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AHHOTauuA

B TeueHve HeCKONbKIMX NeT Habno~aeTCsA 3HAUUTENbHBIV POCT YMC/Ia NaUUeHToB C AMarHo3oM aMmunonao3sa cepaua. OfHako Bce elle COXPaHATCA
TPYAHOCTY, CBA3aHHbIE C MOCTaHOBKOW ANarHO3a, ero TMNMPOBaHWEM ¥ fafibHeNLWNM neyeHnem 3aboneBaHuna. O6LWNPHOCTb KIIMHUYECKOW KapTUHbI,
OTCYTCTBUE MAaTOrHOMOHWYHbBIX CUMMNTOMOB 3aTPYAHAOT ANArHOCTUKY, YTO MPUBOAMT K NPOrpeccnupoBaHuio 3aboneBaHus. IMeHHO nopakeHve cepg-
Lia ABNAETCA OCHOBHOW NPUYMHOIN 33601€BaeMOCTN U CMEPTHOCTU NMPU CUCTEMHOM aMUTONA03€E, HE3aBUCMO OT OCHOBHOFO NaToreHesa npoayKuum
amunonaa, npuyem B 60NbLIMHCTBE CNyYaeB MaHbecTaLms amuiongHoON KapanuomMmnonaTim KIIMHUYeCKU NPosBASETCA BbICTPO Nporpeccupyowmmm
ABNEHNAMY CepAeYHON HeQOCTaTOYHOCTU. B cTaTbe NpefcTaBneH KNMHMYECKUIA cnyyai naumeHTa ¢ HacNe[CcTBEHHbIM TUMNOM TPaHCTUPETUHOBOTO
aMmnnonAao3a C nopaxeHnem cepaLia, Noyek, NeyeHn 1 HepPBHOM CUCTEMbI, MPUYEM BbiABNEHHbIN BapyaHT p.Y89F B reHe TTR paHee He onncaH B Poc-
cunckon QOepgepauun.
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Abstract

For several years, there has been a significant increase in the number of patients diagnosed with cardiac amyloidosis. However, there are still
difficulties associated with the diagnosis, identifying its type and further treatment of the disease. The diversity of the clinical symptoms, the absence
of pathognomonic symptoms make it difficult to diagnose, which leads to the progression of the disease. Heart involvement is the main cause
of morbidity and mortality in systemic amyloidosis, regardless of the underlying pathogenesis of amyloid production, and in most cases amyloid
cardiomyopathy is clinically manifested by rapidly progressive symptoms of heart failure. The article presents a clinical case of a patient with a
hereditary type of systemic transthyretin amyloidosis with the involvement of heart, kidneys, liver, nervous system, and the identified mutation in the
TTR gene (p.Y89F) has not been previously described in the Russian Federation.
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KIMHUYECKUIM CIIYUYAN
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BTC‘{CHI/IC HECKONIbKMX JIeT HaOIIO[AaeTcs 3HaYUTeNbHbII
POCT 4MC/Ia MAlMEeHTOB C [UaTHO30M aMIION03a CephLa,
006yCIIOB/IEHHDII1, B TOM 4ICTIe, COBEPILIEHCTBOBAaHMEM METOIOB
puarHocTuky. Ho, HecMOTpsi Ha 3HAUMTENBHBI IPOrpecc B
9TOIt 0671aCTH, BCe ellje COXPAHAITCS TPYAHOCTM, CBA3aHHbIE
C TIOCTAHOBKOJ1 [IarHO34, €T0 TUIIMPOBAHNEM U JaIbHENIINM
nedeHneM 3aboneBanyss. OOLIVPHOCTD KIMHUYECKON KapTu-
HBI, OTCYTCTBUE MaTOTHOMOHUYHBIX CHMIITOMOB 3aTPYAHSIOT
AMATHOCTUKY [1], 4TO IPUBOAUT K MPOrpeccHpoBaHMIO 3a60-
neBaHys1. CTOUT OTMETUTH, YTO aMMJIOMHAsI KapHMOMMOIa-
st (AK) ocraercs HeZOOLEHEHHOI IPUYNMHON XPOHNUYECKON
ceppedHoit HepoctaToyHocTy (XCH) ¢ coxpanHoit dpakimeit
BbIOpOCa neBoro xenynouka (JDK), B ocobenHocTn cpenn Ha-
CeJIeHNs MOoXIoro Bo3pacTta. [IpumepHo y 10% manyueHToB ¢
XCH ¢ coxpanHnoit ¢ppakiueit Bbiopoca JDK B Bospacre 75 et
u crapure BoiABseTcss TTR-aMnmonao3, KOmM4ecTBO CIydaes,
BBIAIB/ICHHBIX B XOfl€ ay TOIICUYeCKOTO UCCIIEIOBAHN, OCTAeTCs
HEeM3BECTHBIM [2].

Ha ceropnamnmuii neHp u3BecTHo 6onmee 30 TUIIOB aMUJIO-
M/1033, OfIHAKO C IIOPaKeHNeM Cepflia B IOAABIALIEeM 60Ib-
IIMHCTBE MPOTEKAeT 2 TUIIA aMIIONF03a: aMUIOUTO03 JIETKUX
nerneit (AL) n TpancTuperuHoBsii amuiaonnos (ATTR) [3, 4].
ATTR-aMmnonpi03 MOXXHO pasfeUTb Ha HAC/IeACTBEHHYIO
¢dbopmy u3-3a MyTanmu B Monekyse TpaHctuperyHa (ATTR-m)
u puxuit tin (ATTR-wt), B KoTOpoM MyTauus He upeHTUU-
IVPOBaHa M OT/IOXKEHNEe aMIIOUfia IPOUCXOINT BBUY BO3-
PACTHBIX HAPYLIEHMII CEeKpeluy TeTpaMepoB TPAHCTVPETHHA
neyeHpio [5].

VIMeHHO HOpa)keHMe CepALa SIB/IAETCS] OCHOBHOM IPUYMHON
3a00/1eBaeMOCTHM ¥ CMEPTHOCTV IIPU CUCTEMHOM aMIJIOMHIO-
3€, HE3aBUCHMO OT OCHOBHOTO IIaTOTeHe3a IPOAYKLMU aMIU-
noupa [4], mpudeM B OONBIIMHCTBe CIy4daeB MaHupecTaius
AK knuHMYeCKN NpOsIB/IsAeTCs OBICTPO IIPOTrPeCCHPYIOMM
siemermsivu CH. 3aboneBanme MoxeT OBITH acCOLMMPOBAHO
C PasIMYHBIMU THUIIAMY PEMOJEIVPOBAHNS CepALia: [0 TUIY
runeprpoduyeckort kappuommonatuy (IKMII), pectpuk-
tuBHON Kappayomyonaryy (PKMII) wim cMmenraHHOMY THUITY
(TKMIT+PKMII) [6].

HaM BupuTCs MHTEPECHBIM IIPEICTABUTD KIMHIYEeCKUIT CIy-
Yajl MalMeHTa C HACTeNCTBEHHBIM TUIIOM TPAHCTUPETNHOBO-
rO aMMJION[03a C TMOpakKeHNeM Ceppla, ToYeK, Ie4eH ), HepB-
HOJ CHCTEMBI, C BBIABJIEHHBIM pefKuM BapmanToM p.Y89F B
rere TTR, koTopblit paHee He omycaH B Poccym.

KnuHunyecknnn cnyvam

IMaument I1., 46 neT, BepBble OBII TOCIUTANU3UPOBAH B
OI'BY «HMUII xappuonoruu mm. akag. E.J. Yazosa» ¢ xa-
no6aMy Ha OfBIMIKY [PV MUHMMAIbHBIX (DM3MYECKUX HArPy3-
Kax (xomp6e mo 50 M), OTEKM HVDKHUX KOHEYHOCTEN, SIM30MbI
YYallleHHOTO Cepille6VieHns ¥ SMM30/bl IPeCHHKONATbHBIX 1
CYHKOIIA/IbHBIX cocTOoAHMIA. CeMelHbINI aHaMHe3 110 KapJuo-
muomnaruaMm, XCH y manneHTa He OTATOIIEH.

VI3 anaMHe3a M3BECTHO, YTO BIIEPBbIE OfBIIIKA CTa/Ia 6ECIIOKO-
uTh B 2018 ., € TOTO >Ke BpeMeH!U OTMeYasl osIB/ieH1e epe6oeB
B pabore cepaa. CocTOsIHME OCTENEHHO YXYAIIATOCh, OfbIIIKA

Puc. 1. dnekTpokapauorpamma 1.

IIpOrpeccupoBaa, MOSABUINCh OTEKM HIDKHUX KOHEUHOCTel, 1
neroM 2020 T. 66UT TOCONTANTN3KMPOBAH B CTALMOHAP IO MECTY
JKUTEIbCTBA C siBeHusMu iekoMiencanuy CH o o6onm kpy-
ram KpoooOpaienns. KoHIeHTpalysa MO3roBOro HaTpuitype-
tiyeckoro nentuga NT-proBNP 3296,2 nir/mn. [Tpu axoxappuo-
rpadmdeckom uccnefoBanuy (IxoKI') BbIABIEHO paciIMpeHye
Hpeficepanit, KOHLeHTpudecKas runeprpodmsa mmokapga JDK
6e3 0OCTPYKLMM BBIHOCAILETO TPaKTa, CHIDKeHMe (pakumm
BeIOpoca JDK 1o 32%. B mexabpe 2020 r. rocnuTanu3upoBaH B
OI'bY «HMUII xappuonorun nm. akaz. E.J1. Yasosa» ¢ Hampa-
ButenbHbIM fyarHosoM ['KMIT 6e3 o6CTpyKumy BBIHOCSIIETO
TpPaKTa [yl pelleHNs BOIIPoca O 11e/leco00pasHOCTY MIMIIIAHTA-
LM KapAyoBepTepa-nedubpuiaTopa.

ITpy mocTymnneHNN COCTOsAHME MAIVIEHTA CPEIHEN TAXKECTH.
IIpn 06BEKTUBHOM OCMOTpE: KOXKHbIE IIOKPOBBI OOBIYHO
OKpacKy, HabmogaeTcs maHo3 ry6. Bensl men He HaOyxuie.
Obpaiaer Ha cebs1 BHUMaHUe OTEYHOCTD TOJICHOCTONHBIX CY-
CTaBOB, CTOI ¢ 06enx cTOpoH. [IepKyTOpPHBIiT 3BYK HaJ /1€rod-
HBIMY TIOJISIMM SICHBII JIETOYHBIN, IIPY ayCKY/IbTAIIUY IbIXaHUE
JKECTKOe, 0CTTab/ieHo B 3a/{HEOOKOBBIX OT/eNaX, XPUIIOB HeT.
ToHBI cepilia ACHbIE, YaCTOTa cepfedHbIX cokpamieHnit (YCC)
68 ym/MMH, TaTONMOTMYECKUX ITYMOB He BBIABIICHO, aKI[EHT
IT Tona Haj neroyHoi aprepueii. AprepuasbHOE TaBlIe€HME HA
obenx pykax 110/60 mm pr. cT. JKUBOT Ipy Haabmanmy Msr-
Kuii, 6e300/Ie3HeHHBII BO BCeX OT/enax. IledeHb yBenmyeHa,
BBICTYIIAeT Ha 2 CM M3-TIOX peGepHOIl Ayru, Ipy MajIbIalin
6e360ne3Hen a1, IIagKasl.

ITo paHHBIM 71abOPATOPHBIX MCCIENOBAaHUIT OOpaliaeT Ha
cebs1 BHMMaHNe MoOBbIIeHne KoHLeHTparuy NT-proBNP no
360,3 rir/mit, rutnep6umupy6uHemust 39,3 MKMOJIB/ 1.

IMTanmeHTy BBIONMHEHBI CTaHJAPTHBIE PYTUHHBIE MCCTIe-
noBaHNA. JlaHHBIE 3/1€KTPOKAPAMOTPAMMBI IpeNCTaB/IeHbI
Ha puc. 1. [ly1 olleHKM HapylIeHMit pUTMa ¥ IIPOBOSUMOCTI
CepAla, a TAaKXXe y4YuTbIBasg YKasaHUsA B aHAMHe3€e Ha IIpo-
OEXKHU >KelyJ0YKOBOIl TaXMKAaPAMY, BBIIOIHEHO CYTOYHOE
MOHUTOPMPOBaHME 3MeKTPOKapAMOIpaMMbl. PUTM cuHYcO-
Bplit ¢ YCC 48-60-71 ya/MuH. OfMHOYHBIX JKETyJ04YKOBBIX
9KCTpACUCTON — 5849 (MOpdomorndecknx TUIOB 3), IO THUITY
OureMuHNM 68 >KEMyNOYKOBBIX SKCTPACKUCTON, IMAPHBIX — 5.
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Puc. 2. iByxmepHas (B-pexum) IxoKI naumnenrTa 1. AnnkanbHoe
yeTbipexKamepHoe ceueHue. Habnofaerca sSHaunTenbHoe yTon-
weHune creHoK JIXK c Hannunem MenKnx BKIOUEHWNI B MeXKeny-
AOYKOBOI1 Neperopopke (yKasaHbl cmpesikamu).

OnMHOYHBIX HaJPKeNTyTOYKOBBIX 3KCTpacucTon — 453, map-
HBIX — 2, 3 TPOOEXKI HaJXKeTyTOYKOBOI TaXuKapaumuu (Maxc.
5 xommekcos, Makc. YCC fo 88 yn/MuH). 3aperucTpupoBaHo
16 mays, MakcuManbHO 710 2092 Mc. ATpMOBEHTPUKYIAPHAs
6noxana 1-it crenenn, 6110kafa IeBOI HOXKY ITy4ka Imca.

ITpu 9xoKI (tabn. 1) BBLABIEHO pacIIuMpeHMe IOIOCTell
oboux mpepcepauii, ymenbiueHne nonoctu JIK, ymepenHoe
CHIDKeHMe 17106anbHoI cokparnmocty JDK, KoHIeHTpraeckas
runeprpodus Mmoxappa JDK, HapylleHme AmMacTOnM4ecKoin
(YHKIUM 10 PEeCTPUKTUBHOMY THUITY C IIOBBILIEHNEM AaB/ICHUS
HaIo/HeHNA 3-J1 cTeneHu. BelpaskeHHas «3€PHUCTOCTb» MMO-
Kappa (puc. 2). Ha ocHOBaHMYM COBOKYITHOCTM TaKMX IIPYM3HA-
KOB, KaK yTO/IIIEHIe MIOKapZa IIpY OTCYTCTBUI aHAMHe3a ap-
TepUaNbHOM IMIEPTEeH3NNU, PECTPUKTUBHBIN TUII HApPYIIEHU
AMACTONMNYECKON (PYHKIVM, YMEPEHHOE CHIDKEeHNe IT06ab-
HOJI COKPAaTVMOCTH CepAlia ¢ He3HAYNTEe/IbHBIM YMeHbIIeHEM
nomoctyt JDK, «3epHUCTOCTH» MMOKApHa, @ TAKXKe CHIDKEHME
BOJIbT@XA OT CTAHAAPTHBIX OTBEJEHMII IO JaHHBIM 3/IEKTPO-
Kapauorpadu, 6bly1a BIHeCeHa runoTe3a o Hamranu AK.

JI71st HopTBep>KAeHNS TUIIOTe3bl BBIITOTHEHA CIIeK/I-TPEKIHT
9xoKT (Specle Tracking Imaging) ¢ uenbio oneHku fedopma-
LM MUOKappa. BeIABIEHO BBIpa)KeHHOE CHIDKeHMe fiepopma-
LM MuoKappa 6asanbHbIX U cpenHux cerMenToB JDK ¢ oTHO-

CONSILIUM MEDICUM. 2023;25(1):69-73.

Ta6nuua 1. laHHble IxoKl-uccneposanusa M.

Mokasatennb 3HaueHmne
n 5,0 cm, 06bem 98 mn
nn 25 cm?
KAOP JIXK 4,6 cm
KCP JTXK 3,7cm
OB JTXK 40-42%
MOKA 3,0-3,2 cm (6a3anbHble CErMeHTbI),

[0 2,5 cm (cpefiHne cermeHTbl)
30K 2,0-22cm
[nactonnyeckas [nactonuueckas anchyHKLUUA 3-in cTeneHn
dyHKUMA (E 73 cm/c, E/A MK 2,6, Em |=5, Ems=3)
Mpumeyanwe. JIN - neBoe npeacepave, MM - npasoe npeacepave, KAP JIK — KoHeyHo-ana-
cTonuyeckuii pasmep JIK, KCP JTX — koHeuHo-cucTonnueckuin pasmep JIXK, MK — mexkeny-
[poukoBas neperopoaka, 3CJIK - 3agHAa cteHka JIK.

CHUTENIBHO COXpaHEeHHOI fedopMalnueil MUOKapaa B 061acTu
BepxywKku (puc. 3) — XxapaKTepHas KapTHHA JyI1 aMIIOMZ03a
cepnua (nupexc GLS aver=-6,5%, N<-20%).

CornacHO cOBpeMEHHBIM PEKOMEHJIAMAM IO JVaTHOCTUKe
AK «30/10TBIM CTaHJAPTOM» SIB/ISIETCS IPOBEHEHVE MarHuT-
HO-pe3oHaHcHOIT Tomorpadunu (MPT) ceppua ¢ KoHTpacTH-
pOBaHMeM TafloNMHIEM, OCOOEHHO IPY M30MMPOBAHHOM IIO-
paxeHun ceppna [7]. OfHaKO y HaHHOTO MalMeHTa MMEIVCh
abCOMIOTHBIE [IPOTUBOIIOKA3AHMSI — PaHee eMy ObII BBIIIOTHEH
BHYTPUKOCTHBIII OCTEOCUHTE3 KOCTell TPeAIlieybsi MeTalIl-
YeCKMM CTepKHeM, BCTIE[ICTBIE Yero MpoBefieHNe MCCIeoBa-
HUS He TIPECTABIISTIOCH BO3MOXKHBIM.

Crepyromieii LienbIo MOCTIe TIOATBEP)KAEHNA [UATHO3a aM-
nouposa sABIsAeTca ero TumuposaHue. OT 3TOro 3aBUCUT
JanbHelllllee HasHAauYeHMe CIenNUYECKO Tepamnmy, CXeMbl
KOTOPOJ KapAMHAIbHO pasnuyanTcsa y AL- (xummorepanus)
n TTR-ammnonposa (CeNeKTVUBHBI CTAOMIN3ATOP TPAHCTHU-
peruna). OgHMM 13 Ba)XKHBIX MCCIEHOBAHMIL, MMO3BOJIAIOIINX
TUNNPOBATh aMUIOUIO3, ABMIAETCA CUVHTUIpaduA MMOKapfa
¢ #¥"Tc - nupodocdaTom TexHerus. B pamkax mccienoBaHms
OlleHMBaeTcA HaKoIUleHne paanonsoTonos (POII) B Mmokap-
Jie OTHOCUTETIBHO KOCTHOI TKAaHM, Ha OCHOBAHWM Y€r0 OLIeHM-
BaeTcs cTeneHb HakomteHus POIL: 2 u 3-a crenenu (grade 2,
grade 3) ¢ BBICOKOII BepOATHOCTBIO yKasbIBaloT Ha TTR-amm-
noumos [8].

ITo pesympraraMm MCCIeOBaHNMS HAaHHOTO IMAlMEHTa: Ha
CUMHTUTPAMMAX, BBIIIOJIHEHHBIX B 3 CTAHAAPTHBIX IIPOEKIIM-
AX, KOCTHBIE CTPYKTYPbI He BU3yamm3upyoTca. OmpegenaeTcsa
MHTEHCUBHOe ToTanbHOe HakoruteHne POII B mmokappme JDK
u mpasoro xenypgodka. CoorHomenue HaxkomneHusa POIT B
MIOKapfie OTHOCUTE/IbHO HAKOIUIEHMsS B KOHTPJIaTepajbHOI
30He 2,5 (cooTHomeHye 6omblle, YeM 1,5, XapaKTepHO s
ATTR-ammnonposa); puc. 4. [Ipn oneHke cCiMHTUIpaMM B pe-
XJMe OfHO(OTOHHOI 3MICCUOHHOI KOMIIBIOTEPHON TOMO-
rpacdun (O9KT) BusyanusupyeTcst UHTEHCHBHOE HaKOIIEHIE
P®II Bo Bcem Mmokappe JIK, B TOM 4mcrie B IpOEKIMN MaInI-
NApHBIX Ml (mpusHak runeprpodun JDK), grade 3 (puc. 5).

C nenbio nckmoyeHnss AL-ammmono3a uccieqoBata CbiBO-
POTKa ¥ MOdYa MalMeHTa Ha HaJn4ye JIETKMX LieTleil UMMYHO-
r106y/1MHOB. Pe3ynbrat 6511 OTPULIATETbHBIIL.

C uenpio MOPGOIOTMYIECKOr0 yTOYHEHMs AMarHos3a IIpo-
BefleHa OMOICHSA [BEHAAUATUIEPCTHON KUIIKY, KOTOpas
MOAITBEPAN/IA HA/IN4Ne Jero3uToB ammtonsia. COracHO KOH-
CEHCYCHOMY a/ITOPUTMY HEMHBA3MBHOI JVaTHOCTUKU aMIUJIO-
npfo3a cepana [9] y marmeHTOB ¢ XapaKTepHBIMY IIPV3HAKAMUI
amunoupgosa 1o gaaasiM IxoKI/MPT, Grade 2/3 mo gaHHbIM
O3KT u 6e3 knoHanbHbIX aHoManuii guarHos AT TR-amuno-
/1032 MOXET CYUTATHCS YCTAHOB/IEHHBIM Oe3 IIPOBefieHIsI 9H-
JAOMIMOKAPAVAIbHON OMOICUY MMOKAPAA.

Takum o6pasom, 661 cHOpMyIMPOBAH AMATHO3: TPAHCTH-
perunoBaa AK. HapymeHus putMa M NpOBOAMMOCTH Ceph-
Ija: TapokcuaManpHas QopMa GUOPMIIALMK-TPeeTaHNs

st
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Puc. 4. MnaHapHasa cynHTurpamma M.

20-14840 0.00 MBq
PYP LEHR
21 Dec, 2020 10:58:52.00 Matrix: 128 x 128
320 mm

Time/ frame: 126 Sec

Tot Cts: 1000000

2062

Ar: 72681 mm sq
: 67.0 counts

Av: 166.5 counts

SD: 236 30cm

Anterior projection
ANT
HL: 232.00
UNIF/ LIN/ NRGY LO:

Ipeficepamil, 4acTass >KelTyHOuKoBas U Ha[PKeTyLoYKoBasd
9KCTpAacUCTONN, 67I0Kazia 7IeBOJ HOXKM ITydka luca, arpuo-
BEHTPUKY/sipHass Omokama 1-it cremenn. XCH IIB crapumn,
III pyHKIMOHANTBLHOTO K/Iacca.

HecMmoTps Ha OTCYTCTBME OTATOLEHHOTO CeMEeITHOTO aHaM-
He3a MAILMEHTY NIPOBENEeHO MOMEKY/IAPHO-TEHETNIECKOe MCCTIe-
IOoBaHMe METOJOM IIPAMOrO CeKBEHUPOBAHMA BCeil KOAUPY-
0lIell TIOCTIEfOBATENBHOCTU U 0OacTell 9K30H-MHTPOHHBIX
coenuHenmit reHa TTR. B pesynbpraTe aHammsa BbIAB/IEH
OIIMH BEPOsTHO-IIATOT€HHBII BApMAHT HYKIEOTUIHOI IIO-
cnepoBarensHocTy chrl8:29175148 _A/T (GRCh37 - hgl9)
[NM_000371.4:c.266A>T; NP_000362.1:p.Tyr89Phe(p.Y89E,
ycTapesiiee Ha3BaHye p.Y69F)] B reTeposUroTHOM COCTOAHUM.

YuuTpiBasg HanmMuye y MalyeHTa IOATBEP)KAEHHOIO Bapu-
artHoro TTR-ammmonzosa, eMy HasHadeH TadaMupguc B Jo3e
61 Mr 110 )KM3HEHHBIM IIOKA3aHUAM [JIA 3aMefilIeHNs TaIbHell-
ILIETO IPOTPecCUpoBaHms 3a60meBaHMs. BpIIO peKoMeH/[0BaHO
JanbHelilee AUCIaHCepHOe HAOJIOfieHIe U TIPOBefieHIe TeHe-
TUYECKOTO MCC/IeJOBAHNUA YIEHOB CEMbU JIA BBIABIEHUA WU
VICKJTIOYEeHNA Y HUX JaHHOTO BapyMaHTa B T'eHe TPaHCTUPETHHA.

3aknouyeHne

JJaHHBI KIMHNYECKUII IPUMEp JeMOHCTPUPYET TPYSFHOCTHU
nvarHocTuku AK, pnuTenbHbI nepuon MeXAy IOsABIeHMEM
HEePBBIX CUMIITOMOB 3a00/IeBaHMs O MOCTaHOBKM [MArHo3a,
IIOCKO/IbKY 3a00/IeBaHIe MOXKeT IIPOTEKaTh IO, MaCKaMM pas-
JIMYHBIX IATONIOTMIL. BhlAB/IeHMe aMulIoNnj03a Ha paHHell cTa-
OUN II03BOJIAET KAaK MOXXHO paHbme Ha4vyaTb Cl'IeLU/I(l)I/I‘{eCKyIO
TepaInio, YTO JlaeT BO3MOXKHOCTb CYIECTBEHHO 3aMeJIUTh
MIPOLeCC OT/IOXKEHNUsA JIEIO3UTOB aMUION/ia B OpraHax-MMuIIle-
HSX 1 y/Ty4IIaeT IPOrHo3 MalyeHToB [1].

B Hpe,E[CTaBHeHHOM KIIMHN4YE€CKOM cny‘{ae C MOMEHTAa KJIMHU-
Yeckoit MaHuectanyu 3ab6oneBaHys JO BepuduKalyy guar-
HO3a IIPOIIO 2 TOfa, YTO JEMOHCTPUPYET OBICTPOTY TeUeHMs
u nporpeccuposanus AK. OcBeoM/IEHHOCTb U HACTOPOXKEH-
HOCTbH Bpaqeil HepBI/I‘IHOI‘O 3B€HAa OTHOCUTEIbHO aMIMJIONOO3a
CepALia, HaIpaB/ieHe B 9KCIIEPTHBIE ¥ MHOTOIIPOQW/IbHBIE 1IeH-
TPHI [2] — BaXKHBIe KPUTEPUM CBOEBPEMEHHOI FUATHOCTUKIL.

MonekynsapHo-TeHeTU4eCcKoe  JCCIefoBaHMe  ABJAETCA
Ba)XHBIM 9TAIIOM TUNMPOBAHNA aMUIONAO03a cepaua. B mpen-
CTaB/ICHHOM KJIMHMYECKOM CTydae y MaljieHTa C IOATBepXK-
OEHHBbIM CUCTEMHBIM aMMWJIOUOO30M C HOpa)KeHI/ICM cepnua
BBIAB/ICH BEPOATHO-NIATOT€HHBI BapuaHT (10 Kmaccuduka-
un ACMG2015) p.Y89F B rere TTR. [JaHHbIT BapuaHT He 3a-
perncTprpoBaH B BBIOOPKE Perucrpa IAleHTOB C Haclel-
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CTBeHHbIMU popMaMy ammniongosa (MHGOpMaLMs HOCTYIHA
Ha caifte http://www.amyloidosismutations.com/attr.html).
ITo maHHBIM NTUTEPATYPHBIX MCTOYHMKOB OTCYTCTBYET OIMCA-
HIfe ALMEHTOB C aMIJIOMIO30M C STVIM BapyaHTOM Ha Teppu-
topun Poccuiickoit @enepanym. OgHAKO MMEIOTCA JaHHbIE O
ABYX MOJTBEPK/IEHHbIX C/TyYasX BblAB/IeHN:A BapyaHTa p.Y89F
B reHe TTR y 60nbHBIX aMUIonzj030M Ha Tepputopun Coemy-
HenHbix [lItatoB Amepuxn u Bemnko6puranun [10, 11], u ato
HOATBEPXK/aeT Kay3aJIbHOCTDb JaHHOTO BapMaHTa.

IIpy BBHIABNEHNMN HACTENCTBEHHBIX GOPM aMMION03a Cile-
AyeT HMPOBOAUTb MOJIEKY/IAPHO-TeHETUYECKOe MCCIeT0oBaHme
He TOJIbKO y MauMeHTa (C Lielbl0 MOATBEP>KACHNs [1arHosa
ATTR), HO ¥, IpU BBIAB/ICHUN IIPUYMHHOTO BapyaHTa y IIpoO-
6aHpa, — Y BCEX YWIEHOB €TI0 CeMbM [/ pa3paboTKM JanbHel-
IIETO AVCIIAHCEPHOTO HAOIONeHN IS POJCTBEHHIKOB C HOf-
TBEPX/ICHHBIM BaPUAHTOM.

PackpsiTiie MHTEPECOB. ABTOPBI AEK/IAPUPYIOT OTCYTCTBUE
SIBHBIX /1 [IOTEHIMa/IbHBIX KOH(IMKTOB MHTEPECOB, CBSI3aHHbIX
¢ my6IMKaIeit HaCcTOSIIeN CTaTbIL.
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