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Mporpecc B MHCTPYMEHTaNbHOW AMarHoCTUKe, a Takxe NoBbIleHNe 0CBEOMNEHHOCTM BpaYel O pefiknx 3a00neBaHUAX HEeYKNOHHO MPUBOAAT K POCTY YMCIa na-
LIVIEHTOB C BbIIBNIEHHbIM aMUIOVA030M CepALa. BHe 3aBMCUMMOCTM OT NyTi hOPMMPOBAHUS aMUIOUAA, MMEHHO NOPaXeHWe CepALa ABNSETCS MMaBHOM NPUYMHON
CMEPTHOCTV MPY CUCTEMHOM aMWIIOUA03e. B CTaTbe NPeACTaBNeHO YHMKanbHOe KNMHMYeCkoe HabniofeHMe BbISBNEHNS CMeLIaHHOro (eHOTUNa HacefCcTBEHHO-
ro TpaHCTpeTHoBOro (ATTR) amMunonao3a npu NPOBEAEHWM CUMHTUTpadUM ckeneTa. Y NaumeHTKy C BbIPaKEHHOM OfbILLIKOM, MpeobnafaioLlen B KMHUYECKON
KapTWHe, MO pe3ynbTataM Jly4eBblX METOLOB UCCefoBaHMs Obin 3aMof03peH OHKOMOMMYECKHMA MPOLECC B NETKMX. BonbHoM Gbina
NpoBefieHa CLMHTUIPadUs CKeneTa C Lefblo UCKIIOYeHs METACTaTMHeCKoro NopaxeHus, BO BPeMs NPOBEAEHNS KOTOPOW BbifBNEHa

CUMHTUTpachryeckan KapTvHa, xapaktepHas Ans ATTR-amunonaosa (Grade 3). B fanbHeiLeM oHKONOM4YeCKUM AnarHo3 Obin CHAT.
BbINo MCKITioHeHo camocTosTeNbHOe 3a00MeBaHye CCTeMbI KPOBETBOPEHYS, a Takke AOMONHMTENbHO Obina NOATBEPXAEHA MyTaLys ]
B reHe TTR. [laHHbIN KNVHWYECKWA CyYal VANKOCTPYPYET BO3MOXHOCTb NOCTaHOBKYM AMarHo3a ammnnonao3a cepaua, He npuberas .

K BroncvM MroKapa, Koraa naumneHT MMeeT ellé HebombLLIVe OrpaHUYeHNs HU3MHECKoR akTMBHOCTU (DYHKLMOHAMBHBIN Knacc Il no
NYHA), a no AaHHbIM MarHUTHO-PE30HAHCHOW Tepanim He BbIABIISETCA OTCPOHEHHOE KOHTPACTUPOBAHIIE raONMHVEM.

KnioyeBble cnoBa: aMunonao3 cepaua, TPaHCTUPETUHOBbIN aMUNOUA03, CUUHTUTPAdVs, ANarHOCTMKa, (cc) BY 4.0 E

KNVHWYECKWIA CllyYan.
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Early identification of cardiac ATTR amyloidosis: a clinical case
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Progress in instrumental diagnostics, as well as increased awareness among doctors about rare diseases, is steadily leading to an increased number of patients
diagnosed with cardiac amyloidosis. Regardless of amyloid formation route, cardiac damage is the main cause of mortality in systemic amyloidosis. The article
presents a unique clinical observation of hereditary transthyretin (ATTR) amyloidosis mixed phenotype detection during skeletal scintigraphy. In the patient with severe
shortness of breath, based on the results of radiological research, an oncological process in the lungs was suspected. The patient underwent skeletal scintigraphy to
exclude metastatic lesions, during which a scintigraphy pattern characteristic of ATTR amyloidosis (Grade 3) was revealed. Subsequently, the oncological diagnosis
was removed. An independent disease of hematopoietic system was excluded, and mutation in TTR gene was additionally confirmed. This clinical case illustrates the
possibility of making a diagnosis of cardiac amyloidosis without resorting to myocardial biopsy, when the patient still has slight limitations in physical activity (NYHA
class I1) and there is no late gadolinium enhancement on magnetic resonance imaging.
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BBegeHue

AMUNIONAO3 — 3TO rpynna WHPUIETPATUBHBLIX CA-
CTeMHbIX 3aboneBaHWM, A8 KOTOPbIX XapaKTepHO He-
NpaBUIbHOE CKPYYMBaHMe paHee PacTBOPUMBbIX OenkoB-
NpeLecTBEHHVIKOB W OTNIOXEHME WX B TKaHAX. Takoe
JEenoHMpoBaHMe rnMKonpotenga (amunonga) Hapy-
LIaeT CTPYKTYPY M PYHKLMIO OPraHOB U CUCTEM. TpaHC-
TUPETUHOBbIN aMunonaos (ATTR) MOXHO pa3dennTb Ha
avkui tin (wild type), Gonee xapakTepHbin onsa v no-
Xnnoro Bo3pacta (ATTRwt) 1 HacneOcTBeHHyo hopmy
(variant) n3-3a pasNu4YHbIX MyTaUMIA B MOMeKyne TpaHC-
TMpetnHa (ATTRv). Benok ATTRwWt crnopaamyeckm Bbi3bl-
BaeT KapAranbHbI aMUAOWA03, NPy 3ToM oT 25 0o 36%
HaceneHus ctaplle 80 neT NOABEPralTCa PUCKY Pa3Bu-
TMS MedJIeHHO Nporpeccrpyoer UHMUNLTPATUBHON
amunongHou kapanomuonatum [1]. ATTRv npencraBnsi-
eT cobo ayTOCOMHO-AOMWHAHTHOE HaCeiCTBEHHOE 3a-
OoneBaHMe C HerofHOW MNEHEeTPaHTHOCTbIO, CBSi3aHHOE
c bonee 4em 100 TOYEYHBIMIN MyTaUMUAMK B reHe TpaHC-
TUPETNHA M MMeloLLee TeHOEHUMIO MopaXaTb cepaue
1 HepBHyto cnctemy [1]. K coxaneHuio, MHpopmMaLuums no
3ab0neBaeMoCTU CUCTEMHBIM aMUIonao3oM B Poccumn
OTCyTCTBOBaNa Ao nocnenHero spemMeHun [2]. Coscem He-
[JaBHO MOSBUANCL JaHHble, YTO Cpeam POCCUMCKMX Ma-
UMEHTOB B BO3pacTe craplue 65 net ¢ runeptpoduen
MEXCKENYA04KOBOW neperopodkn > 14 MM ammnonaHas
Kapamomuonatus BoisiBNneHa B 20% cyy4aeB, Npu 3ToM
11,7% cnyyaeB 370 UMeHHO ATTR kapgnomumonatvs [3].
Mo JaHHbIM WMHOCTpaHHOW NuTepaTypbl, A0 4% adpo-
aMepuKaHLeB ABNSIOTCA HocuTenammn myTtaumm Val122lle
B reHe TPaHCTUPETUHA, YTO ABNSETCH Hambonee pacnpo-
CTPaHEeHHOW MPUYMHOW HacNedCTBEHHOMO amMunonao3a
cepaua B CLUA [1]. KnuHudeckas kapTuHa ATTRv cpaBs-
HMa ¢ ATTRwWt C [ONOMHNTENIbHBIM MOPaXeHUeM nepu-
depuyeckon 1N BEreTaTMBHOM HEPBHOM CUCTEMbI, Me-
OMaHa BbIXKMBAEMOCTW OLleH1BaeTcs B 5-8 neT [4].

Bepndukauma cmcteMHOro ammnongosa 3aHMMaeT
[OCTaTO4HOEe KOMMYeCTBO BPEMEHU, CPefHWUN WHTep-
BaJl OT MOSABMNEHWS CUMMTOMOB OO MOCTaHOBKW AMa-
rHo3a coctaBnsdet 4 roga ans ATTRv C nommHenpona-
TMen 1 0o 8 NneT y NauMeHToB C KapanomuonaTtren [5].
HeobbsicHMMas CeHCOMOTOPHast HeMponaTUs Unu Bere-
TaTVBHbIE CUMMTOMbI, TakMe KakK OpTOCTa3, 3PEeKTNIIbHAA
ONCOHOYHKUMSA, HapyLLeHWs MNOoTOOTAeNeHnd 1 Ouapes,
MOTYT NPWBECTU K MHOXECTBY OJINTENbHbIX U HeLeNeHa-
NpaBneHHbIX MEANLMHCKNX 0OCNEA0BaHNUI, MPEXAE HeM
Oynet obHapyxeH amunouns. BbisiBneHve amMmnonao3a
Ha paHHeW CTaguMK NO3BOMSAET KaK MOXHO paHbLle Ha-
4aTb Crneumpuyeckylo Tepanmio, 410 OaeT BO3MOXHOCTb
CYLLLECTBEHHO 3aMef/IUTb MPOLECC OTJIOXKEHNS Leno3u-
TOB aMWUIOMa B OpPraHax-MULLEHAX W yAyYlWnTb Mpo-
rHO3 nauweHToB [6]. CornacHO AaHHbIM WCCNeAoBaHUA
M.S. Maurer 1 coaBT. 31,9% BKJIOYEHHbIX MaLIEHTOB
MMENN y>Ke XPOHUYECKYID CEPLEYHYIO HEeLOCTaTOHHOCTb
(XCH) 1l pyHkumoHanbHoro knacca (OK) (NYHA) [7].
B unccnepgoaHum ATTR-ACT npuem Tacdamumamca Obin
CBfi3aH C Oonee HW3KOW CMEPTHOCTbIO OT BCEX MPUYMH

(oTHOCKTENbHbIN prck (OP) 0,70; 95% noBepUTENbHbIN
nutepsan (AW) 0,51-0,96) 1 Gonee HM3KOW HaCTOTOM
rocnuMTanu3aumnim no NoBOAy CEPAEYHO-COCYAMCTbIX 3a-
bonesaHuin (OP 0,6, 95% AW 0,56-0,81) [7].

B pabote H. Vogelsberg 1 coaBT. B cepun 13 33 na-
LMEHTOB, M3 HMX 15 C NOATBEPXXAEHHBIM aMUTIOVA030M
cepiua, MarHUTHO-pe3oHaHcHasa Tepanus (MPT) cepa-
L@ C OTCPOYEHHbIM KOHTPACTUPOBAHMEM rafofIVHUEM
(late gadolinium enhancement, LGE) nokasana 4yBcTBu-
TenbHoCTb 80% 1 cneunduyHocTb 94 % [8]. Mo AaHHbIM
MeTaaHanmsa L. Zhao v coaBT., BKIlOYaBLUEM pe3ysbTa-
Tbl NATU MUCCnegoBaHui (257 naumeHToB), CyMMapHas
4yBCTBUTENBbHOCTb U cneunduyHocts MPT cepaua ¢ LGE
B AMArHOCTMKe aMm1nomao3sa Mmokapaa coctasunm 85%
(95% OW:77-91%) 1 92% (95% [: 83-97%), cooT-
BETCTBEHHO [9].

KapananbHbii ATTR aMUNonao3 MOXHO AMarHoCTu-
poBaTb U 03 rMCTONOrM4Yeckoro NoATBEPXAEHNS MNpu
TUMWUYHBIX  pe3ynbTatax dxokapauorpacdum (Ixo-Kr)/
MPT 1 npu Hanu4um cCUMHTUIpadum ¢ 99mTc-nupodoc-
datoM. CUMHTUrpaduUa NOKa3blBaeT CTeneHb NorfoLle-
HUA MUOKapOoM paguodapmnpenapata 2 wiu 3 cre-
NeHn, a rematonormyeckoe 3aboneBaHme MCKNOYAETCS
cnegyloLMMK TeCTaMn: aHanmM3 CBOOOAHbIX NErkux Le-
nen B CbIBOPOTKe, 3nekTpodopes HenkosB ¢ UMMYyHOMDUK-
caumen Mo4n n ceiopotku [10].

B maHHOM nybnuvkauuu npeactaBneH KIMHUYeCKU
Cfly4ar paHHEro BbIBNEHUS NaumeHTKn ¢ ATTRY € HM3-
KM PYHKLMOHAMbHBIM KNacCoOM CepAedyHou HepocTa-
TOYHOCTM, a TakKXe HEKOTOPbIM PACXOXOEHMEM MeXay
OaHHbIMK MPT cepaua ¢ pesynsratamut OxoKI v cumHTK-
rpaum MUokapaa.

OnucaHue KNNMHNYeCKoro cny4yasa

MaupeHT nognmcan dopmMy [oO6POBONLHOIO NHMOP-
MWPOBAHHOIO COrnacus Ha nydnvkaumio MegnuUMHCKON
MHbopmMaLmm U hoTorpadumi.

XKeHuwmHa 70 neT, NEHCUOHEpP, CEeNbCKUN XNTENb,
B MPOLUIOM BETEPVHAPHbIN Bpa4y, MoCTynuna B Ku-
HKKY B NiIaHOBOM nopsake B uione 2023 . B kKapamno-
nornyeckoe OTAeneHuve nocsle MPOBEAEHHOW CLMHTU-
rpadum kocten (Mupdotex 99mTc) ¢ 0AHOMOTOHHOM
SMUCCUOHHOW KOMMbIOTEPHOW TOMOrpadmen, coBme-
LLIEHHOW C PEHTIEHOBCKOW KOMMbIOTEPHOM TOMOrpadmen
(OD®IKT/KT) B MHOrOMPOMUILHOM KAMHNYECKOM Me-
OVUMHCKOM LeHTpe "MeanumHckm ropoq”, . TioMeHb.

B MHOroumcneHHbIx xanobax y naumeHTku npu mno-
CTyMNeHnN: OAbILIKa CMeLLIaHHOMO XapakTepa, BO3HMKa-
lolas npu xoabbe B MeaneHHoM Temne cBbite 200 M.
WA NpU YCKOPEeHWUW Liara, 3n13of4bl 03HODa WM NoBbI-
LeHus Temnepatypbl (¢ Makcumymom go 37,3 °C), ne-
PUOONYECKMIA 3y[, KOXHbIX MOKPOBOB MpPaBOWM MOSOBU-
Hbl CMMHBI, NMPEeXOAfLlan TOLIHOTa, M3XO0ra, OTPbIXKa,
CKJIOHHOCTb K 3amopam, neproamyeckoe HepepxaHue
MOYU, CUMMETPUYHOE OHEMEHME ManbleB obenx cTyn-
Hen, oHeMeHMe 2-3 nasnbleB 00enx KUCTen, a Takxe He-
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PucyHok 1. MpuuenbHas nnaHapHas CULMHTUrpadusa opraHoB rpyaHON KITETKM.
Ha cumHTMrpamme onpepenseTcs o4aroBoe HakonneHue pagmodapmnpenapaTta B NpoekLunm MrMokapza.
COOTHOLLEHWNE KONMYECTBA MMMYNbCOB MUOKapA/KOHTpnaTepanbHas obnactb 1,88 (cooTHoweHWe Gonee 1,45
fIBNsieTCs XapakTepHbiM ans ATTR-amunongosa). B gaHHom cnyyae Grade 3.

NPOLOOXKMUTENbHANA Nerkas WaTKoCTb Npu xoasbe 1 npu
nepexofe B 0pToCTa3 (MpMMepHO Hepe3 MUHYTY OT Hava-
na BepTMKanmM3aumnn).

M3 aHamHe3a ©ose3Hn. NepeHeceHHbl NHMapPKT
MUWOKapA, 1 OCTPOEe HapyLUEHWEe MO3rOBOro KpoBoobpa-
LLeHWs paHee oTpuLaeT. TUNNYHYO CTeHOKapAMIO Hanps-
>XeHus He onmcbiBaeT. O HapyLUeHU NpoBeAeHVsA cepaLa
B BUAe NomnHov Gnokambl NeBOW HOXKW MNyyka lMca 3Ha-
eT ¢ 2017 r. C 35-neTHero Bo3pacta OTMeY4aeT NoBbILLe-
HUe apTepuanbHoro gasnenus (AL) makcumym oo 160
1 100 MM pT.CT., B CBA3M C YEM PEerynspHO NprHVMAaET:
no3aptaH 25 Mr v rmgpoxnopotmasug 12,5 Mr B cyTku.
Snusognyeckn — bruconponon 2,5 Mr (co cnoe, paHee
4yBCTBOBASA MOMOXMUTENbHbIN 3P dEKT OT AaHHOIO npe-

napaTa, KynmpoBana 1M OAbILLKY, B Te4eHWe NocieaHero
roga duconpornon nepecrtan yMeHblUaTb MHTEHCMBHOCTb
LMCMHO3), NaHKPeaTnH, a Takxke aHTauuaHble CpeacTsa.

Oppilka 6eCnoKoUT MaumeHTKy OKomo 5 neT, npo-
rpeccpoBaHMe B TeyeHVe 6 MecCsLEeB, B CBA3M C YeM
B siHBape 2023 . BbINOMHEHa KOMMbOTEPHAs TOMO-
rpadurs opraHos rpyaHon knetkm (KT OrK) — BbisiBne-
HO 0Dpa3oBaHKMe HUXHEN Oonu npaeoro nerkoro (B S9
11x14 MMm). B CBA3M C NOO0O3PEHMEM Ha OHKOMoruYe-
ckoe 3aboneBaHue Gbina nosTopHO NpoBefdeHa KT OrK
B anpene 2023 r., a Takxe B Mae 2023 . hrbpobpoH-
xockonusa u KT OFK ¢ KOHTpacTHbIM yCUneHneMm, no pe-
3ynbrataM KOTOpbIX PEKOMEHA0BAHO NPOBeAeHMEe CLIH-
Turpacdum (B S9 12x16 mm).
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KOMMblOTEPHOM Tomorpaduen, JIDK — neBbil Xenypoyek

O®3KT/KT — 0aHOhOTOHHas 3MUCCMOHHasi KOMMbloTepHas ToMorpadusi, COBMeLLEHHAs C PeHTreHOBCKOM

PucyHok 2. O®3KT/KT.

Ha coBmeléHHbix ODIKT/KT nsobpaxkeHUax YETKO onpeaensaeTcs HakonieHne paguodapmnpenaparta B MUO-
kapge JK, npeBocxopsiiee No MHTEHCMBHOCTU HaKOMJIEHME B KOCTHbIX 3/IeMeHTax ckeneta.

CumHTUrpadms BbIMOMHANOCL Ha [OBYXAETEKTOPHOMN
POTAaLIMOHHOWM TMDpUOHON raMma-kamepe Symbia Intevo
Bold (Siemens) ¢ konn1mMaTopamm BbICOKOTO paspeLleHms
N8 HU3KKX aHeprui (LEHR). B kadecTse pagmodapmnpe-
napata (POI), BBOAMMOIO BHYTPMBEHHO, MCMOMb30BaNCs
npenapat "Tnpdotex, 99 mTc" (oTe4ecTBeHHbIA aHanor
nupodocdaTta), akTMBHOCTb koToporo coctaenana 700-
740 MBk (19-20 MKn) B 0bbemMe 1 mn. MccnenosaHve
NpoBOAMNOCH Yepe3 3 Yaca Nnocne BHYTPUBEHHOW WHb-
exun. MepBbiM 3TanoM obcnenoBaHus ObINo Nposefe-
HWe NpULEeNbHOM MNaHapHOW CLUMHTUMPadhuM ¢ Habopom
2 MIH. nMNynbcoB. COOTHOLLEHME cYeTa cepaLe/KOHTP-
naTeparnbHas 30Ha coctasuso 1,88 (puc. 1), 4To cooTseT-
cTByeT no wkane Perugini Grade 3 1 MoxeT cBuaeTeNb-
crBoBaTb 06 ATTR-amumnoupose. BtopbiM 3Tanom Obino
npoeaeHne ODIKT /KT (rmbpuaHas TexHomorus Bu-
3yanm3aumm), Kotopas YETKO MOATBEpAMna HaKomnmeHue
POI uMeHHO B M1oKapae neBoro xenypoyka (puc. 2).
NHTepnpeTaums pe3ynsratoB NPOBOAMIMCE Ha OCHOBA-
HUW pekoMeHZAUMN MeXAyHapoOHOW accoumaumm no

MYSETVIMOAANBHOM BM3yanm3aumm npu cepaeyHom amm-
novaose (2019) [10]. 3akmoyeHme: CUMHTUTPadryeckasn
KapTMHa xapaktepHa ona ATTR-amunomngosa. lNauyeHTtka
HanpaBsfeHa Ha MaHOBYIO MOCMUTANM3aLLMIO B KapaMOSo-
rM4yeckoe OTAENEeHNe C Lenblo AanbHerwero obcnenosa-
HUS 1 BepUDUKaLMN ANATHO3a.

B nmHamumke no KT OTK ot nekabps 2023 r. obpa3o-
BaHMe HWXHEeW JOAM MPaBOro Nerkoro OTCyTCTBOBAso,
MYABTUANCUMNAMHAPHBIM  KOHCUAIMYMOM  OHKOMOrmye-
CKUW OMarHO3 CHAT.

V3 aHaMmHe3a Xn3HW: B aHaMHe3e — XPOHWYeCKUM
MaHKPeaTUT, XPOHWUYECKUA FreMOpPPOn, AUCANNNAEMNS,
rmnepypukemMms (Tepanuio He Mony4aeT), TOKCOKapos,
BUCLepanbHaa @opMa. BbinmonHanacb Aekomnpeccus
CpeavHHOro HepBa B 3aMsACTHOM KaHane nof 3HAOCKO-
MUYECKUM U HeMpOHaBUIaLMOHHbIM KOHTPOMEM cJle-
Ba B 2019 . m cnpasa B 2020 r., npeBanvpytoLLas Cm-
NTOMAaTWKa B BUAOE CHUXEHUA ABUraTENbHOM aKTUBHOCTM
BEPXHWMX KOHeYHOCTen Habniofanacb naumeHTkom B Te-
yeHue 5 net. KypeHue, ynotpebneHue ankorons v ncu-
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PucyHok 3. OKI naumenTku ot 06.07.2023.

PUTM cnHycoBbIli 60 B MUHYTY. AB-Gnokaga 1 cteneHu. MonHaa bnokana neBor HOXKK ny4ka Mica.

X0aKTMBHbIX BeLLeCTB OTpuLaeT. HacneacTBEHHOCTb Mo
CepLeYHO-COCYANCTbIM 3a00MeBaHNAM He OTArOLLEH],
OTMeYaeT, 4TO Yy CblHa B MOAPOCTKOBOM BO3pacTe AnW-
TeNbHO (PMKCMPOBaNach BblpaXeHHas MNpPOTeNHypus,
OblN YCTAaHOBEH NEPBUYHBIN AMArHO3 — rIoMepynoHed-
pwUT, B JanbHeulleM HOpMalbHble aHanM3bl MOYM, BO
B3pPOCNIOM BO3pacTe He 00CNefoBancs.

Moy u3mKanbHOM oOcMoTpe. obllee COCTosHME
yooBneTBopuTensHoe. OXupeHre NepBon creneHn. Poct
166 cm, Bec 90 Kr, UHIOEKC MacChl Tena 32,7 kr/m?).
Temnepatypa Tena: 36,7 °C. KoxHble MOKPOBbI (p1310M0-
rMYeCKOM OKpPackM, BbiCbiNaHWM HeT. [Nepudepuryeckme
OTeKM OTCYTCTBYIOT, BAPWKO3HblE WM3MEHEHUS HUXKHUX
KOHe4yHocTen. Yuncno apixaHu 16 B MuH. Catypauus
96% 0e3 MHcyhdONAUMM Kucnopoda. [bixaHue Be3uKy-
NPHOE MO BCEM MOMAM, XPUMOB HET. [1ynbC pUTMUYHBIN
63 B MuHyTYy. ALl Ha nesou pyke 136/86 mm pr.ct. AL
Ha npason pyke 140/90 MM prt.cT. ToHbI Cepaua npu-
FyLIeHHble, PUTMUYHbIE. BepxyLleyHbln Ton4YoK nanb-
nupyetca B 5-M Mexpebepbe Ha 1 CM KHYTPW OT NieBow
CPeaMHHO-KMOYMYHOM NHKK. LLIymbl cepaua He Bbicny-
LIMBAIOTCA. A3bIK BMAXHbIA, paBHOMepHO obnoxeH be-
NecoBaTbiM Hanetom. XXMBOT Mpy Nanbnauuv MArkum,
©e3bonesHeHHbIN, yBeNMYeH B pa3mMepe 3a CHET MOAKOX-
HOW XXMPOBOW KnetyaTku. leveHb Mo Kpalo pebepHomn
Oy, MArKOW KOHCUCTEHLNN.

B nabopaTopHbIX MCCNefoBaHUsAX: B KIMHUYECKOM
aHanmse kpoBn 6e3 ocobeHHocTer. O6WMM aHanmM3

MOYM B pamMKax HOpMbl. benok beHc-[>XoHCa B Mo4e
He oOHapyXeH. MukpoanbOyMUHYpUs He BbiSBMEHa.
B pa3BepHyTOM OMOXMMMYECKOM aHanm3e KpoBu: Xore-
CTepuH 6,92 MMOnb /N, NMNONPOTENHbI BbICOKOW MIOT-
Hoctn 1,72 MMOMb/N, NUNOMPOTEUHBI HWU3KOW MJOT-
HoctK 4,61 mMmonb/n, Tpurnuuepuabl 1,29 mmonb/n,
Mo4eBas kucnota 472,8 mMkmonb/n, NT-proBNP 53,6
nr/mn, TPOMOHWH | 3,6 Hr/n, kpeatHuH 90,2 Mk-
Monb/n. KoarynorpamMma M KOHLEHTpaLMWs 3nekTpo-
nuToB 6e3 ocobeHHocTen. PeBMaTouaHbIM dakTop 3,9
ME /MR, aHTUTENa K LMKINYECKOMY LIUTPYINIMHUPOBAH-
Homy nentuay <7,00 EL/mn, GeTa-2-MuKpornodynmnH 2
400 Hr/mn B Npegenax pedepeHcHbIX 3Ha4YeHUI.

C uenbto mckoYeHna AL-amunompgosa MccnenoBa-
Hbl CbIBOPOTKA M MOYa MALMEHTKM Ha Hanmyme Nerkmx
uener MMMyHOrnoOyNMHOB, MO pekoMeHAaUMM rema-
TOnora npoBefleHa TpenaHobMoncus ANa UCKIoHeHNs
MUENoMHOM DonesHu. Y4nTeiBas OTCYTCTBME U3MEHEHWN
B NMPOBEAEHHbIX UCCNEAOBAHUSAX, YOeaNTENbHbIX AaHHbIX
33 Hanu4me camocTosTenbHOro 3aboneBaHUs CUCTEMBI
KPOBETBOPEHMS He BbIsIBIEHO.

Mpy perncTpaumm 3neKTpPoKapaMorpaMmbl pPUTM
CMHYCOBbIM, 60 B MUHYTY, nonHas Ornokaga nesou
HOXKM nydka Mica (puc. 3). Mpu npoBegeHMUN CyTou-
HOrO MOHWTOPUPOBAHWS 3MEKTPOKAPAMOrPaMMbl: CU-
HYCOBbI/ PUTM, CUHYCOBas apUTMms. MUHMManbHas
YCC 50 yAa./MUH., MakcumanbHas HYCC 83 ya./MuH.
MOCTOSIHHO perucTprpoBanachk nNosHas 6nokana nesown
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IxoKI — 3xokapamnorpacus

3C — 3agHsas cteHka, JIK — neBbin xenynoyek, MXXIN — mexokenygoykoBas neperopopgka, M>XX — npasbiii xenynoyek,

PucyHok 4. TpaanuyoHHas OxoKrI (B-MoaanbHbIv pexmm).

CneBa: 4-kamepHasi No3nLMs anuKanbHOro focTtyna (neproa 30BONMIOMETPUYECKOTO COKpalLeHus); cripaBa:
ANnHHasg ocb JIK napactepHanbHoro goctyna. ObpalyaeT Ha ceba BHUMaHMe acMMMeTpUYHas runeptpodus
JIK, npenmyuecteeHHo — MK (TonwmHa creHk MXXIM— pao 19 mm, 3CJIXK — go 14 MM, cBoGOAHOM CTEHKM

MK —po 6 mm).

HOXKM ny4dka lhca, 2458 cynpaBeHTPUKYNAPHbIX 3KC-
TpacucTon. 3adukcnpoBaHa npexoasiias AB-bnokaaa
1 cteneHun. May3 putma (Oonee 2,0 cek) He 3apern-
CTPUPOBAHO.

BbinonHeHa 2xoKIl, nmo AaHHbIM KOTOpPOW BbiABNE-
Ha runepTpodus Mrokapaa nesoro xenygodka (JIX),
TONWMHA  CTEHKM  MEXCKeNyAo4KOBOM  MeperopoKum
(MXTM) — po 19 MM, 3agHen creHkm JIK — 0o 14 mm,
cBobogHOM CTeHKK npaBoro xenygodka (MX) — go
6 MM. (puc. 4). ONChYHKUMA MUTPASbHOMO KnanaHa,
reMofiHaMM4eckn 3Hadmmas. [unataums nonocren
obonx npencepann. MobanbHaa cuctonmyeckas GyHk-
uma JK yoosnetsopuTeNibHas. Lduactonuyeckaa Amc-
dyHKkums. Opakums Bbibpoca JIK 67%. GLS — 16,3%
(KoHTpakTMnbHaa anchyHkums JIK). [laHHble cnekn-
TpeKkWHra npeacTaBneHbl Ha pyc. 5.

XapakTepHbl naTTepH gedopmMaumm mmokapaa JIx,
onopHas To4ka anroputMa QeHOTUNMPOBaHUSA r1nep-
Tpodumm JIXK — mass-to-strain ratio (MSR) >5,3 [10,2
No HawwnMm AaHHbIM], LV ejection fraction-to-strain ratio
(EFSR) >4,1 [4,1 cornacHo HalMM OaHHbIM] NMO3BONMN
chenaTtb 3akJlloYeHe O BbICOKOW BEPOSITHOCTU Mopaxe-
HUS Cepala npy ammunonaose B NpencraBieHHOM Kin-
HUYECKOM Cry4yae.

BoimonHeHa MPT cepflla € KOHTPACTHbIM YCUNEHN-
eM: MP kapTuHa runeptpocdun Muokapaa JIXK (Tonwm-
Ha cTeHok JIK B amactony: neperopogaka oo 21 Mm, 6o-
KoBasi cteHka 12 MM. KOHe4YHbI OAMacTONMYeCcKniA pas-
Mep JIK 38 MM, KOHEYHbIN cucTonmyeckni pasmep JIXK
23 MM, NpoAonbHbI pazmMep JIXK 87 mMm. MonepeyHbin
pa3smep X B gnacrony 93x45 mMMm. MNpoaonbHbIv pas-
Mep MK 68 mMm. KoHeyHbI anactonuyecknin obbem JIXK
165 MJ1, KOHeYHbIM cuctonmdeckui obvem JIXK 65 mn,
Macca Mmnokapaa JIK 232 r. YoeauTenbHbIX OaHHbIX 3a
AMUIOVAHYIO KapAMoMMonaTmio Ha MOMEHT NCCeao0Ba-
HWS He NonyyeHo (puc. 6-9).

MpoBefeH Tect ¢ 6 MUHYTHOW xoObbon, NponaeHo
330 meTpoB, 4To cooteTcTBYeT Il PK, TAXecTb cMMNTO-
MOB Mo LKkane bopra 6-7 6annos.

Mpy NpoBeAeHUN aKTMBHOW OPTOCTAaTMYECKOM MpOo-
Obl OTMeYaeTcsi Hepe3koe CHUXEHWE CUCTONNYECKOro
Al N OonarHoctnyeckn 3Hadmmoe (bonee 10 MM pT.CT.)
CHUXeHMe amactonuyeckoro All, conpoBoxpatoLleecs
HefocCTaTo4HbIM Mpupoctom YCC. HapylieHun puTma
1 NPOBOAMMOCTN HE NHAYLIMPOBAHO.

MaumeHTka OblNa OCMOTPEHa BPa4YOM-HEBPOSIOroM
Ha 4OroCnmMTanbHOM 3Tane, paHee cneunduyeckas Tepa-
nus He Ha3Ha4anack. B orHamMuyKe HEBPOMOroM yCTaHOB-
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GLS — global longitudinal strain (rnobanbHas npoaonb-
Hasa gedopmanms), LS — longitudinal strain (npogonsb-
Hasa gedopmaums), STE — speckle tracking echo (meTop
OTCNEXNBAHUA ABUXEHUS NATEH)

PucyHok 5. Ucnonb3oBaHue metopa STE.
BbisiBneHue natrepHa ‘cherry on top’/'cherry-
like' ('BMLWHS Ha TOpTe'), XapakTepHOro
IOng nopaxeHus cepgua npv ammnongose.
GLS —16,3%: LS 6a3anbHoro ypoeHa — 11,2%,
LS cpepHero ypoBHa — 16,7 %, LS anvkanbHoro
ypoBHA —22,0%.

NeH amarHos: "CUMMeTpuYHas OWCTanbHas CeHCopHas
NOMMHEBPONATUS HUXHNX KOHeYHOCTeW. [BYCTOPOHHNN
CMHOPOM KapnalnbHbIx KaHanoB. OpTocTaTnyeckas rmno-
TeH3ua". KnuHn4eckmne npossneHmns cornacytorca ¢ ATTR
aMUIOMA030M, PEKOMEHAOBaHa WHUUMAUMS Tepanuu
TapaMUaNCOM.

Tak Kak KOpOHapHasa aHrvorpadua pekomMeHOyeT-
Ca Ana onpefeneHus COCTOAHUSA KOPOHapHOro pycna
y BOonbHbIX CO CNaboBbIPaXKeHHbIMW CUMMNTOMaMKN Ha
(PoHe MeOMKAMEHTO3HOM Tepanuu, y KOTOPbIX AaHHble
HeVHBa3MBHbIX METOAOB MCC/IeOBaHMA YKa3blBAIOT Ha
BbICOKMI PUCK CepAeYHO-COCYANCTbIX OCIOXKHEHWI, Ha-
Wern naumeHTke ObINO NPOBEAEHO VHBA3MBHOE UCCHe-
[OBaHMe KOPOHapHbIX apTepuit. B npokcrmansHom cer-
MeHTe nepefHen HUCXOOALLEN apTepUM BbISBNIEH CTEHO3
0o 70%, npoBefieHa peBackynapu3aLms ansa ynyyeHus
nporHo3a (MMNNaHTUpPoBaH 1 CTEHT C NeKapCTBEHHbIM
NoKpbITNEM).

MeToaoM MPSIMOro CEeKBEHMPOBAHNS NPOBEAEHO UC-
cnefoBaHMe BCeW KOOMPYOLWEN MNOCIenoBaTeNbHOCTU
1 obnacten 3K30H-WHTPOHHbLIX coednHeHuUn reHa TTR,
OTBETCTBEHHOrO 33 pPa3BUTHNE HaCeACTBEHHOIO aMMUIoN -
003a. B pe3synerate aHanusa B 3k30He 2 reHa TTR BbisiB-
NeH naToreHHbIV BapuaHT . 148G>A (p.(Val50Met), p.
(V50M); ycTapeBLiee Ha3BaHue MyTaumm — Val30Met)
B reTepo3nroTHOM COCTOsHMM. [py nocnegyiolem reHe-

LV — neBbii xenygouek, JIDK — neBbIn xenygouek

PucyHok 6. T2 n3obpaxeHue cepaua naumMeHTKM B KOPo-
HapPHOW MNOCKOCTN.
TonwmHa cTeHOK NeBOro Xenyaoyka B AMacrony:
neperopopka fo 21 mm, 6okoBasi cTeHka 12 mm,
Macca mnokapga JIXK 232 r. (ctpenkamu rnokasaH
MUOKapa, NeBOrO Xenyao4Ka).

PucyHok 7. YeTbipexkamepHas npoekuus cepaua, rurnep-
Tpodus MMoKapaa B akCUanbHOM MIOCKOCTH.
CTpenkamu nokasaH MUOKapA NNIeBoro
Xenynouyka
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PucyHok 8. T2 nsobpaxeHus cepaLa B TpeX B3aUMHO
nepneHAnNKYnpHbIX MIOCKOCTAX

TUYECKOM TECTVPOBAHMM BbISIBNIEHO DECCUMMNTOMHOE HO-
CUTENbCTBO TakKoW e MyTauuu y 4o4epu, CbiHa 1 BHYKa
NauMeHTKM.

B craumoHape naumeHTKa nonyyana Knonmao-
rpen 75 Mr 1 pa3 B CyTKU, aLETUNCaNNLMUIIOBYIO KNCIO-
Ty 100 Mr 1 pa3 B cyTku, no3apTtaH 50 mr 2 pasa B cyT-
K1, rmgpoxnopotuasng 25 mr 1 pas B CyTku, CMUPOHO-
naktoH 50 mMr 1 pas B cyTku, atopBactatiH 40 mr 1 pas
B cyTkun, annonypuHon 100 mr 1 pa3 B CyTKW, NaHTO-
npason 20 Mr 1 pa3 B cyTku. beta-agpeHobnokatopsbl
He Ha3Ha4eHbl B CBA3W C HEYOO0BETBOPUTENBLHON Nepe-
HOCMMOCTbIO MpenapaToB AaHHoW rpynnbl. OT bnokaro-
POB PeLenTopoOB aHrMoTeH3VHa |l He yoanocb oTkasaTb-
€S B CBA3W TPYOHOCTBIO KOHTPOSS TeHeHNs rMnepToHNYe-
CKow DonesHu.

B OMHamuke Yepes 3 HeLenn VHTEHCUMBHOCTb OfbILL-
KW CHM3MAAcCb, MOBbLICMAACh TOMEPAHTHOCTb K ur3mye-
CKWUM Harpyskam, TUMUYHOW aHTMHO3HOW OoNu He onu-
CblBana, 4TO OTHACTW MOXET OblTb OOBACHEHO BbINOM-
HEeHHbIM CTEHTUPOBAHMEM, TeM He MeHee BoMbllas YacTb
anob Obina paspelleHa CUMMTOMAaTUYeCckown Tepanu-
en. MNaumeHTka BbINMCaHa 1 MapLUPYTU3MPOBaHa B 3KC-
nepTHbIM LIEHTP MO aMMNonao3y cepaua Ha baze OIBY
"HMWL, kapgnonornn™ MunnHsgpasa Poccuu.

YcTaHoBNEH AMarHo3: "TpaHCTUPETVHOBLIA aMUIoN-
103 (ATTR) € NpenmyLLecTBeHHbIM MOPaXKeHWEM Cepm-
ua, nepudepnyeckon HepBHOM CUCTEMbI (CUMMETPUY-
Has AuCTanbHas CeHCOpHas MOMMHEBPONATUA HUXKHIX
KOHEeYHOCTeW, ABYCTOPOHHWUIM CUHAPOM KapnanbHbIX Ka-
HanoB), BEreTaTMBHOM HEPBHOW CUCTEMbI. HapylleHune
npoBedeHUs cepaua: NofHas Onokada NeBOW HOX-
K nydka Tuca, npexopsulas AB-Onokaga 1 creneHw.
HenocCTaTo4HOCTE MWUTPANbHOMO KfNamaHa 2 cTeneHu.
XCH ¢ coxpaHeHrHon @B (61%), IIA ctagum, OKII".

LV — neBbIli xenygoyek, RV — npasbil xenygoyek

PucyHok 9. OTcpoyeHHOe KOHTpacTUpOBaHMe.
Mpw npoesepgeHnn MPT oTcyTcTBOBaNo oTCcpo-
YeHHOe KOHTPaCcTUpOBaHMe ragoNnHNEM.

OOcyxaeHue

CTONT OTMETUTb, YTO Y Hallen NaLuMeHTKM NOCTeneH-
HO MOSABNANMCH TaK Ha3blBaeMble "KpacHble narn”, omc-
nencmyeckM CUHOPOM COMPOBOXAAN €€ ANUTENbHO,
B 2014 r. MaHUDECTUPOBANMU CUMNTOMbI KapnaibHOMO
CMHAPOMa 00enx BePXHMX KOHEYHOCTEN, KNMHUKA Cep-
[eYHOV HefoCTaTOYHOCTM B BMAE OMCMHO3 CTafla o4e-
BMAHa ¢ 2018 r., nnoxas nepeHocMMocCTb OeTa-appe-
HobnokaTopoB oTMedeHa ¢ 2022 r., opTocTaThyeckas
MMNOTEH3MA OAMArHOCTMPOBaHa MpWY HaCTOsLLEN rocnm-
Tanm3aumun. Takum obpa3omM 3anofo3puTb NPU LOMXKHON
OCBEOMIIEHHOCTM CUCTEMHBIN amMunionao3 Obino BO3-
MOXHO okono 10 neT Ha3aj Ha 3Tane NOAroTOBKM K Hel-
POXMPYPr4eCcKOMy BMeLLaTeNIbCTBY Ha KOHEYHOCTAX.
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2xoKI — ManosaTpatHoe, [O0CTyNHOe, OTHOCUTENb-
HO ObICTPOE MO BPEMEHM BbIMONHEHWUS UCCNeoBaHMe,
B CpaBHeHUM C DOMbLUMHCTBOM APYrMX MeTOLOB BU3ya-
n3aumn. B Toxxe Bpems OMarHOCTVIKa NOPaxkeHns cepa-
Ua C NpUMeHeHneM TpaauumoHHom IxoKI npm amunon-
[l03e NpeAcTaBnseT cobor [LOCTaTOYHO CIOXHYIO 3afaqy:
3aboneBaHMe MOXeT NoapaxkaTb Pa3fndHbIM Donee pac-
NPOCTPaHeHHbIM CEpAEHHO-COCYAMNCTbIM 3a00NeBaHNAM
(rnepToHMyeckas GonesHb C yBeideHeM Maccbl MMO-
kapga v rmneptpoduen JIXK, rmneptpoduyeckas kap-
avommonaTus, reMogMHamMmn4eckyt 3Ha4nMMbI aopTalb-
HbIl cTeHo3) [11]. Ha coBpemMeHHOM 3Tane pa3BuTUS
BM3YanM3npyoLLMX TEXHUK BO3MOXHO NMPYMEHEHVe Me-
Toda oTCnexumBaHus OBvxeHus nateH (speckle tracking
echo, STE) ¢ novckom nattepHa ‘cherry on top’/‘cherry-
like" ("BuLHs Ha TopTe") [11]. C ApYront CTOPOHbI, TONBbKO
ero 1CMnoJsib30BaHUA MOXeT ObITb HegocTaTto4dHo. A. Ferkh
N COaBT. MpeanoXunu anropnt™ amnddepeHLanbHOM
OMarHOCTUKN PeHOTUNOoB runepTpodum JIXK no gaHHbIM
akcneptHon SxoKT (war 1T — MSR, war 2 — amyloidosis
index, AMYLI) [12].

Mo paHHbIM M. Fontana mn coasT. y 13% nauneHToB
¢ ATTR npu nposegeHumn MPT otcytcTBoBano LGE, B cBs-
31 C YeM aBTOPbl NPELNONOXMIN 3Tarnbl NPOrpeccnpoBa-
HWS aMWIOVMA03a MUOKapAa C TeYeHMeM BpPeMeHH, Bbl-
Oenve 3 3Tana: OTCyTCTBMe Npu3HakoB LGE, HO yBennye-
HVe HaTnBHOro T1 1 BHekneTouHoro obbema (extracellular
volume, ECV), nanbHeliliee ysennyerve T1 1 ECV 1 no-
ABNeHe cybaHgokapamanbHoro LGE, ganbHenulee yBe-
nmnyenHve HatmeHoro T1 1 ECV 1 nporpeccrpoBaHune 0o
TpaHcMypanbHon LGE. Mepexon Ha KaxAapin crneayoLin
3Tan acCoOLMMPYETCA C yTAXKENEHUEM KITMHUYECKMX NPOSAB-
NEHUN U yXyALWEHWEM NPOrHo3a naumeHToB. 39% naup-
eHToB 6e3 LGE umenun ECV B gmanasoHe ot 0,32 go 0,4,
0CODEHHO Yy MaumeHToB ¢ AL-amMunonao3om. MaumeHTbl
Cc ATTR npennofioxXmMTenbHO Takxke MPOXOLdAT Yepes 37U
3Tanbl, HO AAHHbIK (DAKT He NOATBEPXAEeH KIMHMYeCKM
[13].

CumHTMrpacms KocTer, NPOBOAMMAs MO HeKapaMo-
JIOTUYECKUM  MPUYMHAM, MOXET  UOEHTUPULMPOBATL
ATTR. S. Longhi ¢ coaBT. peTpocnekTVBHO NpoaHanmn3u-
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