Bankansckuin megnumHckmn xxypHan, 2023, Tom 2, Ne3

Baikal Medical Journal, 2022, Vol. 2, No 3

HACJNEACTBEHHbI TPAHCTEPETUHOBbIA AMUJIONA03.
KIIMHNYECKWU CITYHAU
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BBEJEHWUE

Ha ceronHsiHMiA 1eHb U3BECTHO 36 TUIIOB aMu-
JIOU103a; CAMbIMM YaCTbIMU TUTIAMU, aCCOLIMMPOBAH-
HBIMM C MOPaXKeHUEM cepila, sIBJISIOTCI: aMUIOU-
o3 Jneérkux uenein (AL), TpaHCTUPETUHOBBIA aMu-
nouno3 u AA-amuionno3. TpaHCTUPETUHOBBIN aMU-
nouno3 (ATTR) — dartanbHOe mporpeccupylolnee
3a00s1eBaHuE, 0OYCIOBJIEHHOE BHEKJIETOUHBIM OTJIO-
JKEHUEM I1aToJIOTMYeCKOro MOHOMepa Oejika TpaHC-
TupeTuHa. Boigensior aBe (popMbl — HacJieICTBEH-
HBII U CEHUJIBHBIA CUCTEMHbIA TPAHCTUPETUHOBBIN
aMUJIOUI03.

KITMHUYECKWA CNYy4AI

IIpencraBieH KIMHMYECKUN CJIydyail MalMeH-
Ta A., 65 €T, ¢ HACJIEACTBEHHBIM CEMEMHBIM TPaHC-
TUPETUHOBBIM aMMJIOUI030M 0€3 HEeBPOMAaTHUH.
M3 anaMmHe3a: epruoauvYeckKy OTMevasl MOBBIIIeHNE
apTepUabHOTO JaBACHUS OO MaKCHMMAaJIbHBIX 3Ha-
yeHuit 145/90 MM pT. CT., peTyJasspHO TUIIOTEH3UB-
HBbIE TIperapaThl He MpUHUMAJ. YXYAIIeHUEe COCTO-
sHus Habmwogaer ¢ 2021 r., Korga BOepBble OTME-
TWJI TIOSIBJIEHUE KaJI00 Ha OABIIIKY IMPU MOBCEIHEB-
HOM (pU3MUecKOoil Harpy3Ke, OTEKM HUXHUX KOHEU-
HOCTeM, IprubaBKy MaccChl Tejla Ha 7 KT 3a 2 HeJeJIu.
HeomHokpaTHO TpoXodaui JiedueHHE B CTallMOHape
IO MECTY XXKMTEIbCTBA B CBSI3M C JeKOMIIEHCAIMei
cepaeuyHoll HemocTtaToyHOCTU. IIpu oOciiemoBaHUU
¢ nomolubio 3xokapauorpaduu (BxoKI') BeisiBIeHA
TUIepTpodUs CTEHOK JICBOTO KeIyaodyKa, COXpaH-
Hag ¢pakuus BeIOpoca JieBoro kenynouka (PBix).
B 2023 r. B Iu1aHOBOM MOpPSAKE HAIIpPaBIeH K Kapau-
onory I'bY3 «Mpkyrckas obiaacTHasl opaeHa «3HaK
Moy€Ta» KJAMHUYecKass O0oJibHUIIAa», TTPOBEAEHO J10-
o0ciienoBaHuUeE.

Ha snexrpoxkapauorpamme (OKI') — nHbapkTormno-
Jo0HbIe n3MeHeHus Komiuiekca QRS. B anamHese 10-
CTOBEPHBIX TaHHBIX, CBUIETEILCTBYIOIINX O TIepeHe-
c€HHOM MH(apKTe MUoKapaa, He Obu10. B nuHaMuke
o OxoKI BwisiBieHO: cHUkKeHue OBk 1o Simpson
10 41 %; yBeanveHue runepTpoGuu CTEHOK JIEBOTO
1 TIPABOTO XEJyJAouyKa, MamuUISIPHBIX MBIIIIIL; TTOSIB-
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JIeHWE TUITOKMHEe3a CTeHOK JIEBOTO XeJylouykKa; Io-
BbILLIEHUE PACUETHOTO JABJICHUS B TIPABOM KETYA0U-
Ke; nuiaTauus IpaBbiX OTAeNoB cepaua. Ha kopoHa-
porpaduy CTEHOTUYECKUX MOPAXKEHUU KOPOHAPHBIX
apTepUii HE BBISIBJICHO.

Ha ocHoBaHMM HaJM4Ks BbIPAKEHHOU TMUIEPTPO-
¢uu Muokapaa 000UX XKeJayI0UYKOB, HE COOTBETCTBY-
IOLLIEH TSDKECTU apTepUaIbHOM TMIIEPTEH3MM, a TAKXKE
HECOOTBETCTBUS MEXIY TOJIIMHON CTEHOK JIEBOTO
XKeaynouka v BojgbTaxkoM QRS na OKI', cHuxXeHUs
COKpPaTUTEIbHOW CIMOCOOHOCTM MHOKapaa IMpu OT-
CYTCTBMM JTAHHBIX O 3HAUMMOM TOBPEXIEHUNU MUO-
Kap/ia ObLJIO BbICKA3aHO MPEAIOJ0XEHUE O BEPOSIT-
HOM aMWJIOWJI03€ cepala.

Hatpuitypetuyeckuii mentua, Kapauocreuupu-
yecKre MapKepbl MoBbIlIeHbl. Ha KoMmIbloTepHO
ToMorpaduyu B MapeHXUMe O0OUX JIETKUX, IIpeu-
MYILECTBEHHO B HUXHUX JIOJISIX, BU3YyaTU3UPYIOTCS
MHOXECTBEHHbIE MEJKUE OYaru oKpyrjioi (popmbl,
pa3zMepoMm a0 2—5—7 mMM. MenuacTUHalbHbIE JIUM-
¢oy3ziabl He yBeandyeHbl. CBeleHUsI 0 YacTOTe Iopa-
KEHUS JIETKUX TPU aMUJIOMA03€ Ha CETOAHSIIHMIA
JIeHb OTCYTCTBYIOT. [lopaxeHue JIErKUX IIPU TPpaHC-
TPUPETUHOBOM aMUJIOU/I03€ B OCHOBHOM OOHapy-
JKMBAETCS TOJbKO MO pe3yjbTaraM ayTONCUMHOTO
HCCIeTOBaHUS.

C wenblo uckiaoueHus AlL-amuiongo3a mpoBe-
JleHa OMoIicHUs IMPSIMOI KUIIKK. MOHOKJIOHAJbHAs
ramMmManartus He ooHapyxeHa. Ilo maHHBIM ogHOGO-
TOHHOU YMMCCHUOHHOU KOMITBIOTEpHOU ToMOrpapuu
¢ 99m Tc-nupodocdaTom, B MPOEKIUHU CeEPALA OT-
MeyaeTcsl MOBBIIIEHHOE HaKoIUIeHWe paauodapM-
npemnapara (P®II) B Muokapme JieBOro M IpaBoOTo
KenyaoukoB. OueHKa MHTEHCUBHOCTU HAKOTIJIEHUS
P®II B Mmuokappe 1o mkane Perugini cooTBeTCTBY-
eT creneHu 3; KoadduuueHT auddepeHLnaaIbHO-
o HaKOIUIEHUSI cepjlle/KOHTpajaTepaibHasi 30Ha
paBeH 1,6, yto saBisiercst xapakrepHbiM 11t ATTR-
amuyiongo3a. B cBs3u ¢ mojyueHueM JaHHBIX, 10-
CTaTOYHBIX JJI MOCTAaHOBKMU AMarHo3a, OT IpoOBe-
JIEHUS DHIOMUOKAPAMMAJIbHONK OMONCUU PELIeHO
BO3JIepXKaThCSI.

ITalueHTy MpoBeneHO NOATBEPKAAIOIIEee MOJIEKY -
JISpHO-TeHETUYECKOE ucciieqoBaHue. B ak30He 3 reHa
TTR naroreHHbiii BapuaHT ¢.302C>T (p.(Alal01Val)
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B T€TEPO3UTOTHOM COCTOSHUU. [Ipy KOMIUIEKCHOM
00cyIeI0BaHUM JaHHBIX, CBUIACTEIBCTBYIOIINX O HeE-
BpOITaTUM, HE BBHISBICHO.

Takum ob6pa3oM, y nauueHTa ObLI BEpUDUIIUIPO-
BaH TPaHCTUPETUHOBBIN aMWJIONIO3 cepalia. B kaue-
cTBe 0a30BOI Tepanmuu peKOMEHIOBaH Iperapar Ta-
damuauc B 1o3e 61 Mr 1 pas B CyTKH.
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3AKJTIOYEHUE

YuuThiBask BHICOKYIO JIETaJAbHOCTh 3a00JIeBaHUS
Y1 HaJIMuMe COBPEMEHHBIX BO3MOXHOCTEH JIeUeHMUsI,
OYeBMIHA HEOOXOAMMOCTh MOBBIILIEHUST HTH(POPMUPO-
BAaHHOCTU U HACTOPOXEHHOCTU Bpayeil pasIMYHBIX
CIIELMaJbHOCTEN B OTHOILIEHUM JAHHOM MaTOJIOTUU.

HEREDITARY TRANSTERETIN AMYLOIDOSIS. A CLINICAL CASE

Bagadaeva E.Yu.

Irkutsk Regional Clinical Hospital, Irkutsk, Russia

BACKGROUND

There are currently 36 known types of amyloido-
sis. The most common types associated with cardiac
involvement are: light chain amyloidosis (AL), tran-
sthyretin amyloidosis, and AA amyloidosis. Transthyre-
tin amyloidosis (ATTR) is a fatal, progressive disease
caused by the extracellular deposition of an abnormal
transthyretin protein monomer. There are two forms:
hereditary and senile systemic transthyretin amyloi-
dosis.

CLINICAL CASE

A clinical case of patient A., 65 years old, with he-
reditary familial transthyretin amyloidosis with-
out neuropathy is presented. Past medical history:
the patient periodically noted an increase in blood
pressure to a maximum value of 145/90 mmHg,
did not take antihypertensive drugs regularly. The de-
terioration in the condition has been observed since
2021, when he first noted the complaints of short-
ness of breath during everyday physical activity, swell-
ing of the lower extremities, and an increase in body
weight of 7 kg in 2 weeks. He was repeatedly treated
in a local hospital due to decompensated heart fail-
ure. Examination using echocardiography revealed
hypertrophy of the left ventricle walls and preserved
left ventricular ejection fraction (LVEF). In 2023,
he was routinely referred to a cardiologist at the Ir-
kutsk Regional Clinical Hospital, and further exami-
nation was carried out.

The electrocardiogram (ECG) shows infarct-like
changes in the QRS complex. There was no relia-
ble data in the anamnesis indicating a myocardial in-
farction. Echocardiography dynamics revealed: a de-
crease in LVEF according to Simpson down to 41 %;
increased hypertrophy of the left and right ventricle

walls and papillary muscles; the appearance of hypoki-
nesis of the left ventricle walls; increased calculated
pressure in the right ventricle; dilatation of the right
heart. Coronary angiography revealed no stenotic le-
sions of the coronary arteries.

Based on the presence of pronounced myo-
cardial hypertrophy of both ventricles, which does
not correspond to the severity of arterial hyperten-
sion, as well as on the discrepancy between the thick-
ness of the left ventricle walls and the QRS voltage
on the ECG, and on a decrease in myocardial con-
tractility in the absence of data on significant myo-
cardial damage, we suggested probable cardiac am-
yloidosis.

Natriuretic peptide and cardiac-specific mark-
ers are elevated. On computed tomography, multiple
small round-shaped foci, up to 2—5—7 mm in size, are
visualized in the parenchyma of both lungs, mainly
in the lower lobes. Mediastinal lymph nodes are not en-
larged. There is currently no information on the inci-
dence of lung damage due to amyloidosis. Lung dam-
age in transtriretin amyloidosis is mainly detected only
by autopsy results.

To exclude AL amyloidosis, a rectal biopsy
was performed. No monoclonal gammopathy was de-
tected. According to single-photon emission computed
tomography with 99m Tc-pyrophosphate, in the pro-
jection of the heart there is an increased accumulation
of radiopharmaceuticals in the myocardium of the left
and right ventricles. Assessment of the intensity of ra-
diopharmaceutical accumulation in the myocardi-
um according to the Perugini scale corresponds to
grade 3; the differential accumulation coefficient
heart/contralateral zone is 1.6, which is characteris-
tic of ATTR amyloidosis. In connection with obtain-
ing data sufficient to make a diagnosis, it was decided
to refrain from performing an endomyocardial biopsy.

The patient underwent a confirmatory molecular
genetic study. In exon 3 of the TTR gene, the patho-
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genic variant ¢.302C>T (p.(Alal01Val) is in a heterozy- CONCLUSION
gous state. A comprehensive examination did not re-
veal any data indicating neuropathy. Considering the high mortality of the disease

Thus, transthyretin cardiac amyloidosis was veri- and the availability of modern treatment options,
fied in the patient. Tafamidis is recommended as ba-  the need to increase awareness and alertness of doctors
sic therapy at a dose of 61 mg once a day. of various specialties regarding this pathology is obvious.

Ons untupoBaHusa: barapaesa E.FO. HacnencTBeHHbI TPAHCTEPETUHOBLIN aMunongo3. KnuHudecknii cnyyar.
Bavikansckuii meguumHekmia xypHan. 2023; 2(3): 23-25. doi: 10.57256/2949-0715-2023-2-3-23-25

For citation: Bagadaeva E.Yu. Hereditary transteretin amyloidosis. A clinical case. Baikal Medical Journal. 2023;
2(3): 23-25. doi: 10.57256/2949-0715-2023-2-3-23-25

Tesuchbl



	С
	Пустая страница


