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AHHOTauus

AMUAOMAHASI KAPAMOMMONATHSI — MHPUABTPATUBHOE 3a00AEBaHME C KpaiHe HeOAAronpUsITHLIM MPOTrHO30M. B HacTosiliee Bpemsi MosiBASIOTCSE
HOBblEe METOAbI AEHEHMS, OAHAKO MX AEMCTBME HAMPABAEHO HE HA SAUMMHALIMIO UMEIOLLMXCS AEMO3UTOB aMMAOMAR, & Ha NMPEAOTBPALLEHUE OTAO-
SKEHUsI HOBbIX. YUMTbIBAsi TPYAHOCTM AMArHOCTMKM 3a60AEBaHMS HA PAHHEN CTaAMM, 3a4aCTYIO NMALMEHTbI MOMAAAIOT B MOAE 3PEHMSI CMIELIMAAUCTOB
YK€ Ha AAAEKO 3alleALlei CTAAMM aMUAOMAO3a C TEPMUHAABHOM CEPAEUHOM HEAOCTATOUHOCTbIO. B MOAOGHbIX CAyHasx 3hpekTMBHOCTL Ha3Have-
HUSI NMATOrEHETUUECKOM TEPArUM KpaiHe HWU3KA, B CBsI3M C YEM OCTPO BCTAET BOMPOC A€YEHUs! MPOABUHYTOM CTaauMu 3aboaeBaHus. B cratbe 06-
CY>KAQETCS BO3MOXHOCTb TPAHCMAQHTALMKM CepALIA NMaLMEHTaM C AaMUAOMAHOM KapAnomuonaTuen. INpeactaBAeH KAMHUUYECKMI CAyYdar naumeHTa
C HACAEACTBEHHbBIM TPAHCTUPETUHOBLIM AMUAOMAO30M, KOTOPOMY BbINOAHEHA GUATPUAAbHASE OPTOTOMMUECKAst TPAHCMAAHTALIMS CEPALLA.

KAloueBble cAOBa: TPAHCTUPETUHOBAS aMMAOMAHAS KAPAMOMMOMATUS, TPAHCMAAHTALMS CepALla

AAs umtnpoBanms: Haconosa C.H., Xupos M.B., Wowunna A.A., Ocmonosckas 10.®D., Yarikosckas O.9., Aobposoabckasi C.B., Canao-
Ba M.A., bytopoBa E.A., AHwerec A.A., Kazuesa M.C., TpuwmHa A.A., Kpyrabii A.b., Moxeiko H.I., KorockoBa H.H., TepeweHnko C.H.
TpaHcnAaHTaumsi cepaua Mnpu TPaHCTUPETMHOBOM amuaomao3de. KAnHuueckuit caydan. TepaneBTuueckuit apxms. 2025;97(9):806-813.
DOI: 10.26442/00403660.2025.09.203367

© OO0 «KOHCHUANYM MEAMKYM», 2025 1.

CASE REPORT

Heart transplantation for transthyretin amyloidosis. Clinical case

Svetlana N. Nasonova®™, Igor V. Zhirov', Anastasia A. Shoshina', Yulia F. Osmolovskaya', Olga Ya. Tchaikovskaya',
Svetlana V. Dobrovolskaya', Marina A. Saidova', Ekaterina A. Butorova', Alexey A. Ansheles', Maria S. Kazieva?,
Daria A. Grishina?, Lev B. Krougly?, Natalia P. Mozheiko?, Nadegda N. Koloskova?, Sergey N. Tereshchenko'

'Chazov National Medical Research Center of Cardiology, Moscow, Russia;
2Scientific Center of Neurology, Moscow, Russia;
3Shumakov National Medical Research Center for Transplantology and Artificial Organs, Moscow, Russia

Abstract

Amyloid cardiomyopathy is an infiltrative disease with extremely adverse prognosis. New treatments are now emerging, however they are not
aimed at eliminating the existing deposits of amyloid, but at preventing new ones. Given the difficulties of diagnosing the disease at an early
stage, patients often end up in the hospital with advanced heart failure. In such cases, the efficacy of a pathogenic therapy is extremely low,
which makes the treatment of an advanced stage of the disease very important. The article discusses the possibility of heart transplantation
for patients with amyloid cardiomyopathy. A clinical case of a patient with hereditary transthyretin amyloidosis who was performed biatric
orthotopic heart transplantation is presented.
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CASE REPORT

BeeaeHnune

Amunonpuas kappuommomnarust (AKMII) - nnumsrpa-
TUBHOe 3abojieBaHMe C KpailHe HeONTarONPUATHBIM MPOTHO-
30M [1]. HecMOTpst Ha CHCTeMHOCTDb HOPaXKeHUsI OPTaHOB IIpU
aMITION03€, MIMEHHO IIOPaKeHNe Cepfilia 00YCIOBIMBAET He-
6/1arONpPUATHBIN MPOTHO3 U 3a4ACTYI0 ACCOLUUPYETCS C OXKU-
maHueM CKOporo (aTajqbHOTO MCXOfA BHE 3aBUCHMOCTHU OT
THUIIA aMuIongosa [2].

B HacTosimiee BpeMst ITOSIB/ISIIOTCSI HOBBIE IIEPCIIEKTHBHbIE
metopsl nedernss AKMII, 6e1KoM-IIpefieCTBEHHUKOM KOTO-
poit siBisercsa tpaHcTupeTuH (ATTR-AKMII): cemekTBHBIE
CTabmnIn3aTopsl TpaHCTUPETHHA (3, 4], mpemapaTsl Ha OCHOBE
PHK-nuTepdepennun [5]. OfHaKO CTOUT OTMETHUTD, ITO BeCh
CYILeCTBYIOLINII CIIEKTP ClenyrIecKX IpernapaTroB HalIpaB-
JIeH Ha IpefoTBpallleHlle TIPOrpecCupoBanms 3abomeBanms u
HIKaK He BIUAET Ha y>Ke MMelolyecs NeTO3UThl aMIIoNza B
TKAaHSX OPTaHOB. B CBsA3M € 3TMM 0CTpO BCTaeT BOpOC paHHeil
AMATHOCTUKM 3a00/I€BAHMSA U JIeYeHNs IPOABUHYTON CTafUN
3a00/IeBaHMAL.

K coskanenmio, MHOTYe TMAIVIeHTHI NONAfAIOT B IO 3pe-
HYISI CITEI[Ma/IVICTOB Y>Ke Ha [JaJ/IeKO 3alllefilIerl CTau C TEPMU-
HAJIBHOI cepAedHOl HepocTatouHoCThio (CH), korma addek-
TUBHOCTb IAaTOTEHETUYECKOTO JIeYeHMsI OKa3bIBaeTCsl KpaliHe
HU3KOIT [6]. B MOmOOHBIX Clyuasx IpMMeHeHMe B KaueCTBe
JONTOCPOYHON TEPAINM YCTPOICTB MEXaHNIECKOI ITOATEPK-
Kk yeBoro xenypouka (JK) us-3a manmoro o6bsema momocTu
JDK orpaHuyeHO M eIMHCTBEHHOIN OMILMENl TepaneBTUYeCKOIl
CTpaTeruy OCTaeTCsI TPAHCIUIAHTALVA cepaua [7].

B MUpOBOIT IpaKTHKe CYIeCTBYIOT IIPOTUBOPEYMBBIE MHE-
HUSI OTHOCUTE/IBPHO TPAHCIUIAHTALMM CepAlia Y MALMEHTOB C
AKMII. B paHHMX uCClefoBaHNAX aMUIONI03 PacCMaTpyUBal-

Cs KaK IIPOTMBOIOKA3aHNe BC/IENCTBIE TUIIOTE3bl O BO3MOXK-
HOCTH TIOP>KEHNS aMIIOUOM YK€ 1 [JOHOPCKOTo cepana [8].
IIpu ananuse gaHHbIX 24 11eHTPOB y 10 IalMeHTOB JMarHOCTU-
PpOBaH aMUIONA03 CepALia ITOC/e TPAHCIUIAHTALIMMY 110 JaHHBIM
TUICTOIOTMYECKOTO MCCIE[OBAHMSI OMOIITaTOB Cepriel] peruI-
enToB. [Ipu nocnenymomem HabmoneHn y 4 u3s 10 manueHToB
JVAaTHOCTMPOBAHO aMMWIONIHOe MOpakeHue a/IoTPaHCIIaH-
Tara, y ABOUX — 6eccummnToMHoe [8]. B HacTosAmee BpeMa Ha-
3HaYeHIe B II0C/IEONEPALIOHHOM IIepIOfie IPenapaToB, 3aMef-
JISIIOIIVX aMUJIOM/OTeHe3, II03BO/ISET PEIINTD 3Ty Ipobiiemy.

JpyruM CyljeCTBEHHBIM OTpaHMY€HMEM ABIAETCA IIPo-
6reMa fedpunyTa JOHOPCKUX OPTaHOB, YTO B COBOKYITHOCTH C
xXypmmM nporaosom nanuentos ¢ AKMII gemaer aToT moaxoz
criopHbIM. Tak, HanpuMep, VIcaHCKWIT peTucTp IO TPaHCIIaH-
Tauu ceppua BkmovaeT 25 manyeHToB ¢ AKMII. BookuBae-
MocTb manyeHToB ¢ AKMII ceppua mocie TpaHCIUTaHTALUu
COIIOCTaBMMA C BBKMBAEMOCTBIO IAIMEHTOB 6e3 aMIIONI03a
B paHHME CPOKM, OFJHAKO y>Ke uepe3 5 JIeT OHa 3HaYMMO CHU-
xaetcs (46% nporus 78%; p<0,02) — Kak paBUIIO, BCIEACTBUE
[IPOrpecCUpOBAHNUS CUCTEMHBIX IIposiBieHuit [9]. B 6onpiunH-
CTBe CTy4yaeB JIeTa/lIbHbIE MICXOAbl OTMEYAINCh Y MALMEeHTOB C
aMIIONI030M JIerkux nereit (AL-aMuIongzos3om) B 30Xy [0
nosiBrieHus 3¢ PeKTUBHOI crierubnIecKoil TepamiL.

B 2024 r. kiuHMKO M3ito ony6n1mMKoBaHbI pe3y/IbTaThl Ha-
6monenns manyentoB ¢ AKMII, nepeHecinx TpaHCIUIaHTa-
LU0 ceppla 3a mepuor ¢ 1 suBaps 2007 mo 31 gexabps 2020 r.
(n=55). BbUKMBaeMOCTb MALMEHTOB OKa3alachb COMOCTaBMMa
C BBDKVBAEeMOCTbIO MALIMEHTOB 6e3 aMIION/03a, IIepeHeCIInX
TPAHCIUTAaHTALMIO CEPALIA 32 aHAJIOTMYHBII mepuof, (n=1436).
Tak, B xoropte manyeHToB ¢ AKMII BbDKMBaeMOCTb depes 1,
3,5, 10 et cocraBuna 96,4, 90,8, 84,3, 64,4% COOTBETCTBEHHO.
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B koropre manuenToB 6e3 ammaongosa — 92,9, 88,0, 83,8, 67,7%.
CraTrCTN4ecKy 3HAYMMBbIX pas/IN4nit He HOIy4eHo (55 vs 1436;
p=0,816). Xypurasa BbDKMBAaeMOCTb MAllMEHTOB ¢ AL-amuion-
O30M HUBEIMPOBAaHA IPUMEHEHNEM KOMOVHIPOBAaHHOI BbI-
COKOJ1030BOII XMMuoTepamuu [10].

TakuMm 06pa3oM, TpaHCIUIAaHTALMsL CEPALIA ¥ MALMEHTOB C
AKMII ¢ nosBneHyeM INpenapaToB, 3aMeIAIIINX aMUION-
JloreHes, ABJIAeTCS IepPCIeKTUBHBIM HallpaB/ieHneM. B cBA3u ¢
9TUM HaM IIPeJICTAB/IAETCA MHTEPECHDBIM OIIMCATDb KIMHNYeCKIIA
CIIy4ait Hab/ e H s TTAIeHTa IOC/Ie OPTOTOMMYECKOI TPaHC-
IUTAHTAIUM CepAlla C AMAarHO30M HAC/Ie[CTBEHHOrO TpaHC-
TUPETUHOBOTO aMMUJION03a.

KAuHMUyeckui cayyain

IMaument b., 61 rox. 3aboneBanue manndecTrpoBano B
2018 r. B Bujie HapyLIeHUI pUTMa Cepflja: MapOKCU3MaabHOM
TaXUCUCTONMNYECKOIT (GOpMbl  QUOPWIIALNY  HPERCePANiL.
C 3TOro Xe BpeMeHN CTana 6ecIOKOUTDb OfbIlIKa Ipy (uU3n-
YECKMX HarpysKax, MOABUINCH OTEKM HIDKHMX KOHEYHOCTENL.
MepukaMeHTO3Hasl aHTMAPUTMUYecKas Tepamus addexTa He
UMeJIa, B MOC/IERYIONieM HAOMIORAICS CUHAPOM TaXMKapPVN-
Opagukapany, moTpe6OBaBLUINII MMIUIAHTALUY ITOCTOSHHOI
CHICTEMBI 9/I€EKTPOKAPANOCTUMYIALIMN.

HeopHokpaTHO rocnMTanusupoBasca B CTAllMOHAP B CBA3Y
¢ sBnenusamu gekommencanuu CH. B 2019 r. mo gaHHBIM 9X0-
kappuorpadun (9xoKI') obpamanu Ha cebsa BHUMaHUe yTON-
IIeHNe MeXOKeTyRouKoBoit meperopopky (MOKII) no 28 mwm,
HapylIeHUs AMacTONNYecKoil QYHKINU IO PEeCTPUKTUBHOMY
Tuiy. BeicTaBieH fuarnos runeptTpodudecKor KapAnoMmuona-
. HecMOTps Ha IpOBOAVIMYIO TepaInio, COCTOSHIE IPOJOI-
JKaJo yXyauaTbes, u B 2020 I. Ha GoHe oYepefHOro SMMU30fa
nexomneHcauuy CH y manuenra paspuBaeTcsa KapAMOTeHHBIN
mok. B skcrpennom nopsapxe B anperne 2020 .8 I'BY «HMUIL]
TNO um. axkap. BJI. IllymakoBa» malMeHTy BBIIOMHEHA O1-
aTpuanbHasdg OPTOTONMYECKasA TpaHCITaHTauuA cepaua. [lo Ha-
CTOsilliee BpeMsI PeTy/ISIPHO IIPOXOAUT eXerofgHoe 00creoBa-
Hite. Takum o6pazoM, Hanbojee BEPOSITHO, Y IALMEHTa MMeTa
mecro AKMII, mpoTekaBuras 1o runeprpodudeckomy ¢peHo-
TUITY, B CBAI3M C YeM B JajIbHENIIEeM BbIIO/TIHEHA TPaHCIIIaH-
Tauua ceppua. IIposefeHo rucronormveckoe McciaefoBaHue
6MONTATOB CEpALIA PELNITNEHTA — BBISBIIEHDBI T/IBIOKI aMUJION-
12, OMHAKO TUIIMPOBAHME aMIION A He IPOBOAUNIOCD.

B 2021 r. otmMeTH nosABNIeHNE U TIOCTEIIEHHOE HapacTaHue
«MypallleK», OKajIbIBaHM, ¥OKEeHNA, OHEMEHNA B CTOIAX, a
3ateM 1 B Kuctsax. C 2022 r. Bo3HUK/IA cnaboCTbh B HOTax, IO-
SIBWINCH TPYRHOCTU IPU XOAbOe, BIVIOTh A0 IMOTPEOHOCTU B
TOIIOTHUTENIbHOM OJHOCTOPOHHEI onope. Uepes rof Hapymm-
7ach MeNKasg MOTOPMKa B KUCTAX (TPYFHOCTU IIPU 3aCTeTH-
BaHWM ITyTOBMUL, IIEPECINTHIBAHMI MOHET), B HUX IIOSIBI/IACh
MblIlIIeqHast C1abocTh. [TaIeHT HeOFHOKPATHO KOHCYIBTUPO-
BaH HEBPOJIOTaMM, JMATHOCTMPOBAHA CEHCOMOTOpHAA IMC-
TajibHaA IONVMHENPONaTHA BEPXHUX M HIVDKHUX KOHEYHOCTEN
HEYTOYHEHHOTO TeHe3a. B KayecTBe jie4yeHMs UCIIONb30BaIaCch
HelfpoMeTabonuyeckas 1 NpoTuBobonesas Tepanus. OTHAKO
ABJIEHNUA TIO/IMHENPONATUY HPOJO/DKUIN IPOTPeCcCUpOBaTh.
C 2024 r. npucoefMHMNIACh KIVHUKA NOpPa)KeHUA BereTaTuB-
HOJ HEPBHOI CUCTEMBI B BIJIe ATOHUU MOYEBOTO ITy3bIps, Op-
TOCTATMYECKOI TUIIOTEH3UM C CUHKOIA/JbHBIMM 3MM30IAMU.
Y maumeHTa Tax)ke HaOMIOfaeTCA KIMHUKA TTOPaXKeHU JKeTy-
TOYHO-KMIIIEYHOTO TPaKTa: 32 BpeMs 60JIe3HN Macca Te/la CHU-
sunack Ha 30 Kr, ¢ 2024 I. IpUCOEAVMHNIOCH YacTOe OUYIieHNe
TOIIHOTBI. 3aIIOPBI ManyeHTa 6eCIOKOoAT 0KojIo 10 j1eT, OfHAKO
9TOMY He IPUJIABaZIOCh 0COOOT0 3HAYEHMUA.

Ocenbio 2024 TI. BBIIIONTHEHO MOJEKY/ISPHO-TeHETUYECKOE
UCCTIelOBaHNe: METOJOM IIPAMOTO CEKBEHMPOBAaHMA BCeil
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KOAUpYIOLIeil MOC/Ief0BaTe/IbHOCT HYKJIEOTUHIOB B 3K30-
He 2 reHa TTR BBIAB/IEH NATOTe€HHBIN BapmaHT — c.157T>C
(p.(Phe53Leu), p. F53L) B reTepo3UroTHOM COCTOSIHMH. B cBsi-
311 C BBIAAB/ICHHOI MyTallMell HalpaB/ieH B DKCIEePTHBII IIeHTP
nio amunonpo3y cepaua PI'bY «HMUIK um. akag. E.J. Yaso-
Ba» JUII YTOYHEHNs CTENIeH) BOBJ/ICUEHUA TOHOPCKOTO Cepala
B aMIIOUHBI Tpoljecc. IlanyeHT 06cIeoOBaH COITTACHO CY-
IIeCTBYIOLIEMY aNrOpUTMy KackapHoit guarHoctuku ATTR-
AKMII. AnamHes nipeficTaB/ieH Ha puc. 1.

CrnemyeT OTMETUTDb, YTO CEMEVHbII aHaAMHe3 II0 JIMHUM
MaTepyu IO KapAMOMMOIATUAM, XxpoHudeckoit CH, HeBpoio-
IMYeCKMM 3a00/IeBaHMAM, BHE3AIIHON CEpHEYHON CMEpTH He
OTSTOIIeH, & CO CTOPOHBI OTIIa CeMeITHbIII aHaMHe3 COOpaTh He
YHAnoch.

ITpu mOCTYIUIEHMM — COCTOsIHUE CpefHeil CTeIeHN TsKe-
ctu. O6BEKTUBHO IPU3HAKOB JeKOMIIEHCALIMU XPOHUYECKOI
CH He BbIABIIEHO.

B nmaboparopHbIX aHa/IM3aX OTMEYaIOCh MOBBIIICHNE KOH-
LeHTpauuy N-KOHI[€BOTO HATPUITypeTUIeCKOro IpOoIeNnTupa
1o 1003 mr/mi, TportonnHa — o 38,53 nr/mir.

Ha anexrpokapanorpamme (IKI') - cunycoBas Taxmkap-
AV C YaCTOTOI CepAeYHBbIX COKpaleHuit 95 ya/muH (puc. 2).

Brimonaena 9xoKI, o pesynbTaTaM KOTOPO yTOMIEHNUA
CTEHOK JOHOPCKOTO cepfilla He BbIABIeHO (TommyHa MOKII
u 3apHent crenku JDK 9 mm), rno6anbHas cokpatumoctb JDK
yIOOBJIETBOPUTE/NIbHAA. PacimimpeHne mojocrell Ipencepamii.
Hapymuienne amacronmdeckoit ¢yHkuuu mo 1-my tumy. Ilpu-
3HAKOB OTTOP)KEHM: TPAHCIIAHTaTa He BblABIeHo. Ilo fmaH-
HbiM speckle-tracking 9xoKI' - rmo6anpHast mpogonbHas fie-
dopmanys cHkeHa (-15%), cerMeHTapHOe pacIpefie/leHue He
TUIWYHO I/ aMumonzosa (puc. 3).

BrinmonHeHa MarHUTHO-pe3OHaHCHas tomorpadusa (MPT)
cepilia M MarucTpajabHBIX COCYHOB — BU3YyaIusupyercs fe-
¢dopmariust nesoro npepcepans — JIIT (cocTosiHme mocIe OpTo-
TOIMYeCKOlT TpaHCIIaHTauuu cepaua). Crenka JIIT yrommeHa
7o 4 MM B BEPXHUX OTZ€/IaX Ha YPOBHE YCTbeB JIETOYHBIX BEH
(puc. 4). JDK HebGonpuix pasMepoB: KOHEYHO-AMACTOIIYE-
ckuit 06vem JIK - 72,4 ma/m* (N 103-192 M), MHIEKC KOHEY -
Ho-muacTonmdeckoro oobema JDK — 32 mi/m? (N 49-97 mn/m2).
[TpaBoe mpenceppue (IIII) pacummpeHo: HonepeyHbIl pasMep
IIT - 56 Mm. [JaHHBIX 3a TUIIEePTPOGUIO MIOKAPia KeTYL0UKOB
He ITOTy4eHO. [pyaHas aopTa MeeT pOBHBIE KOHTYPBI, OTMeda-
€TCs1 OfHOPOMHBII CUTHAJI OT KPOBOTOKA B ee IpocBeTe. BeTBu
JIETOYHOJ apTepyUM PACLIMPEHBI.

ITpu xunO-MPT HapyuieHue /IOKanbHON COKPAaTMMOCTHU
MIOKap/a >KeTyAOYKOB He BbIABIEHO. [TobambHas cokparu-
MOCTb HeCKO/IbKO CHIDKeHa: ¢pakius Beiopoca JIK ~51%.

ITposenena MPT cepaua ¢ xoHTpactmpoBanueM. Ilocme
BBefIeHMsI KOHTPACTHOTO IIpelapara JaHHBIX 3a €ro IIaTOJNO-
I'M4YecKoe HaKOIUIEHUe MUOKAPHOM JKeTyLOYKOB He IOMy4YeHO.
OTMeyaeTcsl HaKOIIEHMe KOHTPAcTHOTO Ipenapara B YTONI-
IleHHOJ CTeHKe BepxHux oTpenax JIII (B ocTaTovyHOl YacTu
IIpeicepAysl PELIIEeHTa) B CPABHEHNUN C YACTHIO TIPefCepans
(TpaHCIIaHTMPOBAHHOI YacTH) Ha YPOBHE aTPMOBEHTPUKY-
nspHOro Konbla (puc. 5). TpoM6bI B kaMepax cepAlia He BbI-
SIBJIEHBIL.

JaKTI0YeHne: COCTOSHME ITOCTIe OPTOTOIMMYECKOi TpaHC-
mra"tanyu cepaua ot 2020 r. Jedopmaums JIIT (mocromepa-
L[MOHHbIE U3MeHeHNs:), Hebonbloe yTomueHne creHku JIIT B
BEPXHUX OTJiellaX C HAKOIJIEHMEM KOHTPACTHOTO IIpelapara
(B ocraro4HOI YacTu mpefcepaus peunmmenTa). Hakomnerne
KOHTpacTHOro npenapata B JIII — HeonmpeseneHHOro xapakre-
pa: ¢ y4eTOM K/IMHMKO-TabOpaTOPHBIX JAHHBIX MOXET COOT-
BETCTBOBAaTh AMIJIOMAHOM MHQWIBTPALMM, a TaKXKe Heb3s
VICK/TIIOYNTD HAKOIUIEHNe KOHTpacTa B (UOpPO3HO M3MEHEH-
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Hapacranue snenniit OJJCH,
KapAMOTeHHBIH ILI0K

04.2020

MMepe6ou B pabote cepaua, Ha KT
nepcuctupyonuias hopma OII,
6pamkapausi. Umninantuposan OKC.

—

2019

MaccuBHbIE OTEKH HUKHUX
KoHeyHocTeit. OxoKI: runeprpodus
muokapaa JIXK no 2,8 oM, pectpuxums.
Juarno3: TKMIT

3amnopsl.
CHuxeHue Maccbl Tena Ha 30 Kr.
Teneruyeckuil aHau3:

B 9k30He 2 reHa TTR BbisiBIeH
naroreHHsblit Bapuaur ¢.157T>C
(p.(Phe53Leu), p. F53L),

B T€TEPO3UTOTHOM COCTOSTHUM

OurynieHre Mypaliek B CTomax,
3aTeM KUCTSIX.
JIMarHo3 «moJMHeponaTs»

2024

07.04.2020

OpToTonuyeckas TpaHCILIAHTALIHST
cepaua

2022

CHMXeHUe CUIIBI B Horax,
WU3MEHEHUE ITOXOAKH

Puc. 1. AnamHes 3a60AeBaHns naumenTa b.

ITpumeuanue. IKC - anexrpokapanoctumyssrop, OJCH - octpas gekommencanus CH, ®II - dubpuisuns npercepanii,

T'KMII - runeprpodudeckas KapAMOMMOIIATHSL.

Fig. 1. Patient B.’s medical history.
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Peak Systolic Strain (Mid)
ANT-SEPT

GLPS_LAX -18.0
GLPS_A4C -12.

Puc. 2. OKI naumenTa b.
Fig. 2. Patient B.’s ECG.

HoM Muokapge JIII mocromepanioHHOro reHesa. JlaHHBIX 3a
04YaroBoe MOpakKeH)e TPAHCIUIAHTMPOBAHHBIX JKEIY[0YKOB
cepzua He nonydeHo. Paciumpenne I1I1. YMepeHnHoe cHIDKeHME
cokparumocty muokappa JDK. PacimpeHine BeTBeit 1ero4HOM
apTepun.

ITo gaHHBIM PajVOM3OTOIHOTO VICC/IEHOBAHMSA C TEXHEIL[US
mpodocdaroM (" Tc-PYP) cooTHOIIEHME HAKOIIEHNSA Pajyio-
¢dapmnpenapara (PPII) B MuoKapje OTHOCUTENBHO KOHTpasa-
tepanbHoit 30HBI (H/Cl) coctaBuno <1. IIpu oljeHKe CUMHTH-
IPaMM B peXxyiMe OFHO(OTOHHO IMVICCHOHHOI KOMITBIOTEPHOI
tomorpaduu (O9KT/KT) Busyammsupyercst Iy KpoBHU JIEBOTO
M [IPaBOrO >KeNMyRoduKa, HakorieHne POII B cTeHKax /I€BOro u
IIPaBOTO JKENyAoUYKa He BU3ya/amsupyercs. IlomykonndectBen-
Has ojeHka 1o gaHabpiM OIKT - Grade 0 (puc. 6, 7).

TEPATTEBTUYECKMM APXMB. 2025; 97 (9): 806-813.

Puc. 3. MNapametpbl Aechopmaummn mrmokapaa naunenta b.
Fig. 3. Patient B.’s myocardial deformation parameters.

ITo panubiM MPT ceppuia ¢ KOHTpacTMpOBaHMEM o6pa-
jaeT Ha cebs BHMMaHUe HaKOIUIEHUe TafoMHMsA, XapaKTep-
HOe /I aMWION[03a, B 06/1acTi COOCTBEHHBIX IIpefiCeprmii,
B JOHOPCKOM cCepflie NMpM3HAKOB HAKOIJIEHMA KOHTPACTHO-
ro ImpernapaTa Ha MOMEHT McclefoBaHusa HeT. Ilo fgaHHBIM
9xoKI' mpusnakos yrtommenus MIKII, sagueit crenkn /DK
HET, II0 JaHHBIM CIIeKI-TpeKuHT IXoKI marrepn He Tummyen.
ITo manHBIM cuuHTUTpaduy MHOKapha ¢ mupodocdaTHbIM
KOMIITIEKCOM Takke HakonsieHus POII ne BoraBneHo. Otmeya-
€TCs1 TIOBBIIIEHME MapKePOB NOBpeXieHns Muokappa, CH, uto
MOXKET ABIATbCA CAENCTBMEM TPAHCIUIAHTALUMY CEPALA B OT-
HaJleHHble CPOKI. BbinonHeHa SHAOMMOKapAUaIbHas OMONCHs
TOHOPCKOTO Cepfilja, IpM TUCTOTOTMYECKOM JICCIIENOBAaHUU
aMIIONZa He BbIABIEHO. B HacTosIee BpeMs yOeIUTeTbHBIX
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Puc. 4. MPT cepaua. KuHO-NoCAAOBATEALHOCTb:

a — AByXKamepHasi AAHHasi OCb CePALIa, KOHEYHO-
AMacToAnueckas pasa; b — uetbipexkamepHasi OCb CEpALa,
KOHeuHo-cucToanyeckas chasa. CTpeakami ykazaHo
AechopmmrpoBaHHoe Al'l C yTOALLEHHO CTEHKOM.

Fig. 4. Cardiac MRI. Cine-MRI sequence: a — two-chamber
long axis of the heart, end-diastolic phase; b — four-chamber
axis of the heart, end-systolic phase. The arrows indicate

a deformed LA with a thickened wall.

Puc. 5. MPT cepAua C KOHTPACTHbIM YCMAEGHHMEM.
[NocaeAaOBaTEABHOCTbL C OTCPOYEHHbIM KOHTPACTUPOBAHWEM:
a — AAMHHasl OCb cepALla; b — UeTbipexkamepHasi OCb CepALia.
beAbIMM cTpeAkaMm yka3zaHO HaKOMAEHME KOHTPACTHOrO
npenapara B BepxHux otaeAax Al (B ocTaTouHom yactu
npeacepams peumnuenTa). KpacHbIMM CTpeAkamu ykasaHo
OTCYTCTBME HaKOMAeHUe B Muokapae Al HUXHMX

OTAEAOB Ha YPOBHE aTPUOBEHTPUKYASIPHOIO KOAbLIA
(TPAHCNAQHTUMPOBAHHOM YaCTH).

Fig. 5. Contrast-enhanced cardiac MRI. Sequence with
delayed contrast enhancement: a — long axis of the heart;

b — four-chamber axis of the heart. The white arrows indicate
the contrast agent uptake in the upper parts of the LA (in

the residual part of the recipient’s atrium). The red arrows
indicate the absence of uptake in the myocardium of the
lower parts of the LA at the level of the atrioventricular ring
(transplanted part).

Puc. 6. CunHturpamma
naunenta b. B pexxume
MNAQHAPHOTO MCCACAOBAHMS.

Fig. 6. Patient B.’s
scintigram in planar
imaging mode.

810 TERAPEVTICHESKII ARKHIV. 2025; 97 (9): 806-813.

Puc. 7. Cunnturpamma naumnenta b. B pexxume OIKT/KT.
Fig. 7. Patient B.’s scintigram in SPECT mode.

IOAHHBIX 3a BOBJIEYEHME JOHOPCKOTO Cepflja B aMIIOM/HBII
IIPOLeCC HET.

Takum 06pasoMm, Ha [IepBOe MECTO B K/IIMHIYECKOI KapTUHe
BDBICTYIIA€T TAXKEIIO I/IHBa}II/II[I/ISI/IpyIOH.U/Iﬁ CMHAPOM IIporpec-
CUPYIOIEN ITONVHENPONATHM, 3HAYMMO YXYHIIAMIINI Kade-
CTBO )KM3HU NTaLlM€HTAa.

B HeBposmorm4eckoM cTaTyce y MalMEHTa IPUCYTCTBYeT
BSUTBII TeTpanape3 CO CHIDKEHVEM CUJIbI (I/I3Mep$UIaCb 110 IIKajIe
MRC, Medical Research Council, rie 0 — monHOe 0TCyTCTBIE ABU-
JKeHUs; 1 — TOIbKO MUHMMAJIbHO 3aMETHOE COKPAIlleH}e MBIIIIIbI;
2 - IBVDKEHMeE, OCYLIECTB/IIEMOE TECTUPYEMOJl MBIILIIEN, BO3-
MOJKHO TOJIDPKO IIpY YCTPAHEHUV CWJIBI TAXKECTU; 3 - JOBVDKEHUE,
OCYIECTB/IAEMOE TECTMPYEMON MBIIIIEN, BO3MOXXHO IIPOTUB
CUJIBI TSXKECTH; 4 — MbIILIEYHAs CUIa CHYDKEHA, HO JIBVDKEHME ITPO-
TUB COIPOTUBJIEHNA BO3MOXKHO; 5 — CM/Ia MBIIIIIbI He CHIDKEHa):
B IIPOKCHMAJIbHBIX OTHENaX PyK — [0 4 6ajioB, B MPOKCHMAaIb-
HBIX OT/Ie/IaX HOT — 0 3 6a/I/IOB, B AUCTA/IBHBIX OTAENAX PYK — O
3 6a/10B, B IUCTA/IbHBIX OTHENaxX HOT — Jo 1 6amma. OTMevaeTcs
IIO/IHOE BbINafieH1e ITy6oKNxX pedieKCoB B HOTAX M CTUIOPALiy-
abHBIX ped)IeKCOB, CHIDKeHMe DITyOOKNX pedIeKCoB, BbI3bIBae-
MBIX C IPOKCUMA/IbHBIX OT/IENOB PyK. [loBepXHOCTHAS YyBCTBU-
TEeNIbHOCTD HapyllleHa B PyKaX M HOTax IO IOJIMHEBPUTUYECKOMY
TUITy, IPEUMYLIECTBEHHO B CTOIAX, ITi€ BBIAB/IAETCA aHare3Ns.
FHY6OKaH 9YBCTBUTEIIbHOCTD (CYCTaBHO-MbIHIe‘IHOG JYBCTBO 1
BUOpalMOHHAsA YYBCTBUTEIbHOCTb) YMEPEHHO HapylleHa B HO-
rax. B mpo6e Pombepra He cTouT 13-3a C71abOCTM B HOTaX 1 Hey-
croitunBocty. Ha Hocku 1 naTky He BcTaeT. C MONOXKeHMA CUfisA
Ha CTy/€ BCTaeT IIpy IOMOIIN PYK. HaI_U/ICHT TIEpEABUTACTCA Ha
paccrostHue 0 50 M ¢ OZHOCTOPOHHEN! OIIOPOIL, Ha 60/Iee fabHIe
PacCcTOAHMA UCTIONb3YeT XONYHKY W/ IHBA/IMIHOE KPECTIo.

ITo gaHHBIM 37eKTpOHelipoMuorpaduu (ceHTss6ps 2024 T.)
BbIABIAKTCA HCI/quO(bI/ISI/IOIIOI‘I/I‘IeCKI/Ie IIpU3HAKN FPY6OI‘O
CEHCOMOTOPHOI'O HEBPAJIPHOTO MOPAKEHNA [IVMHHBIX HEPBOB
BEPXHUX ¥ HIDKHMX KOHEe4HOCTell (6ormee rpy60 B HIDKHUX KO-
HEYHOCTAX) NepBIYHO aKCOHA/IbHOTO XapaKTepa (puc. 8).

Kpome mnopakeHus cephedHO-COCYAUCTON CUCTEMBI U
nepuepuuecKoil HEPBHOI CUCTEMBI, y MAIeHTa UMEIOTCA
IpUSHAKM BOBJIEYEHUs BETETATUBHOI HEPBHOI cUcTeMBbI (Op-
TOCTaTH4eCcKas TUIIOTEH3M, aTOHNIA MOYEBOTO IIy3bIps, 3aIl0-
pr), IIPU3HAKM CUCTEMHOCTN B BUJIE IIOPAKEHNA JKETymO4IHO-
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Puc. 8. AaHHble sxekTpoHeripomuorpacpmumn naumenta b.
Fig. 8. Patient B.’s electroneuromyography data.
KUIIIEYHOTO TpaKTa (yBeaneHI/{e JKECTKOCTM TeYeHM IT0 JaH- OﬁC)’)KAEHMe
HBIM 3/1acTOrpadumy, TOLIHOTA, II0Tepst Macchl Tenta 6omee 30 Kr). JlaHHbII KIMHUYIECKUI IPUMEP JEMOHCTPUPYET BO3MOX-

B cBA3M ¢ HamMuMeM NMAaTOT€HHON MYTalMM B TeHe TPaH-  HOCTb TpaHCIIaHTauuu ceppua y mauueHtos ¢ AKMII. Heco-
CTMpeTHHA 00C/IeOBaHbl OMM3KMe POACTBEHHMKN MAl[MeHTa: MHEHHO, TaKye MalMeHThl TPeOyIoT 6olee TIIATeTbHOTO CKPH-
MaTb, eIVHOYTPOOHBI Opat, IIeMsaHHMK. MyTanuit y o6ce-  HUHTa, B OCOOEHHOCTM NpM HAINYMM TUHEPTPOPUIECKOro
TOBAaHHBIX POJIHBIX HE BBIABJIEHO. VUYL CMENIAaHHOTO (PEeHOTHIIA, @ TAKXKE ITePCOHANN3NPOBAHHOTO
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HOofXOfa K 0TOOPY KauauaaToB. CyIecTBYIOT OTPaHMYEHNS B
BUJie CUCTEMHOIO IOPa)XEHUsI OPTaHOB, B OCOOEHHOCTM IpU
AL-ammnonpose. OgHako B HACTOsllljee BpeMsl NpUMeHeHUe
HOBBIX METOJIOB JIeYeHUsI C JOCTUXKEHIEM T'eMaTOTOTUYECKON
pemuccny, poBefeHre TPAHCIUIAHTALIMY CTBOJIOBBIX K/IETOK
[03BOJISIIOT HUBETUPOBATD 9T OTPAHIYEHSL.

Henb3sa He HOJUEPKHYTb BOXHOCTb MEXAVMCIUIUIMHAPHO-
TO B3aMMOJIEIICTBIUA Bpadeil-CIIel[ManiCToB. B TaHHOM crydae
T0SIB/IeHVIe HEBPOJ/IOTMYECKOI CUMIITTOMATVIKI CTAJIO K/IFYOM K
IPaBIIBHOMY AMArHO3Y IALMEHTA.

B cnyyae manmentoB ¢ ATTR-AKMII HanbonpiIyio Bax-
HOCTb IIOCTIe TPAaHCIUTAaHTAaLMy IpuobpeTaeT BOIPOC O Ha3Ha-
YEeHWM CEJIEKTUBHOTO CTabMIM3aTOpa TPAHCTUPETHHA — Tada-
mupuca [11]. B HacTosIee BpeMs B 3aBUCKMOCTHU OT Ha/IW4usi/
OTCYTCTBU MOPaXKEHVsI OCHOBHBIM ITATOTIOTMYECKIM NIPOIiec-
COM Cepfilla Ha3HAYalTCs Pa3Hble JO3bI 9TOTO IpenapaTa.

Hamr mareHT MMeeT MaTOreHHYI MYTAaLMIO B TeHe TPaH-
CTUpETVHA, B CBSI3M C YeM B IIeYeHV CUHTE3UPYETCs MyTaHT-
HBIIl HECTaOM/IbHBIN GeTIOK — TPAHCTUPETUH, pacmag KOTOpPO-
TO IPUBORUT K (GOPMUPOBAHUIO ¥ OTIIOKEHUIO aMIJIOMTHBIX
¢ubpun [12]. PemeHre o pekoMeHAyeMoOli fo3e Ipemapara
OCHOBAHO Ha CTIeAYIOINX coobpaxkeHusx. Ha MomeHT 06cmeno-
BaHsI IPU3HAKOB MOPa>KEHMUsT TOHOPCKOTO CepALia aMUIONTO0-
30M He BBIABIICHO, I09TOMY, YYUTBIBasA TpeobIajjaHe KIMHUKA
[O/IHEIPOTIATHY, HasHadeH TadaMuyyc B gose 20 Mr/CyT.

C [Epyroit CTOPOHBL, €CTh MOHMMAHME, YTO OCHOBHOE 3BEHO
IaTOreHesa MOo-TPEeXKHEeMY He YCTPaHEHO, B CBA3M € YeM OT/IOKe-
HJle aMIIOUJIa B JOHOPCKOM Cepfile — BOIIPOC BpeMeHu. B mum-
POBOJI TpaKTVKe BOIPOC NPOPUIAKTNIECKOTO Ha3HAYEHUs
tadammzyca B fose 61 Mr He M3y4asCs, B CBSISU C 9TVIM HasHa-
YeHMe TaKoll T03bl He ABJAeTCs 000CHOBaHHBIM. IlanneHTy pe-
KOMEH/JOBAaHO IIPOXOXK/ieHNMe PEry/SIPHOTO OOCTIefOBAHNA B OT-
HOLIIEHNN aMIION/03a CEPALIA /11 CBOEBPEMEHHOTO TIPVMHSATIS
pelienus 06 YBEIMYEHNI CyTOYHOM TO3bI Ta(bammmca 1o 61 mr.

3akAoueHue

ITanmenTam ¢ manexo samepmeii ctagueit AKMII, tepmn-
HajbHOI CH MoXeT 6bITh pacCMOTpPeHa TPAHCIVIAHTALVS CEPA-
Ija ¢ y4eTOM IlepCOHaIM3MpPOBaHHOTO noaxofa. Kak mokasbia-
€T MpPENCTaBIEHHbI KIMHWYECKMII CIydali, TPaHCIUIAHTAHT
cepplia roce ornepanuy nanuenTy c cemeitnoir AKMII moxxer
(YHKIMOHMPOBATh HOCTATOYHO 3(dekTuBHO. TeM He MeHee,
KOTZla B OCHOBe 3a00/eBaHMs JIOKUT IeHEeTU4ecKuit HedekT,
OCHOBHOJI ITaTOJIOTMYECKNUI TPOLIECC NPOJOKAET IPOTpecc-
poBartb. B npefcTaBieHHOM HaMu CTydae 3TO peann3oBanoch B
IIPMCOEIVHEHN HEBPO/IOTYECKO CUMITOMATUKM B BUJIE JVIC-
TaJIbHOV CUMMETPUYHONM CEHCOMOTOPHOI IO/IMHEPOIIaTUA.

IIpomeMOHCTpMPOBAHO OTCPOYEHHOE YCTAaHOBJIEHME KOp-
PEKTHOrO [AMarHosa manyeHTy. Ha MOMEHT BbINONHEHN:A
TpaHCIIaHTanuM ceppua no nosogy AKMII B cTpaHe oT-
CYTCTBOBa/a BO3MOXXHOCTb BBIIIOTHEHNUS COOTBETCTBYIOIMX
TeHeTNYeCKNX TeCTOB. TObKO 4Yepe3 HEeCKOIbKO JIeT, KOrza
CTajla TIPOTpeccupoBaTb HEBPONOTMYECKas CUMIITOMATHUKA,
IIPOBEZIEHO COTIOCTABIICHME BCEX MMEIOLINMXCS CUCTEMHBIX IIPO-
siBreHuit. [IpyiMeHeH anropuT™ oT6Opa MaIMeHTOB Ha TeHeTH-
veckux ckpuHuHr TTP-CAII no cucremMe «KpacHbIX (/Iaros»:
Tporpeccupylouas IMOoMMHePonaTisa B COUeTaHUM C KapAyuo-
muomnaruei. Tombko Ha 9TOM 9Talle AMATHO3 HAC/TENCTBEHHO-
TO aMM/IONJ03a YCTAHOBJIEH, ¥ Ha3HAueHa IaTOreHeTHYecKas
Tepanud. Kak IoKasbIBaeT IpeACTaBIE€HHBIN KIMHUYECKI
CITy4ail, TpaHCIUIAaHTALMA cepflia IpOA/INIa HalleHTy KM3Hb
u obecreunnia ee Jydllee Ka4ecTBo. TpebOyOTCs AanbHeitie
UCCIefloBaHMA [/ AeTaIbHOTO M3Y4YeHMs JaHHOTO BOIIpoca.

PackpbITiie MHTepecoB. ABTOPBI NEKTAPUPYIOT OTCYT-
CTBMe SIBHBIX M IOTEHIIMATbHBIX KOHQIMKTOB MHTEPECOB, CBS-
3aHHBIX C ITy6/IMKaluelt HacTOsAIIel CTaTbhN.
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Cnmcok cokpaumeHmri

AKMII - ammunonjiHasg KapAuoMmomnarus

JIK - neBbiii sxemyfodex

JIIT - neBoe mpencepaue

MIKII - MexxoKenmyJoOuKoBas Ieperopopka

MPT - MarHuTHO-pe3oHaHCHas ToMorpadus

O3KT - ogHODOTOHHASA SMICCHOHHAA KOMIIbIOTEPHAsA TOMOTrpadus
I1IT - npaBoe npencepaue

POTII - pagnodapmnpenapar

CH - ceppeyHas HefloCTaTOYHOCTD

IKT - anexTpokappuorpaMma

9x0KT - sxokapanorpadms

AL-amMuonyios — aMMION/03 IETKNUX Liereit

ATTR-AKMII - TpaHCcTUpeTMHOBASA aMIIONHASA KapAMOMMOIATIA
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