweH A (BcTpeyaeTca Kak npu ATTRwt,

Tak 1 npu ATTRv)

MceBponHdapKTHbIN NaTTepH IKI Npn oTcyTCTBUM
reMofnHaM1YecKm 3HaYNMbIX CTEHO30B KOPOHaPHbIX
apTepuit

[nyxoTta (xapakTepHa ana ATTRwt)

HapyleHuna cnHoaTpuanbHON, aTPYOBEHTPUKY-
NAPHON 1 BHYTPVXKENYA04KOBOI NPOBOANMOCTH,
Wwnpoknii komnnekc QRS

MomyTHeHMe XpycTanuKa (cneuruyHblii CUMnTom
ATTRv)

Cy63HA0KapAvanbHoe UM TpaHCMypanbHOe Hako-
nneHne KOHTpacTa (/unn yBenniyeHvie BHEKNETOYHO-
ro o6bema) npu MPT

CHVXeHHas npogosnbHas gepopmaums JIK:
CHUKeHe fedpopmaumn 6asanbHbIX OTAENOB NpU
COXPAHHOW NPOLOJIbHOWM COKPATUMOCTY BEPXYLLUKM
(deHomeH «apical sparing»)

HenponopunoHanbHO BbICOKMI YPOBEHb
N-KOHLeBOro npefLwecTBeHHNKA MO3roBOro HaTpui-
ypeTnyeckoro nentuaa (NT-proBNP)

MNosBneHre KPOBOM3NUAHMI Ha KOXe, MaKpornoccus,
NPOTENHYPUA U NMOYeYHasA HeAOCTaTOYHOCTb (Npu-
3HaKM Hanbonee xapakTepHbl Ans AL-amnnonzosa,
HO MHOrAa BCTpeyvatoTca n npu ATTR)

CTaguu 1 He BbIABNAETCA HY OfMH U3 KpUTepUeB, NPy CTagumn 2 MoxeT Habntogatbea 1 u3
2 KpuTepreB, Npu cTagnm 3 NpUCyTCTBYIOT 06a Kputepus [19].

MaTtorHomoHunuHble DKI-nsmeHenmns npu ATTR-KMIN

Mpwn ATTR-KMI BbisiBnAemble JKI-M3mMeHeHNA OTpaXkaloT yTOJLEHWE IeBOro Xesy-
[OYKa B CBA3N C HAKOMMEHUEM B UHTEPCTULMM HU3KOIMNACTUYHOIO aMuionga: H13Kas
aMnInTyna, nceBaovHbapKTHBIM NaTTepH B NepefHuX U HVXKHUX OTBeAEeHUsX, cnabas
nporpeccua 3yb6ua R. Knaccuueckaa tpuaga SKI-usmeHeHwii npu amunounpgose cepaua
BK/toyaeT: 1) HMU3KoBoNbTHble QRS-komnnekcbl (06was Bbicota QRS B oTBeAeHUAX OT
KOoHeuHocTen meHble 0,5 MB 1 Bonbtaxk QRS meHee 0,8-1 MB B rpyaHbIx OTBeAEHUAX);
2) nceBpoviHbapKTHbI NaTTepH (Natonoruyeckure 3y6ubl Q, coctaBnsawLmne He MeHee 1/4
amnnutygbl R) n/unm 3) 3ybubl QS B ABYX nocnefoBaTenbHblX OTBeAeHUAX U/Uan oTcyT-
CTBMe NpupocTa 3y6ua R B rpyaHbix 0TBeieHMAX (MpY OTCYTCTBUM ULLeMUYecKon 6onesHn
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cepaua n 6nokagbl neBo HOXKKM NyuKa ica) [3-5]. Hu3koamnnmTygHble KOMnnekcbl Ha
JKI B coueTaHuu C yBeniueHneM TONLWMHbI CTEHKN »Key[0uKOB ABAIOTCA KNacCMYeCcKnm
npu3sHakom amunongo3sa cepgua [1-3, 20]. OaHaKo HU3KMIA BOSIbTaXK KOMMJIEKCOB He ABNA-
€TCA YHUBEPCaNbHbIM KpUTEPUEM ANArHOCTUKM CEPAEYHOro aMuIornao3a, No nuteparyp-
HbIM JaHHbIM, PaCNpPOCTPaHEHHOCTb HN3KOBOBbTHOM JKI 3HaUMTENBHO BapbupyeT — oT 46
[0 70% [3]. Hn3knin Bonbtax 6onee xapaktepeH ana AL-KMI, yem gna ATTR-KMI [4, 201.
Mpwn noareep>kpeHHo ATTR-KMIT H13KMiA BONIbTaXK BbIABNAETCA TONbKO Y 25% navuneHToB
[5, 20, 21]. Ana ATTR-KMI 6onee xapakTepHbIM ABNAETCA NCEBAOMHPAPKTHBIV NaTTepH
JKT, ero BbIABAAIOT (B OCHOBHOM B NepeAHUX rpyAHbIX OTBeAEHNAX) NpruMepHO Y 60% nuny
¢ TTR-amunoungHom KMI. Hannume natonornyecknx Q n QS 3y6uos y nauyneHtos c ATTR-
KMIT accoummpoBaHo C yBenmyeHneM TOMLLUMHbI MEXXKeNy[ouKoBor neperopoaku (M)
N ABNAeTCA Hanbonee YacTbiM M3MeHeHVEeM Mpu 6onee TONCTbIX CTeHKax cepaua [5, 6, 20,
21]. Ha puc. 1 npegcrtasneHa 3Kl naunenTa J1. ¢ BepudnumpoarHoin ATTR-KMI, aemoH-
CTpupyioLwasa npu3sHaky HU3KosonbTHoM JKI B otBegeHuax |, Il 11, aVL n V4, V5, V6, nces-
[opy6LoBbIZ NaTTepH ¢ rnybokmm 3ybLiom QS B oTBefieHnax V1, V2, oTcyTcTBME NpUpOCTa
R BV2-V4 1 cmelleHne nepexogHoM 30Hbl K oTBegeHumto V5.

HapylueHunsa aTproBeHTPUKYNAPHON MPOBOAMMOCTU U Gubpunnauma npeacepaun
(@) vawe Bctpevatotca npu ATTR-KMI, yem npu AL-amunomnpose. B uccnegosaHusx
F. Cappelli et al. aBTopbl 06Hapyxmnu, uto pacnpoctpaHeHHocTb O npu ATTR-KMI B
4-6 pas3 Bbilwe, yem npu AL-popme [21]. OcobeHHocTbio Ol Npu amunongo3e AasnaeTcA
HeBbICOKasA YacToTa XeNyJo4YKOBOro OTBeTa — valle HabnodaTca BapmaHTbl 6pagm- nnu
Hopmocuctonuyeckon @I [20, 21]. Tem He MeHee, HECMOTPA Ha LLUMPOKYI pPacnpocTpa-
HEHHOCTb NepeyuncrieHHbix IKI-M3MeHeHN NpU aMUIongo3e, BbICOKOCNEUNGUUECKNX 1

Puc. 1. 3Kl naymenTa J1., TTR-reHoTMN-nosntTuBHOro, c BepuduuuposaHHoii ATTRv-KMI - o6HapyxeHne
K/laccmveckoli Tpuaabl NPU3HaKoB amuionao3sa cepgua

Fig. 1. ECG of patient L. genotype positive for TTR with verified ATTRv-CMP - a finding of the classic triad
of signs of cardiac amyloidosis
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BbICOKOUYBCTBUTENbHbIX JKI-KpnTepres, yKasbiBaloWwmx Ha amunongHyo KMI, He cyLue-
CTBYET.

dxokapauorpadpunueckme npusHaku ATTR-KMN

Y naumenToB ¢ ATTR-KMI npofonbHaa COKPaTUMOCTb »KefyAOoUKOB HapyLlaeTca 3a-
[ONITO A0 MOABJIEHUA CUCTONMYECKOW AUCPYHKLMM 1 rnobanbHoro cHmkeHua OB JIXK;
cokpaTuTenbHaa AnchyHKUMA, onpefensemas HapylleHMeM npoponbHon fedopma-
uun, npeaLwecTByeT pa3BepHYTon KnnHnYeckom kaptuHe CH. Mpun oueHKe NpogonbHbIX
CTPENHOB y MaLMEeHTOB C CepAEeYHbIM aMUIONA030M HabnoaaloT AOBONbHO TUMUYHbIE
NPuU3HaK1 B BUAE 3HAUYMMOTO HapyLleHUA NpoAonbHoM AedpopmMaLim 6a3anbHbIX CErMeH-
TOB B OCHOBaHWM JTXK Ha $pOHEe OTHOCUTENBHO XOPOoLUEl annKanbHOM NPOAOSIbHON COKpa-
TmocTn (deHomeH «apical sparing» nunu «cherry on top» — «BuLIEHKa Ha TopTey). Konu-
yecTBEHHasA OLEeHKa aHOMaslbHOro OTHOLLEHUA anuKanbHol fepopmaumm K 6a3anbHON
(unn annkanbHOM K 6a3anbHOM 1 cpepHein) aedbopmauny KenygouKoB MMeET BbICOKYHO
[AMarHoCTUYecKyt ToUHoOCTb [22, 23] ana auddepeHuraumm ammnongosa cepaua c 3abo-
neBaHVAMN Apyrom 3Tmonornn. Y naumeHtos ¢ ammnoungHon KMI npu coxpaHHon nnu
cnerka cHveHHon OB JIXK cHukeHne dpakumoHHoro ykopoueHus (OY) MoxKeT cny»Kutb
LOMONHUTENIbHBIM MapKepoM, MO3BONAOLUM 3aMoA03pUTb 3TO 3aboneBaHne. CHUXKeHne
DY meHee 30% ABNAETCA KNUHUYECKN 3HAaUUMBbIM; AnA oueHkn QY ncnonb3yoT napacrep-
HaNbHbI JOCTYN C No3uuuen no anuHHo ocn JIXK (pacuet no popmyne: OY (%) = KAP -
KCP / KOP X 100%). OKcnepTbl BblAENAT HECKONbKO XapaKTepHbIX MOPGOPYHKLIMOHaNb-
HblX IxoKIl-napameTpoB, KOTOpPble C BbICOKOW CTEMEeHbI BEPOATHOCTN aCCOLMMPOBaHbI C
amunomnpo3som cepaua [22, 23]: 1) ytonweHue cteHku JIXK u IMPK; 2) bunpepcepaHan gunna-
Tauusa — NHgeKc o6beMoB >34 mn/m? (puc. 2A); 3) NOBbLILWEHHOE faBNIEHUE HaMONHEHUA
JI’K; 4) Bblpa)keHHOe CHUKeHME TKaHEeBOW JOMNIEPOBCKOM CKOPOCTU MUTPaNbHOMO KONbLa;
5) HM3KOMOTOYHbIW, HA3KOTPAAVNEHTHbIV a0PTaNbHbIN CTEHO3; 6) HEGOMBLLON NepuUKapan-
anbHbI BbINOT; 7) coxpaHHasa OB JIXK ¢ Huzkoi DY; 8) cHUKeHMe rnobanbHoN 6a3anbHom
npogonbHol aedopmauvi NpU COXpaHHOW NPOLObHOM COKPaTUMOCTUN BEPXYLLKM. [pu
LiIBETOBOM KOZMPOBaHWK LWKasbl NpofosnbHon aedopmaumu JIK B KpyroBom cektope Ha-
6ntofaeTca xapakTepHbil Tun («apical sparing or cherry on top») NpofobHbIX CTPEHOB B
17 cermeHTax JIXK no cxeme «bblubero rnasa» (puc. 2D).

Ona oueHkn pasnenuns B JIM (gaBneHne HanonHeHua JIXK) aKcnepTbl peKoMeHayoT
nposegeHne 1) MMNyNbCHO-BOHOBOW Jonneporpaduy ¢ M3MepeHnem TpaHCMUTPasb-
HbiX E 1 A nMKoB (NaTTepH HapyLUeHHOW penakcauum MoxeT NPUCYTCTBOBATb Ha PaHHMUX
CTapumAx 3aboneBaHus, NCeBAOHOPMAIbHbIN U/UNN PECTPUKTUBHBIN NaTTepPH NpoABnAeT-
CA K MOMEHTY pa3BuTua cumntomos CH) n 2) TKaHeBoW fonneporpaduy MUTPanbHOro
KonbLa (KpaHe HM3KKe cenTanbHana 1 natepanbHasa KONbLeBble CKOPOCTU ~5 cM/ceK oT-
pakatoT aHOMasnbHOe paccnabneHne 1 PacTAXUMOCTb M1oKapaa) [17, 22, 23].

Mpu3sHakn amunonpgosa no AaHHbIM MarHNTHO-Pe30HaHCHON TomMmorpadun

MarHuTH-pe3oHaHcHaa Tomorpadua (MPT) cepaua ¢ npYMeHeHMEM NapaMarHUTHbIX
KOHTPACTHbIX MpenapaToB Ha OCHOBE rafofIHUA ABNAETCA AOMOSHUTENbHbBIM BblCOKO-
UyBCTBUTENbHbIM BU3Yanv3UPYLMM MeTOAOM (4yBCTBUTENIbHOCTb M CneuudryHOCTb
npubnmxatoTtca K 85-90%), no3sonAWNM BepndnLMpoBaTb HannyMe ammionia B Mu-
okappe [24]. lna amunounposa xapaktepHo anddysHoe cybaHfoKapamnanbHoe Hakomne-
HMe KOHTpacTa C NopakeHneMm Bcex CTeHOK JIPK, KoTopoe MOXeT couyeTaTbCA C PaHHUM
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4Cc=59 LV Peak SystolicStrain
®B=38%

GLS avg =-10,8%

C D

Puc. 2. 9xoKT naumenta J1., TTR-reHoTMN-no3nTnBHoro, ¢ sepnpuumnposaHHon ATTRv-KMI

Mpumeyanua: A) npusHaku gnnatauyum nesoro npeacepava (J1M); B) cHuxeHne nuka cuctonnyeckoro ctpeiiHa JIM; C) ytonwe-
HIE MEX>KeNlyOUYKOBO Neperopoaky ¢ eHOMEHOM «APKMX 3€PHUCTbIX BKIOUEHM» 1 D) cxeMa KapTpOoBaHusA NPoAosbHON
nedopmaumu JTXK B KpyroBom cektope: deHomeH «apical sparing or cherry on top» — B 6a3anbHbIx CErMeHTax OTMEUYaAETCA CHUXKe-
Hne GLS go -2%, a B 0651acTV BepXYyLLKM MPOAO/bHAA COKPATUMOCTb B HopMe (GLS apic = -18%).

Fig. 2. Echo of patient L. genotype positive for TTR with verified ATTRv-CM

Notes: A) signs of dilatation of the left atrium (LA); B) a decrease in the peak of the systolic LA strain (PALS); C) thickening of
the interventricular septum (IVS) with the phenomenon of "bright granular inclusions" and D) LV mapping of longitudinal
deformation in the circular sector: the phenomenon "apical sparing or cherry on top" - in the basal segments there is a decrease
in GLS to -2%, and in apex region longitudinal contractility is normal (GLS apic = -18%).

NMoTeMHeHMeM Myfna KpPoBU 13-3a ObICTPOro BbiIMbIBaHUA KOHTPACTa M3 KPOBU B MHTep-
CTULManbHOe MPOCTPAHCTBO, KOTOPOE YBESIMYEHO 3a CYeT OTNoXKeHMA amunounga. Mpu-
MeyaTenibHO, YTO HEeTUMUYHble MATTEPHbl OTCPOUYEHHOro HaKOMIEHMA KOHTPACTHOro

«Kapgvonorus B benapycu», 2023, Tom 15, N2 4 499



TpaHCTUpEeTMH-aMMIongHan KapgMOMUONaTUA: KPUTEPUN HEVHBA3VBHOW ANArHOCTMKMU,
KNIMHUYecKoe HabsofeHne

npenapata (oyarosoe, Anddy3Hoe TpaHCMypasbHOE UK MATHUCTOE) He MO3BONAT NOoJ-
HOCTbIO MCKNIOUNTb aMUIONA03 cepALa. YBenmyeHne 3HaueHnin T1 HaTUBHOW penakcayum
Habniopaetca y nuy c amunouaHon KMI B foknnHnyeckom ctagum (4o noAsneHnsa yTon-
WweHna mmokapaa JIXK unu nosbiweHna 6uomapkepos NT-proBNP u Tnl B KpoBu) 1 ABna-
eTCs «KpacHbIM dnarom» ammnnonaosa cepaua. Ansa Tomorpados € HaNPAXKEHHOCTBIO NoONA
1,5T 66111 onpepeneHbl oporosble 3HayeHnA T1 HaTMBHOro Mmokapaa (T1 <1036 mc ana
WCKIIOYEHNA aMUNoMA03a cepaua C oTpuuaTeslbHOM MPOrHOCTUYECKOW LIeHHOCTbIo 98%);
T1 >1164 mc gnAa NOATBEP)KAEHUA aMUIonao3a cepaLa C NoIoKUTENIbHOM NPOrHOCTNYe-
CKOM LieHHOCTbIo 98%). Takmm obpa3om, obHapyxeHne auddysHoro cybaHgoKkapamanb-
HOro nNaTTepHa OTCPOYEHHOIO HAKOMJIEHWA KOHTPAcTa B COYeTaHUN C aHOMaNIbHOW KMHe-
TUKOW rafoNnHUA, yBenmnyeHnem BpemMmeHn HaTUBHOW (HeKOHTpacTHown) T1-penakcaumm n
NoBblLEHNE NapamMeTpa BHeKNeTOUHOro obbema (Pppakuyma ECV >40%) anatotca gonon-
HUTENbHBIMW NOATBEPXKAALMMM GAKTOPAMU OTIONKEHMA aMUION[a BO BHEKJIETOYHOM
MaTpukce mmokapga. lNapamerpryeckaa MPT-Bu3yannsayma ¢ KOHTPACTHbIM YCUNEHVEM
n T1-KapTUpOBaHNeEM ABNAETCA METOAOM Bblbopa ans anddepeHUMaLnm ammnonaHbix 1
HeamunounaHbIX 3abonesaHnin. HecMoTpAa Ha To UTO MeToaMKa T2-KapTUPOBaHMA NO3BO-
nAeT o6HapyXuMTb OTeK (BakHbI 3nemeHT AL-KMI) n BocnaneHue, Bo3moxHocTtn MPT-
mMeToza B ToyHou guddepeHuymaumm ATTR-KMIM n AL-KMIT orpaHuyeHsbl [24]. Takmum o6pa-
30M, BCe BbllwenepeynciieHHble npusHaku MPT (puc. 3) ABNAOTCA KPUTEPUAMUN HanMumnA
amMunonaosa, OgHako Ana TMNMpoBaHuA n noaTeepxaeHna ATTR- mnn AL-ammnnongosa
HeobXoAMMO NpoBefeHNe fanbHeNWero AMarHoCTMYeCckoro o6cneoBaHums.

DHAOMUOKapAnanbHas OGUOMCUA OCTAaeTcsl «30/10TbIM CTaHAAPTOM» [AMArHOCTUKM
ATTR-KMI ¢ noutn 100%-HOM YyBCTBUTENBHOCTbIO U CNeundrUHOCTbIO, ecn bruonTaThbl
aHanM3MpYyHoT N3 HECKONbKMX YYaCTKOB (peKkoMeHaoBaHo >4 obpasua bruoncum) n Tectu-
pYyIOT Ha Hanuuve aMUNONAHbBIX OTIOKEHWNI NyTEM OKpaLLMBaHUA KOHIO KpacHbiM [1, 2,
4-6]. UpeHTMdUKaLmA HeNnpaBUIbHO CBEPHYTOrO 6enka-npefllecTBEHHNKa U ero Bepu-
duKauma gonxHa 6biTb NOATBEPXKAEHA MMMYHOTMCTOXMMUYECKM MM C MOMOLLbIO Macc-
CNeKTPOMEeTPUYEeCKOro aHanmsa. buoncnn gpyrnx TkaHemn, Hanpumep, acnupar Xupa u3
XKeNyAoUYHO-KULIEYHOro TpaKTa Uan OGPIOLWHON MOMOCTY, UMEIT Pa3Hylo UyBCTBUTENb-
HoCTb K ATTR, a B cnyyae amnnongosa ANKOro TMna YyBCTBUTENbHOCTb XMPOBOro acnu-
paTa coctaBnaet Bcero 15% [2]. AnbTepHaTVBHbIM BM3yann3npyowmm MeTogoM AnarHo-
ctnkun ATTR-KMIT, 6e3 HeobxoanmMoCT NHBa3UBHON Groncun cepaua, ABNAeTCA AgepHas
CLUMHTUIPadUA C UCMONb30BaHNEM PAAMOAKTUBHbBIX MHAMKATOPOB, TPOMHbIX K KOCTHOW
TKaHwu [2, 25].

CuuvHTUrpadma MnoKapaa c oCTeoTpPONHbIMU PaAnoaKTUBHbIMU papmnpenapa-
TaMmm

HepaBHue pocTukeHmsa B o6nacTu AgepHON BU3yanmn3aumm C UCMOSIb30BaHNEM pa-
LOVNOAKTVBHBIX MapKepoB, akTVBHO HaKamnanMBaeMbIX KOCTHOW TKaHblo, NO3BOAUAM fua-
rHocTupoBaTb ATTR-KMI1 6e3 6uoncum TkaHw. Tak, cUMHTUrpadma MMoKapaa C OCTeo-
TPOMHbIMU PaAMOaKTUBHbIMU dapMakonornyeckumy npenapatamu (POM) nossonset
HEeNHBA3UBHO M C 0YeHb BbICOKON crneundryHOCTbIo (99%) 1 YyBCTBUTENbHOCTLIO (86%)
NMOCTaBUTb BEPHbIN AMArHO3 1 n3bexaTb NHBA3MBHOIO MeTofa — SHAOMUOKapAnanbHOM
6uoncuu [25]. Ana cunHtUrpadum npumeHsoT Tpyu POT, meyeHHbIX TexHelmem: 99mTc-
nupodocdat (PYP), Tc99m-3,3-audocdoHo-1,2-nponaHoankapboHoByto kucnoty (DPD)
n Tc99m-ruppokcumeTunenandocpoHat (HMDP). [eTanbHble MeXaHU3Mbl HaKOMAeHMWA
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Puc. 3. Pesynbratbl MPT-ckaHupoBaHua TTR-reHOTUN-NO3UTUBHOro nayueHTa J1. c BepudpuumpoBaHHoO
ATTRv-KMN

MpumeyaHua: A) Npu3HaKn gunataummn npefcepanin n ytonweHna mmokapga JIXK n MX B 4-kamepHoit MPT-npoekuuu, ruapone-
puKkapa (ykasaH ctpenkamu); B) anddysHoe HakonneHre KOHTPACcTHOro Npenapata (MHTpaMnkapaunanbHoe, cy6aHaoKapananb-
HOe) B OTCpOUeHHyto pasy ckaHupoBaHuA B Mnokapae JIXK n MK, no3aHee HakonneHne ragonuHvA NanuinApHbIMA MbllL@AMY,
CTeHKaMV Npeacepaunii, MexnpeacepiHON 1 Mex»KenyaoukoBoii neperopoakoin (benoe ceeyeHne); C) nosgHee anddysHoe Ha-
KonneHme KOHTpacTa (Mpoekuua no KopoTkoit ocun) B Mnokapae JIXK n MXK; D) cxemaTtnyeckoe n3obpakeHune ry6uHbl OTCpOYeH-
HOro HaKoMeHNA KOHTpPacTHoro npenapata (LGE, %) npu kpyrosom KapTuposaHum JTXK.

Fig. 3. Results of MRI scanning of patient L. genotype positive for TTR with verified ATTRv-CM

Notes: A) signs of atrial dilatation and LV et RV myocardium thickening in the MRI 4-chamber plane, hydropericardium (indicated
by arrows); B) diffuse late gadolinium enhancement (intramycardial, subendocardial) in the delayed phase of scanning in the LV
and RV myocardium, late gadolinium enhancement (LGE) images in papillary muscles, atrial walls, interatrial and interventricular
septum (white luminescence); C) diffuse LGE image (projection along the short axis) T1 contrast mapping of the LV and RV
myocardium; D) schematic representation of the depth LGE (%) circular mapping of the left ventricle.

3TUX MHANKATOPOB B MMOKapAe TOYHO Hen3BECTHbI, OAHAKO HEKOTOPbIe aBTOPbI Npeano-
naraoT, YTO 3TO CBA3AHO C HaNMyMeM MUKPOKabLMHATOB, KOTOPble Yalle BCTpeYatoTca
B cepfeyHon TKaHu npu ATTR-KMI, yem npu AL-KMIT [25-28]. [1nA oueHKn pesynbTa-
TOB CUMHTUrPadun cpaBHMBAIOT HakomnneHne POM cepauem u 3axBaTt POl pebepHbiMr
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KOCTAIMM, OLleHMBasA C MOMOLLbIO MOYKONNYECTBEHHON CTeneHn rpagauum — ot 0 cteneHu
(otcyTcTBME nornouweHna POM) go 3-i cteneHun (cepgeyuHoe nornouleHre POI npesbl-
LIaeT KOCTHOE HaKoMneHve paguomeTku pebpamu). MiccnegoBaHua ¢ ncnonb3oBaHuem
99mTc-PYP npoaemoHcTpupoBanu, uto ana gubdepeHuymaumm AL-KMIM n ATTR-KMIN ue-
necoobpasHo NprYMeHeHVe KONMYeCTBEHHOro UHAeKca >1,5 — COOTHOLLIEeHNA KOHTpRaTe-
panbHo n3mepeHHoro nornotweHus POM cepauem v rpygHon kneTtkon [25-28].

[JaHHble o nornoweHnn mnokapgom POl 2-in nnmn 3-in cteneHn npu cuMHTUrpadun
N oTpuLUaTenbHble pe3ynbTaTbl TECTOB Ha onpefesieHne aHOMaslbHbIX MOHOKOHaNbHbIX
aHTWTeN B CbIBOPOTKE U MOYe MMET cnelndUUYHOCTb Y NOMOXKUTENIbHYI MPOrHOCTU-
yeckyto LleHHOCTb 100% ana ATTR-KMIT [2, 25-28]. CunHTurpaduueckoe nccnegoBaHue
COCTOUT U3 MPULENbHOrO MiaHapHOro UccnefoBaHnAa U ogHOGOTOHHON SMUCCMOHHOM
KomnbtoTepHol Tomorpadum (O3KT) ceppua uvepe3 2-3 uyaca nocne uHbekuun POI
[25]. Mpwy nNnaHapHOM KccnefoBaHWUM B NepefHer NPoeKunn OLEeHNBAETCA OTHOLLIEHNKE
WHTEHCMBHOCTU HaKOMMIeHNA B 06/1acTy cepAaua Mo OTHOLIEHUIO K KOHTpanaTepanbHON
CTOpPOHe, NoKasaTenb >1,5 ABnAeTcsa xapaktepHbiM ana ATTR-amunonposa. Tomorpadu-
yeckoe nccnefjoBaHe HeObXoaUMO ANA nofaTBepxaeHna HakonneHua POM B Mrnokap-
[le, a He B NonocTaAx cepaua. [Ina oueHKn MHTeHCMBHOCTY HakonneHusa PO B Mnokapgae
npumeHsatoT wkany E. Perugini [26]: cteneHb 0 — OTCYyTCTBME CepAeYHOro NOrnoLeHns;

CreneHb 0 CreneHb 1 CreneHb 2 CreneHb 3

Puc. 4. BapnaHTbl pa3snunyHoii cTeneHn 3axaaTa octeorponHoro PO muokapaom npu oueHke
cumHTUrpadpum c pocdpatHbiMu Komnnekcamu, meyeHHbIMU 99MTC

MpuMeyaHma: cTeneHb 0 — OTCYTCTBUE NOrNoLWeHUA Muokapaom POM 1 HopmanbHOe NornoLeHne KOCTHOW TKaHbIo; CTeneHb 1 -
3axBaT MMOKapPAIOM B MEHDBLLEN CTEMEHU, YeM KOCTHOW TKaHbHO; CTENEHb 2 — CePAEYHbI 3aXBaT C HTEHCVYBHOCTbIO, aHANIOTMYHOM
KOCTHOMY CMTHany; CTeneHb 3 — 3axBaT Miokapaom POT npeBbIlaeT HaKoMNIEHVe KOCTHOW TKaHbIo.

Fig. 4. Variants of different degrees of capture of osteotropic radioactive markers by the myocardium,
evaluation options assessing scintigraphy with Tc99m-PYP scan

Notes: grade 0 — no uptake of radiomarker by myocardium and normal capture by bone tissue; grade 1 — myocardial capture to a

lesser extent than by bone tissue; grade 2 - cardiac capture with an intensity similar to the bone signal; grade 3 - capture by the
myocardium of the osteotropic radioactive marker exceeds the accumulation of bone tissue.
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cTeneHb 1 — cepAeyHbIi 3axBaT NPUCYTCTBYET, HO MeHee MHTEHCMBEH, YeM KOCTHBbIN CUT-
Han; cTeneHb 2 — cepfeyHblil 3aXBaT C UHTEHCUBHOCTbLIO, aHANIOrMYHOM KOCTHOMY CUTHany
U 6onblLuUel, YeM KOCTHbIV CUTHas; cTeneHb 3 — MpenMyLLecTBEHHbIV CepheyHbI 3axBaT
CO 3HaAUMTENbHO OCNabNeHHbIM NN OTCYTCTBYIOLMM KOCTHBIM CUrHanom [26]. YpoBeHb
3axBaTa Muokapgom POI 2-3-in cteneHu ABnaeTcA XapakTepHbim ana ATTR-amunonposa
(punc. 4).

Takum obpaszom, cepaeuHbli ATTR-amUIonMA03 MOXKET ObiTb AMArHOCTMPOBaH NPU OT-
CYTCTBUU FMCTONIOTMYECKOro UCCNIeoBaHMA Ha GOHE TUMUYHbBIX KpUTepUasbHbIX MPr3Ha-
koB DxoKI u MPT, korga npu cumHTUrpadmm cepaua C OCTEOTPOMHONM PaANOMETKON Bbl-
ABNAOTCA YPOBHU 3axBaTa Mnokapgom PO 2-in unm 3-in ctenenn [28]. CornacHo KOHCEH-
CYCHOMY 3KCNepTHOMY [OKYMEHTY (anropuT™M HEMHBA3UBHOWN AMArHOCTUKM aMUIOMA03a
cepaua) [2] y naumeHToB C XxapaKTepHbIM/ NMPU3HaKaMy amnnona03a no AaHHbIM IxXoKI
unu MPT, nmetowymx ypoBeHb HakomnneHua POT mruokapaom 2-1 unm 3-i cteneHun no aax-
Hbim O3KT, gnarHo3 ATTR-amunongo3sa MOXHO ycTaHaBnuBaTb 6e3 npoBegeHUs 6uoncum
[2,27,28].

leHeTMUYeCcKOe TeCcTUpPOBaHMeE - 3aKAUYNTENIbHbIN 3Tan HEMHBAa3WBHON AUMarHo-
ctukm ATTR

Ina nogreepxaeHua cepgeyHoro ATTR-ammnnongosa BaXKHbIM 3TanoM ANarHOCTUKK
ABNAETCA NPOBefleHNe reHeTNUYeCKoro TeCTUPOBaHNA C CEKBEHMPOBAHNEM HYKNeoTUa-
HbIX nocnefoBaTenbHocTe B reHe TTR AnA oueHKW Hanuuma myTaumin n gubdeper-
umnanbHo guarHocTmkm ATTRwt n ATTRv, uToObl BbIIBUTb CeMelHble Clyyan paHHen
cTaguun 3abonesaHus [7-9, 11]. 3Tn aBe ¢opMbl 3ab6oneBaHNA OTIMYAIOTCA KaK MO Kiu-
HUYECKOW KapTMHe, TaK 1 NO CKOPOCTU nporpeccupoBanus [10]. Cpean KntoueBbIxX pas-
nuunii nccnepoBatenu BoigenaoT Ana ATTRwt 60nbLuyo CKIOHHOCTb K Pa3BUTUIO apuT-
MU, NPenMyLLeCcTBEHHO KapAuanbHylo dopmy 3aboneBaHus, a Takke Oonbluylo pac-
NPOCTPaHEHHOCTb cpeaun My>KunH. ATTRV BCTpeuaeTcs Kak Yy My>KUMH, TaK U Y MEeHLUUH,
yallle BbIABNAETCA Y NpeAcTaBuTeNell HeeBpONeouaHbIX pac 1 xapakTepusyeTtca 6onee
arpeccuBHbIM TeueHnem 3aboneaHua [7-9, 11]. leHeTUYecKoe TeCTUPOBAHME Lieneco-
06pa3HO NPOBOAMUTb faXe Y NOXKUJIbIX MALMEHTOB, MOCKOJbKY Y 3HaUUTENbHOMO YMcia n3
HUX MOTYT 6bITb MyTauun TTR, nepefaBaemble no HacneacTBy Aetam [11]. CooTHoLeHne
MeXAy HacneACTBEHHbIMU U AUKMU GOpMaMu B 3HaUMTENIbHON CTeNeH 3aBUCUT OT pe-
rMOHa, YacToTa BbiABNEHMA MyTauuii B reHe ATTR B HEKOTOPbIX perncrtpax Bapbupyet ot
1% po 17% [1-9, 11]. Pazsutre KMI1 xapakTepHO B MeHbLUel cTeneHun gna He-Val30Met-
MyTaLWii, OfHAKO fa)ke Npu BbIABNEHW APYTUX TUMOB Hesb3A UCKoYaTb BEPOATHOCTb
npucoeanHeHnA nopaxeHua cepaua [11, 29]. MNpwn 3Tom He y BCeX HOCcuTenen MyTauumn
06Hapy»k1MBaeTCA MOMHbIN HAbOP KNMHMYECKUX NPOABNEHWI, XapakTepHbIX ANA JaHHO-
ro TMna myTaumm, 1 Ha060pPOT — He Bceraa TAXesnble GopMbl aCCOLMMPOBaHbI C Hacea-
CTBEHHbIM TUnom ATTRv-amunounaosa.

B KIIMHUYECKOE HABJMIOAEHWE

Mpob6aHp J1., 70-neTHUn My>kumHa 6e3 rmnepTeH3MBHOrO aHaMHe3a, obpaTtumnca 3a
KoHcynbTaumen B PHIMLK c »kano6amu Ha 4yBCTBO HapyLUEHMWA CepAeYHOro puTmMa, oTeku
roneHen 1 BbipaxeHHYI0 OAbIWKY Npu xoAbbe. [IBymA ropamy paHee y nauueHTa 6bina
AMarHOCTMpOBaHa Mwemmyeckaa 6onesHb cepaua, Nnos)ke YCTaHOBMIEH AUArHO3 Heob-
cTpykTuBHon F’KMIT ¢ cumntomamm CH 1 coxpaHHom dpakumert Bbiopoca (OB J1XK 58%). Ha
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¢doHe nposoaumon ctaHgapTHon Tepanun CH 3dpPpeKTUBHOro ymeHbLIeHUA NPoABeHNI
CH v oTeuHoro cnHapoma He oTmeyanoch. B nepuoge 14 mecAues naumeHT Obin ABax bl
rocnmTanu3rpoBaH B CTalMOHap, NPoBeAeHa KOpoHapoaHruorpadusa (Mpr3Hakos atepo-
CKNepoTMYECKOro CTeHO3MPOBAHUA He BbIABMIEHO), JOCTUrHYTa He3HauMTeNbHaA CyOKoM-
neHcauma CH Ha ypoBsHe Il dyHKUOoHanbHoro knacca no NYHA.

AHamHes 3ab6oneBaHusA

PaHee cumtan ceba npakTMyecky 340POBbIM, 1O 65 neT paboTan B reonoropasBeke,
B HacTosLlee BpemaA — HepaboTaloLwWwuii NneHcroHep. ApTepranbHoe faBneHne npu pery-
NAPHbIX NpodrNakTNYeCKUX ocMoTpax He npesbiwano 120/80 mm pT. cT. [1Ba rofa Ha3aj
CTan oTMeuaTb OfbIWKY NPU He3HauuTenbHON GM3NYecKon Harpyske, 9 mecaleB Hasaj
NnoABMNacb ofbllKa MpY HakjoHe TynoBula Bnepes, NoABUANCL YyBCTBO HapylleHMWA
CepAeyvYHOro puTMa 1 TAXeCTb B MpaBoi noapebepHon obnacTu, CTOMKME NIOTHbIE OTEKN
Ha HUXKHUX KOHEYHOCTAX (2/3 roneHen).

O6beKTMBHO: 06LLee COCTOAHME OTHOCUTENBHO yaoBneTBoputenbHoe. Co3HaHue Ac-
Hoe. TeniocnoxeHve acTeHNYecKkoe, nNioLajb NoBepxHoCcTn Tena — 1,82 M?, MHaEKC Maccbl
Tena 23 Kr/m?. KoxkHble NoKpoBbl bneaHble. Bugrmblie cnusnctblie 06onoukmn 6negHo-po3o-
Bble. CepeyHo-cocyancTasa cuctema: NynbC = YacToTe cepaeydHbix cokpalleHnn (YCC) =
62 yA. B MUH., PUTMUYHBIN; apTepranbHoe aasneHne 110/70 mm PT. CT. (B NONOXeHUN CTOA
98/63 MM pPT. CT.). AyCKyNbTaTUBHO: TOHbI CepALa NpurayLeHsbl, | ToH >l Ha BepXxyLuKe, cu-
CTONMYECKUN LWYM Haf, BEPXYLLKOW, AyIOLWMIA NPOTOANACTONMYECKNIA WyM Bo || mexpebe-
pbe cnpaBga. [lbixaHue »kecTKoe, XpUnos HeT. LLlym TpeHna nnesBpbl cnpaBa B HUXKHUX OT-
penax. lNnoTHbIN Kpal neyeHn NnanbnupyeTca +3 cm oT Kpas pebepHom ayru. OTekn Hor Ao
cepeaviHbl roneHen. beHaoNHO3.

JKlM-uccnegoBaHuna

HecmoTpsa Ha Bbipa)keHHOe yTosLeHne MmoKkapaa, AaHHble noBepxHocTHon KT anc-
nponopLnoHanbHbl NaTTepHy runeptpodum JIXK — oTmeyaeTca HU3KKIA BonbTaxk QRS B
oTBefleHNAX OT KoHeuHocTel u B V5-V6, rnybokuii 3ybeu, QS B otBeaeHuax V1-V2, otcyT-
cTBre npupocTa 3. R B V2-V4 oTBefeHuAX, CMeLLeHne nepexoaHon 30Hbl BneBo (V5), nH-
Bepcua T-eonHbl B otBegeHuax |, Il, V5-V6, ysennyeHmne npoctpaHctBeHHoro yrna QRS-T
o 171° (Hopma go 107°). OKI naymweHTa J1. npegcTaBneHa Ha puc. 1.

CytouHoe moHuTopupoBaHune Kl

CnHycosbinn putmv ¢ YCC ot 45 go 109 (cpepHaa YCC 60) ya. B MvH. OgMHOYHbIe »Keny-
[IOUKOBble 3KCTpacuCTosbl — 116, OfMHOYHbIE HaOXKe/Ty[OUKOBbIe 3KCTPACUCTONbl — 664.
MapHble HapXenyfoukoBble 3KCTpacucTonbl — 13. 3aperncTpMpoBaHO 3 MapoKcM3Ma
(22 Komnnekca) HeyCTOMYMBOW >Keny[ouykoBOW MoHomopdHon Taxukapgum c YCC
140-156 ya. B MUH.

B KnuHMYeckom aHanm3e KpoBK U O6LLEeM aHanM3e MoYM y naumeHTa 3HauMbIX OT-
KNOHEeHWI He BblfiBNeHo. PacueTHasa ckopocTb Knyboukosol unstpauun (CK®) no CKD-
EPI coctaBuna 62 mn/mnH/1,73 M. B 6uoxrmmyeckom aHanm3e KpoBu onpefeneH BbICOKMN
yposeHb NT-proBNP - 3108 nr/mn.
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dxoKI-nccnegoBaHune

Mpu npoeeaeHnn DxoKI BbiABEHa gunaTauma oboux npeacepanin: ob6bem neBoro
npegcepana (OJ1M) — 91 mn, niaekcnposaHHbld OJIM (MOJIM) — 47 mn/m?, 06bem npaso-
ro npeacepaus (OMM) — 87 ma, nOMIM — 45 mn/m? (prc. 2A) N CHUXKEHME COKPATUTENTbHOM
byHKumm JM (puc. 2B) - Nk cuctonunueckoi TkaHesown gepopmarimm J1IM (PALS, peak atrial
longitudinal strain) coctaBun 13,5% (Hopma 53,1£12,0%). Paamepbl JTK: KOHeUYHO-AMaCToO-
nnueckun gnametp (KOA) — 49 mm, KoHeuyHo-cnctonuuecknin guametp (KCO) — 42 mm, KOO
JIK (Simpson) — 82 mn, KCO JIXK - 49 mn, O®B JIXK - 40%, nHAEKC Maccbl Mnokapga JIXK —
193 r/m2. O6HapyxeHa runeptpodua npasoro xenygouka (MK: TonwmHa 10 mm, TAPSE
16 mm) 1 JIXK ¢ TonwmHom cteHoK 13-21 mm (cpeHe-6a3anbHblll CerMEHT MEXMKeNyaou-
KOBOW neperopodku 21 MM, runepTpodus NanuaiApPHbIX MbILL), NOKANbHbIA TMNOKK-
He3 6a3anbHbix oTaenos MM, 6a3anbHbIXx cermeHTOB HOKOBOW 1 NepefHent cteHok JTXK.
B ctpykType MXI1 BbifiBNeH ynbTpa3BykoBol GeHOMEH «OMONHUTENbHbIX APKMX BKIIHO-
yeHuni» (puc. 2C). OBHapyxeHa cenapauma NMCTKOB Nepukapaa no 3agHen cteHke JIK - 6
MM, Mo nepepHen cteHke JIXK — 4 mm, 3a MM - 6 MM, BbiABNEHbI MPU3HAKN AMacToNnye-
cKol ANcOYHKLMM 1 NOBbILLEHHOTO AaBfieHNA HanonHeHUsA JIXK: yMeHbLUeHHble CKOPOCTY
TKaHeBbIX JOMNepPOBCKUX BOJH s, €' 1 @’ (<5 cm/c), cooTHoweHne ckopocTten E/e’ - 14. Mo
[aHHbIM ABYMEPHO CNeKN-TPEeKUHT Br3yanum3aunm oOHapy»KeHbl CHXeHMe rnobanbHom
npogonbHon aedopmauum JIXK (GLS=-10,8%) 1 TUNNYHBIA ANA CepAeUYHOro aMmnonao3a
TN «6blubero rnasa» (cxemMa KapTMpoBaHUA npogonbHon Aepopmamm JIK B KpyroBom
CeKTope) B Bfe 3HAaUYMMOTO HapyLLeHWA NpoaonbHon fedopmarmm B ocHoBaHUM J1XK (6a-
3abHble 1 cpegHue cermeHTbl: GLS oT —1% [0 —9%) € XOpOoLo COXpaHMBLUENCA anmnKalb-
HoW cokpaTmocTbio (GLS apical — —18%; ¢eHOMeH «BULLIEHKA Ha TopTe», puc. 2D). [nHa-
MuKa IxoKl-nccnepgoBaHnii, LOCTYMHBIX ANA aHanu3a B 2-neTHeM neprioge MaHn$ecTHoro
3aboneBaHuA, NpeAcTaBfieHa B Tabn. 2.

C uenbto anddepeHUManbHOM ANArHOCTUKN cuHApPOoMHoN TKMIT n 6one3Hn Hakone-
HUA NaumeHTy npoefeHo MPT-uccnegoBaHue cepaua C KOHTPACTHbIM ycuneHuem. MNpea-
BapuWTeNbHbIV AMarHO3: TPaHCTUPETUHOBDIN aMUNIONA03 C MPENMYLLECTBEHHBIM MOpaxe-
Huem ceppua, ctagus 2, XCH 26, OK NYHA II.

MPT ceppua ¢ KOHTPaCTHbIM yCUIeHNEeM

Mpu nposeneHnn MPT y nauymeHTa J1. oOHapyeHa XMOKOCTb B MONOCTU NepuKap-
[ia: No 6okoBoOW cTeHKe JIXK TonwmHa cnos 4o 8 MM, Mo HUXKHEN CcTeHKe — 6 MM (puc. 3A).
Mpwn HaTMBHOM T1-KapTupoBaHWUM BbiABAEeHbl MP-Npr3Haky pacliMpeHnsa MexKKneTou-
HOro MHTepCTUUManbHOro obbema: ysennyeHne spemeHn T1-penakcaumm go 1198 mc,
3HaunTeNbHOE paclnpeHne BHeKeTouHoro npoctpaHctea (ECV 70-80%). B pesynbrate
OLE€HKM OTCPOYEHHOrO HaKoMNeHNA rafoIMHUA NPY MOCTKOHTPACTHOM T1-KapTupoBaHun
obHapyXeHbl anddysHoe (MHTpammoKapamanbHoe, cyb3HAOKapAmManbHoOe) MNo3aHee
HaKornseHne KoHTpacta B Muokapge JIXK n MK, 3agepxKa ragonvmHua nanunasapHbIMy
MbILILIAMY, CTEHKaMW NPeAcepAnin, MexXnpeacepaHoOn 1 MeX>Kenyfo4yKoBON neperopos-
kon (puc. 3B, C, D). NMonyueHHble pe3ynbTratel MPT cepaLua cOOTBETCTBOBaNN KpUTepUAM
aMUNONAHOrO UHTEPCTULMANbHOIO HaKOMNMEHUA: yBennyeHne spemeHn T1-penakcaumm
(T1T >1164 Mc), pacwmpeHne MexKneTouHoro npoctpaHctea (ECV >40%), anddy3sHbin
naTTepH OTCPOYEHHOrO HAaKOMIEHMA KOHTPAcTa B MoOKapae 060mx »enyaoukos. Takum
obpa3zom, y naumeHTa J1. BbisBneHbl IxoKI- 1 MPT-KpuTeprn amunonao3a cepaua; Konu-
yecTBeHHbIe BM3yanusupyoLwmne Kputepun [2, 22-28] npefcrasneHbl B Tabn. 3.
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Ta6bnuua 2

AvHamunka pe3ynbTaToB BU3yanusupylowux MeTof0B NccnefoBaHnii y naymeHTa Jl. B 2-netHem
nepuope HabnoaeHus

Table 2
Dynamics of the results of imaging studies in patient L. in the 2-year follow-up period
Napamerp 3xoKT npwu ge6io- 3xoKr uepes rop IxoKr uepes MPT uepes 2 roga
Te 6GonesHun 2ropga 6onesHun
KOO JIXK, mn 92 82 77 156
KCO JTI’K, mn 50 49 49 65
OB J1X, % (Cumn- 26 40 36 58
COH)
TMXI, Mm 16-17 ba321/cp22/an17 ba319/cp21/an15 ba317/cp21/an13
KAP JIXK, mm 48 49 50 47
KCP J1XK, mm 40 42 43 40
QY XK, % 17 14 14 14
onn (nonn), mn
(/v 69 (38) 91 (47) 95 (52) 105
onn (wornmn), mn
(/v 50(27,5) 87 (45) 90 (49) 97
TNCMK, Mm 7 10 9 4
T3CITK, Mm 12 12 12 12
TAPSE, Mmm 17 17 16 16
UMM JIXK, r/m? 172 193 197 149
s'—e'-a, cv/c - (E/A=2,3) 5-6-5 3-4-4 -
AoP/MP/TP 1/2/2 1-2/3/3 2/3/3-4 1-2/3/3
[MnoknHes 6asanb- | AKHe3 6a3anbHo-
[MnoknHes 3agHe- [MNoKnHe3na ocHo-
KnHeTuka 6 o HbIX 1 CpefHUX neperopofoUHbIX
a3anbHbIl BaHWA cepaua
CermeHToB CcermeHToB
BbinoT, cenapayusn
NINCTKOB nepukap- |3-4 4-5 5-6 6-8
a, MM
OunddysHaa runoku- | Tuneptpodua JIXK n | MprsHaku ammnon-
He3uA. 3epHuUcTan M>K. BuatpuanbHaa | fo3a: TBpemenn T1
[TIK. Onactonnue- | nHGunbTpauma auvnatauus. >1164 mc, pacwmpe-
OcobeHHOCTH cKaa aucoyHkuma | mmokapaa MK, PectpuktuBHan HIE MEXKNEeTOYHOro
YTOonweHne CTEHOK | Anactonuyeckas npocTpaHcTea (ECV
JIXKn XK. bunpen- | ancyHKumA. 70-80%), naTTepH
cepfHaa gunatauua | flmgponepukapa andodysHoro LGE

MpumeyaHua: AoP — aopTanbHana peryprutauma (ctenenb); [MK — runeptpodua nesoro xenygouka; MMM — nHaekc maccbl Mu-
okapga JI’K; KO — koHeuHo-gnactonuueckunin anametp JIXK; KC[ - koHeuyHo-cuctonuyeckuii guametp JIXK; KOO - koHeyHo-Ana-
cronunyecknin o6vbem JIXK; KCO — KoHeuHo-cuctonnyecknin ob6bem; JTXK — nebit xxenyaouek; TMKI - TonLwmHa MexoKkenyfouKoBom
neperopoaku; T3CIIK — TonwwmHa 3aaHein ctedkn JIXK; OJIMN — o6bem nesoro npeacepans; OMNM — o6bem Npasoro npeacepans;
VOMM - nHAEKCMpPOBaHHbIN 06bem npaBoro npeacepans; MO — nHAEKCMPOBaHHbIM 06bem nesoro npegcepams; TIACMK —
TONWMHA NepefjHel CTEHKN NPaBoro xenyaoyka; MP — cteneHb MutpanbHOn peryprutauum; TP — cteneHb TpUKycnuaanbHom
peryprutauuy; OB — ppakuma Bbibpoca; TAPSE — amnnuntyaa CUCTONMYECKOro ABKEHWA KONbLA TPUKYCNMAANBHOIO KnanaHa;
s'— e’ a’ - ponnepoBcKas TKaHeBaA CKOPOCTb KoMbLia MUTPanbHOro KnanaHa; LGE — oTcpoueHHOe KOHTpacTupoBaHue ragonu-
Huem; ECV — BHeKNeTOUHbI 06bem.

Takum obpasowm, y naumenTa J1. BoianeHbl IKI-, OxoKI- n MPT-kputepumn ceppeyHo-
ro amunoungosa (konnyectseHHan dxoKl-oueHka coctasuna 10 n3 10 6annos); JOBOSIbHO
Nno3aHAA NeHeTPaHTHOCTb 3aboneBaHua (70 neT) u cneundUUHOCTb KIMHUYECKMX Npu-
3HAKOB MO3BONWUAN NPeanonoXnTb TTR-amunongos, n Ana NCKNoYeHNa/NoATBEPKAEHNA
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Busyanusupyowme Kputepun gna KomnnekcHon auarHoctukn ATTR-KMIN
Table 3

Imaging criteria for the comprehensive diagnosis of ATTR-CM

3xokapauorpaduueckmne Kpurepum A ELEREOGERTRD
pauorp purep y nayuenTaJl.
HeobbsacHUMOe yTonweHre JIK 6onee 12 MM B cOueTaHUN: + (21 Mmm)
1) c pnactonmyeckon ANCPyHKUmMen =2-i cTeneHy; + (E/e’14)
2) CyMeHbLUEHNeM CKOPOCTU TKaHEeBbIX AOMIEPOBCKIMX BOJH S, €' 1 a' (<5 cm/c); +(s’-e'-a'/3-4-4)
3) o cHMKeHnem obLwel npoponbHol gedopmaumm JIXK (@abcontoTHoe noporosoe | + (GLS=-10,8%)
3HaueHune GLS <-15%)
MHoronapameTpuyeckan KonnyecTrBeHHasA 3Xo0KapAuo- Cymma 6annoe gna | Cymma 6annoe y na-
rpaduyeckasn oLeHKa.
Kputepusa ymenTalJl.-X10
KputepmnanbHasa noporoBas cymma 6annos =8
1. OTHocuTenbHas TonwmHa cteHku JIXK (MK + 3C JTXK) / 3 3
KOO 1K >0,6
2. OrtHolweHue gonnep-ckopoctn E/e’>11 1 1
3. TAPSE <19 mm 2 2
4, A6contoTHOE 3HaueHue rnobanbHOV NPOAOAbHON 1 1
nedopmauun JIXK <-13%
5. OTHOLeHMe CUCTONMNYECKON NPOAOIbHON fedopmanm 3 3
K OCHOBaHuto >2,9
Kputepun MPT c KOHTPacTHbIM ycuneHuem ragonuHuem (o6nuratHoe Hanuyue 1+2)
1. OnddysHoe cybaHAOKAPAMANBHOE U TPAHCMYpPabHOE HaKoMnneHve 4
KOHTpacTa npu LGE
2. AHOManbHasA KMHeTUKa ragonuHma 1 ygennyeHne T1 BpemeHu HaTUBHON N
penakcaumm (T1 >1164 mc)
3. YBenuueHune BHeKNeTouHoro oobema (ECV >40%, 3HaUMMbIVi KpUTEPUIA, HO He .
ABNAETCA 06A3aTeNIbHbIM)

Mpumeyanua: KA - koHeuyHo-Anactonuyeckuini anameTp; MXKI - mexokenypoukoBana neperopogka; 3C JIXK — 3agHAA cTeHKa
neBoro »enyaouka; TAPSE — cuctonuyeckas 3KCKypcus NnocKoCTy TPUKYCNAanbHoro Konbua; GLS — rmobanbHas npoponbHas
nepopmaums; LGE — oTcpoueHHoe KoHTpacTpoBaHue rafonvHem; ECV — BHeKneTouHblii 06bem.

HacneACcTBEHHOrO KapauanbHoro ¢eHotuna ATTRv-ammnnonaosa npoBefeHbl KackaaHbli
CEMENHbIN CKPUHWHT U TeHeTUYeCKoe UccnefoBaHume.

FeHeTMuYecKoe TUNMpPOBaHMe

B pesynbrate TapretHoro NGS-cekBeHupoBaHua [OHK y npobaHpa BbisiBneHa na-
ToreHHaa mytauma TTR B 3-m 3k30He — c.C302T (p.A101V). MeTogom npamoro Sanger-
cekBeHUpoBaHua BapuaHT TTR p. A101V noaTeepaeH y npobaHaa v ABOUX ro CbiIHOBEN
45 1 49 nert. B pe3ynbraTe NOMHOMO ANArHOCTUYECKOro o6cneloBaHnA CbIHOBEN, HOCUTe-
nen aHanornyHOM MyTaLmKm, NPU3HAKOB NONMHENPONaTUX UM HayalbHOW CTagun cep-
[EYHOro ammnomngo3a Ha MOMEHT TECTUPOBaHUA He oOHapyXunu. Mi3onmpoBaHHoe Bbl-
ABNEHVe MyTauuun y yCIIOBHO 3[0POBbIX POACTBEHHUKOB He ABNAETCA OCHOBaHMEM AnA
ycTaHoBneHua amarHosa ATTR-ammnnounpgosa n He onpegenseTt 100%-Hyt0 BEpOATHOCTb
pa3BuUTKA ero B 6yayLLeM, MOCKONbKY, HECMOTPA Ha aQyTOCOMHO-AOMUHAHTHbIN TWM Hacse-
[0BaHMsA, 3aboneBaHue B LieSIoM XapaKTepr3yeTcsa HU3KOWM NeHeTPaHTHOCTbIO.

Takum o6pa3om, amunovgoreHHasa myTauma B reHe TTR (p. A101V), oGHapyxeHHasA y
NMOPa*eHHbIX YNEeHOB CeMbM, acCOLMMPOBaHa C NO3AHEN NEeHETPaAHTHOCTbIO KapAuanb-
Horo peHoTuna ATTR-amunomngosa. PogcteeHHKam npobaHga, HoCUTeNsAM NaToreHHoro
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BapuaHTa, PeKOMEHAOBAHO eXerogHoe KinHuyeckoe obcneposaHme (IKI, IxoKl, XM,
MPT no nokasaHuam) C onpefeneHnem ypoBHeEN cepAeyHblX MapKepoB (TPonoHuH I/T,
NT-proBNP) 1 oueHKon opToCTaTMUYECKOW MMMOTEH3UN AA BbIABNEHUA paHHeNn/cyoKnu-
Huyeckon ctagmm amunounaHon KMI n pelieHns Bonpoca 0 HeobXoaMMocCTh CTapTa
cneuyndryeckon TapreTHol Tepanuu (Npenapart Bblbopa — Tapamuanc).

B OBbCYXIOEHWUE

ATTR-amnnonaos B HacTosiLiee BpeMs CUNTAEeTCA Hanmbornee yacto Gopmoit BbiABNA-
€MOro cepAey4yHoro aMuaonao3a, MarHocTmKa ero ynyudlaetca 6narofapa JOCTUXKEHUAM
B TEXHONOTMAX BU3yanu3aLumn 1 reHeTuyeckoro aHanmsa. C pa3paboTkon 1 NpuMeHeHu-
€M HOBbIX BblCOKOCMeUUPUUYHbIX npenapaTtoB ana nedeHna ATTR paHHAA guarHOCTMKa
MMeeT NPOrHOCTMYECKOe 1 TepaneBTMYeCcKoe 3HaueHne, Tak kKak ATTR-KMIT moxeT cTaTtb
CErofHA noTeHUManbHO n3neunmbiM 3aboneaHmnem. CoBpemMeHHble CTpaTernm fieyeHus,
nofasnswoLWmMe CMHTE3 aHOManbHoro 6enka npu ATTRv (npenapaTtbl NATUCUPaH, NHOTep-
ceH) unu ctabunusupyrowme 6enok TTR (tadamugnc, gudniocmHan, AG10), 3ameanstot
WM OCTaHaB/IMBAIOT NPOrpeccupoBaHne 3aboneBaHus, ynydLllaloT BbKMBAEMOCTb NaLu-
eHToB ¢ ATTR-KMI1 [14-16]. locTuKeHnA B HEMHBA3WUBHOW AMAarHOCTUKE B COYETAHUN C
nonyyeHHbIMK joKa3aTenbcTBamun sddpekTrBHOCTU Tepanuu ATTR-KMI «nepemectunu»
3To 3aboneBaHve 13 pa3paga PeaKko BCTPeYaloLWenca 1 Hernsneuymmor naTonorum B cTa-
Tyc 6051e3HM, KOTOPYIO KIIMHULUCTbI AOMKHbI MPULIENIbHO PacCMaTpUBaTb U AUArHOCTMPO-
BaTb. OCHOBaHMeM ANA NPeAnoNoXKeHUA O BO3MOXHOM aMUIONAHOM NOpaXkeHUn cepaua
y naymeHTa J1. B npefcTaBneHHOM HabnoaeHUn ABMNach BblpaXXeHHasa «becnpuunHHan»
rmnepTpodua NeBoro 1 NPaBoro XenyfouKkos, noaxoaswas nog onpegenexvie KM, Ho
¢ 6bICTPO NporpeccupyoLLell U ToIePaHTHON K NleyeHuto 3acToHon CH. Hu ognH u3 ot-
JAeNbHO B3ATbIX HEMHBAa3MBHbIX Npu3HakoB JKI nnm IxoKl He ABNAeTCA KpUTepmanbHbIM
M NAaTOrHOMOHWYHbIM ANA aMUNOMA03a cepAaua; OAHAKO KOMMeKcHoe coyeTaHune DKI-,
IxoKTI- n MPT-npr3HaKoB, TaKMX Kak aHOMaJIbHOe COOTHOLLEHME BOMbTaKk/Macca, BbiMoT B
nepvikapae, NPM3HaKky aHOMaNIbHOTO pacciabneHna N PacTAKUMOCTM MOKapaa (TKaHe-
BaA gonneporpadpus MAUTPaNbHOrO KoJibLia C HU3KUMW CEMNTaNIbHOW 1 laTepanbHOM KOJb-
LieBbIMU CKOPOCTAMU <5 CM/CeK, PEHOMEH «5-5-5»), XapaKTepHbI NaTTEPH M3MEHEHUSs
npogonbHol Aepopmauimm («BuLLIEHKa Ha TopTe») 1 AndQy3HbIN TN NO3[HEro Hakone-
HUA ragoNMHNA C PacLIMPEHNEM BHEKNETOYHOIo o6bema cepaua, NO3BOJIUIO C BbICOKOW
CTeneHblo BEPOATHOCTM NPEANONoXUTb aMUIoOMAHOE nopaxeHue cepgua. [ina yctaHos-
NeHNA ArarHo3a paHee HeobXxoAMMO ObIIO AoKa3aTb HanMuMe OTIOKEHUI amuUIonaa B
6uonTtate U MAeHTUGUUMPOBATL NaTOreHHbIN BapuaHT B reHe TTR. Bo3amoxHoCTb npu-
XU3HeHHoW amarHocTukm ATTR-KMI 6e3 6roncumn noasunacb ¢ BHEAPEHNEM B KINHU-
YecKyto MPaKTUKy cuuHTUrpadumn mmokapga ¢ nupodochatom; MeTo 0CTEOCUUHTUMPa-
bun ABnAeTCA anbTepHaTUBON, KOTOPas B pAfde Clyyaes No3BOsAeT YCTaHOBUTb AMarHo3
TPaHCTUPETUHOBOIO aMmuiongo3a cepaua 6e3 HeobXoaMMOCT MOPPONOrMYeckoro nc-
cnepoBaHuA [28]. B Hawem cnyyae gnarHo3 y naumeHTa J1. sepuduumnpoBaH reHeTuyecKku;
B pe3ynbTaTte cekBeHMpoBaHuA TTR reHa obHapyxeHa myTauua p. Ala101Val. PaHee aToT
BapuviaHT yxe Obin onucaH y nauuneHTos BenukobputaHun n Poccniickon ®epepauumu, B
npeAcTaBAeHHbIX CNyYanx Takxe Habnoganocb N301MPOoBaHHOE NoparkeHne cepaua [29].

BaXHOCTb paHHel AMarHOCTUKK ANA CBOEBPEMEHHOrO neveHnsa nauneHtos ¢ ATTR-
KM pe3ko BO3pocC/ia C MOSBEHWEM TapreTHbiX METOAOB Tepanuu, CNOCOOHbIX pa-
OVKanbHO M3MeHUTb cyabby nauumeHToB. ECnu B HepanekoM MpoLnoM BO3MOXKHOCTU
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Tepanuy amunomao3a cepiua orpaHMUYMBanCb HasHayeHnemM [UYPEeTUKOB, aHTaroHu-
CTOB MMUHEPaNOKOPTUKOWAHbIX PeLenToOpOB 1 aHTUKOArynsaHTOB, Tak Kak Apyrue npena-
paTbl (6eTa-6nokatopsbl, UHIIMO6UTOPLI ATTD) 06LIYHO NSIOXO NEPEHOCATCA NaLeHTaMu, TO
COBPEMEHHbIE BO3MOXHOCTM TapreTHOW Tepanuu N3MEeHUIN HUTUANCTUYECKIA CTepeo-

TN BpayebHOoro coobLiecTsa Ha ONTUMUCTUYECKMI NOAXOS K NeUYeHMo amuionaosa — Ha-

3HaueHune cneyuduueckoro npenaparta Tadbamuanca, cenekTmBHoro ctabunumsatopa TTR,

3amepniAoLLero aMuionaoreHes, NPOAEMOHCTPMPOBANO MakcManbHyio 3GGeKTUBHOCTb

npv paHHem ctapTte Tepanun [14-16].

B cornacutenbHom gokymeHTe paboueir rpynnbl ESC (2021) npefctaBneH NpocTon u
NMOHATHbIN anropuT™ gnarHoctnku AL- unn ATTR-ammnnongo3sa Ha OCHOBaHUM CLMHTUTPa-
bun 1 rematonornyecknx Tectos (onpefeneHne MOHOKIOHaNIbHOTO 6enka ¢ NOMOLLbIo
UMMyHOobUKCcaLumy 6enkoB CbIBOPOTKM 1 MOUM, OLleHKa YPOBHA CBOOOAHDIX JIETKUX Lienen
UMMYHOTNI06YNIMHOB B CbIBOPOTKE KpoBW) [2]:

B cumHTUrpaduma - cTeneHb O, remaToniorMyeckuii Tect oTpuuatenbHbii: AL/ATTR-
aMunonao3 mManoBeposATeH, Heobxogmmo nposefeHvie MPT cepaua 1, BO3MOXKHO, 6U-
oncuy;

B cumHTUrpadma — cTeneHb 1, remMaToNorMyecknii Tect oTpuLaTenbHbIi: TpebyeTca rm-
CTONornyecKoe NoATBePXKAEHME;

B cumHTUrpadus - cteneHb 2-3, reMaToniorMyeckuin TecT oTpuuaTenbHbii: ATTR-
amunounpos, Heobxoanmo TUNMpoBaHue reHa TTR ansa onpepeneHna HacnenCTBEHHO-
ro UM AUKOro Tuna;

B cumHTUrpadma — cteneHb 0, reMaToNornMYecKnin TeCT NONOXKNUTENbHbIN: BO3MOMXeH AL-
amunounpaos, HeobxoamMmo NoaTeepXKaeHue ¢ nomoubio MPT, a B cnyyae ero nonou-
TeNIbHOro pe3ysbTaTta — M’MCTONorus;

B cUMHTUrpadma COOTBETCTBYET CTeneHn 1-3, remaToNiorMyecknii TeCT NONOXUTENbHbIN:
Heob6Xx0ANMO rMCTONOrMYecKoe NccnefoBaHme.

B 3AK/TKOYEHNE

MNpumeHeHMe NpenMyLLecTBEHHO HEMHBA3VBHOW CTpaTerny B anroputMe AnarHocTu-
Kn ATTR-ammnonpgosa CHUXKaeT HeobXoAMMOCTb B MPOBEAEHMM UHBA3VBHbBIX U [OPOro-
CTOALLMX NpoLeayp, TeM CaMbiM COKpaLLaeT BPeMs OT NepBMYHOro obpalleHuns nayneHTa
[0 BeprdurKaumm gnarHosa. CoBpeMeHHble cTpaTerny B MeguLMHe no3BosiAloT NpoainTb
XM3Hb TaKMM NaumeHTam ¥ ynyJlunTb ee KauecTBo. BoiaBneHve cemeiHbix dopm ATTRv-
KM Ha paHHel cTagum yxe B bnukaniwem 6yayLiem no3BoanT onTMMU3MPOBaTh TaKTUKY
NneyeHns y acMNTOMHbIX YIEHOB CEMbW, HOCUTeSel HacneaCTBEHHbIX GopM amunonao3sa.
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