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Ecnn 6one3Hb He onpegereHa,
HEBO3MOXHO U JIe4YUTb €e.
Myxammen A33axupu Ac-CamapKkaHgu

MWIOWJI03 — IpyMIia HACJAeACTBEHHbIX WM MPU-

00peTEeHHBIX 3a00JIEBAHUI, CBA3aHHBIX C BHE-

€TOYHBIM OTJIO0XeHUeM (pUOPUJIIT HEpacTBO-

PUMBIX O€JIKOB, BBI3bIBAIOIINX TKAHEBbIE CTPYKTYPHbIE

HapylueHUs W OpraHHble TUCOYHKIIUU, B TOM YUCJTIE
cepaua (C. Rapezzi et al., 2010).

ITepBbie coobIIeHUST 00 0OHAPYKEHUH B TKAHSIX OTJIO-
>KEHMI aMuion1a, HalTOMUHABILIUX KpaXMaJibHbIe 3epHa
MpU UX OKpacke MoaoM, MOSBWINCH €lIE B CEPEArHE
XIX Beka (R. Virchow, 1857). 3yueHue 310l MaTosoruu
MPOJ0JIKAeTCsl, OAHAKO 0 HACTOSIILIETO BpeMEHU CBe-
JIEHUS O €€ PaclpOCTPAaHEHHOCTH BeChbMa CKYJHbI BBULLY
3HAYUTEJbHOTO KOJIMYECTBA HEAMATHOCTUPOBAHHBIX CITy-
yaeB 3a00seBaHUs. [10 HEMHOTOUMCIEHHBIM JaHHBIM,
BCEero B MUpe 3a(UKCUPOBAHO OKOJIO 8 MJIH OOJIbHBIX
aMUJIOMIO30M, YTO cocTaBisaeT 1% B moryssaumy. Yare
3a00JieBaHME BCTpeYaeTCsl Cpeau JIMI MYXKCKOTO ToJia
(1.E. Ky3spmuueB u coasbT., 2016).

Mopdosioruueckasi CTpykKTypa aMujiouaa — TJIUKO-
MpOTenI, MPeACTaBSIOIINI cO00it coueTaHue pudopuI-
JIIPHBIX U TJIOOYJISIPHBIX O€JIKOB, 00beAMHEHHBIX MOJIU-
caxapunamu. M3BectHo 6osee 30 crieuupuIHbIX Oel-
KOB, CITOCOOHBIX (hopMUpOBaTh (PUOPUILIBI aMUIOUA,
U3 KOTOPBIX MSATh CITIOCOOHBI MPUBOAUTD K aMUJIOUIO3Y
cepala: JIeTKue el UMMYHOTI100yanHOB (AL), Tsoke-
Jible 11enu uMMyHoriooynuHoB (AH), TpaHcTupeTuH,
CBIBOPOTOYHBIN aMuious A (AA) U anoJUITONPOTEUH
Al (C. Rapezzi, 2010; K. Shah et al., 2016). Cpenn 3tux
0eJIKOB B MocjieiHee BpeMsi 0c000e BHUMaHWE UCCIIEN0-
BareJsieli MpUBJIeKaeT U3yYyeHUE TPAHCTUPETHHA, a TAKKE
OJHOMMEHHOr0 aMUJIOKU103a, Pa3BUBAIOIIETOCS TPU
HaKOIJIEHUH JaHHOTO OesiKa.

[TomoOHBIN MHTEPEC MOKHO OOBSICHUTDH TEM, YTO MIPHU
MPOBEIECHUH ayTOIICUM MOXWIBIX ULy 25% 13 HUX 00-
HapyXHUBalOTCs OTJOXEHUs aMWJIOUaa, 3HAUUTeIbHAs
YacTb KOTOPBIX TPAHCTUPETUHOBOTO MPOUCXOXKICHMUS

(S.E Mohammed et al., 2014; EL. Ruberg et al., 2012);
O APYTMM AAaHHBIM, MOJOOHBIE HAKOIUIEHUS COCTaB-
Js10T 10 36% ciydaeB ayroricuii nuil crapmre 80 et
(G.G. Cornwell et al., 1983). B HacTosi11Iee BpeMsT CUU-
TaeTcs, YTo HauboJiee paclpoCTpaHEHHBIM aMUJIOM-
JI0O30M cepara SABIIeTCs] UMEHHO TPaHCTUPETUHOBBIM,
TTOCKOJIBKY Y 32% MalMeHTOB ¢ CepIeYHOI HeIOCTaTOd-
HocTtbio (CH) u coxpaHeHHoi1 ¢pakiiueii BeioOpoca (PB)
crapiie 75 jeT ObL1 0OHApYKEH TPAHCTUPETUHOBBIN aMM-
JIOMII TIPY ayTOIICUH, OMHAKO TOUYHBIX JTAHHBIX O PACIIPO-
crpaHeHHocT ATTR B monymsiunu HeT. Cpean Bcex
ciygaeB ATTR B CIIIA ATTRwt coctaBun 48%, a 23% —
ATTRm, Be13BanHbIN MyTanueit Vall2211. B o xxe BpemMst
3a npenenamu CIIA Ha momo ATTRwt mpuiioch
Bcero 5% cnyuaes, a 76% — Ha ATTRm ¢ myrauuei
Val30Me (D.L. Brunjes et al., 2016; T. Coelho et al., 2013;
M.S. Maurer et al., 2016).

Cpenu Ipyrux OpraHoB, TIOABEP:KEHHBIX HAKOTUIEHUIO
TPaHCTUPETUHA, CJIEAYeT OTMETUTD TTIeYeHb, CEJIe3eHKY,
SKEJTyIOYHO-KUIIEYHBIN TPaKT, KOCTHBINA MO3T, OpraHbl
BHyTpeHHel cekpeunn, s13bIK (R.H. Falk, 2011). B To xxe
BpeMs Tl KIMHUIIMCTA BaskeH eIlle OOWH acIleKT 3Tok
MpOoOJIEMbl: 3aMeYeHa CBI3b MEXIY Pa3BUTUEM XPOHU-
yeckoit CH (XCH) ¢ coxpaHenHoii ®B u Hanuunem
TpaHcTupeTrnHOBOTO ammiaonno3a (F L. Ruberg et al.,
2012; J.H. Pinney et al., 2013).

CornacHo kinaccudukanum BceMmupHoit opranu3anum
3npaBooxpaHeHust (2003), ocHOBaHHOIT Ha CIEU(UIHO-
CTU OCHOBHOTO 0eJIKa aMUJIon 1a, HO30JIOTUST KOTUPYETCS
kak ATTR (A — amunouno3, TTR — TpaHcTUpeTUH).
B xnaccudukanym mocjieaoBaTeIbHO YKa3bIBa€TCS TUIT
aMwiounno3a, 6eIoK-IpealeCTBEHHUK 1 KJIMHUYecKast
(opma 6ones3nu (P. Westermark et al., 2005). B Hacrto-
s1ee BpeMs BBIIEISETCS ABa MOATUIIA TPAHCTUPETH-
HOBOTO aMUJIOMI03a: HACJIEeACTBEHHBIN (MyTaHTHBIHI,
ATTRm) n HeMyTaHTHBIN «aukuit> (ATTRwt), panee
Ha3bIBaBIIMICSA CEHUIBHBIM KapaualbHbIM aMUJIOUIO-
30M. Cuntaertcsi, yto oba Thuna ATTR criocoOGHbI Tpu-
BOIUTH K Pa3BUTHIO PECTPUKTUBHON KapaIMOMHOIIATHHI
(D.L. Brunjes et al., 2016). HakamiuBasich B opraHax,
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TPaHCTUPETUHOBBI aMUJIOU BHITECHSET UX 3M0PO-
BBIE TKAHM, CTAHOBSACH CO BpeMeHEM TTPUIMHOM 3HAYM -
TeJTbHBIX MTATOJIOTHUECKUX M3MEHEHHI U TUTIEPTPODUH,
BEIyIIUX K HapyleHNI0 QYHKIIMOHUPOBAHMS IIETBIX
cucrtem opranusma (C. Rapezzi et al., 2010).

DYHKINST TeTpaMEpPHOro CHIBOPOTOYHOTO OeIKa
TPAaHCTUPETUHA, CUHTE3UPYEMOTO B MeYeHU, COCTOUT
B TPAHCIIOPTUPOBKE TUPOKCHMHA M peTHHoJA. B rmmazme
KPOBU TPAHCTUPETUH IIUPKYIUPYET B KOHIECHTPAIIUN
20-40 mr/mu (L. Obici et al., 2005) u coctout u3 127 amu-
HokucnotHbix cyobenuuull (R.H. Falk, 2011).

DTHOJIOTHS U MATOreHe3 TPAaHCTUPETUHOBOTO aMUJIO-
MI03a J0 KoHLa He u3ydeHbl. Cuntaercs, uto ATTRwt
BO3HUKAET Y JIUII TIOXUJIOTO BO3pacTa BCIAEACTBUE Pa3-
BUTHSI CTPYKTYPHOI HECTAOMJIBbHOCTU TPAaHCTUPETUHA,
YTO NPUBOAUT K 00PA30BAHUIO HEMPABUIBHO CBEPHYTHIX
MPOMEXKYTOYHBIX er0 (popM (MOHOMEPHBIX CYObEAMHMII).
B pesyneraTe IpOMCXOMNUT WX arpeTalysd M OTJIOKCHUE
B Bune amuiionaa (B. Nget al., 2005; C.M. Chung et al.,
2001). IMTpuuunoii xxe ATTRm, Hocs1iero HacJaeACTBEH-
HBII XapaKTep, SIBISETCS MyTallis TeHOB, KOTUPYIOIINX
0eJIKU, ¥ repeJaeTcsi OH 10 ayTOCOMHO-A0OMUHAHTHOMY
THUITY, TIPY KOTOPOM BEPOSITHOCTH HacledoBaHUS 3a00-
JleBaHMs y ToToMKa coctasiseT 50% (JI.W. JIBopenkuii
U coaBT., 2015). Cyurtaercs, YTO MyTaHTHbIE OEJIKU He-
CTaOWJIBbHBI U IIpe0o0pa3yioTcs B GUOPUIIISIPHBIE CTPYK-
Typsl. [Ipu BosHukHOBeHUM MyTanuu reHa TTR, orBeT-
CTBEHHOT'O 3a CUHTE3 TPAHCTUPETUHA, U HAPYILLIEHUU €r0
CTPYKTYpPbl Pa3BUBAECTCS HACIEACTBEHHbIA CEMENHBIN
amuiouao3 (JI.B. Koznosckas, 1998; A.D. MakapeBuu
U coaBT., 2006; T. Damy et al., 2013).

Ien TTR, xogupyoIuii CTPYKTYpPY TPAaHCTUPETUHA,
COCTOUT 13 4 BK30HOB M pacliojaraeTcs Ha JIMHHOM
rievye 18-ii xpomocoMbl B mo3unuu 12.1 (18q12.1).
B o6mieit caoxHocT onucaHo okojo 100 mMyrauumi
T€HOB, KOTOPHIE CBSI3BIBAIOT C PA3BUTHEM HACIIEACTBEH -
HOTO TpaHCTUpeTMHOBOTO amuiouao3a (K. Shah et al.,
2016; T. Damy et al., 2013); 0K0JI0 OJOBUHBI U3 HUX
accouupylorcs ¢ nopaxeHueM cepana npu ATTRm
(C. Rapezzi et al., 2012). Bce MyTaiuu sIBAsIIOTCS pe-
3yJBTaTOM 3aMeHbl OJHOTO HYKJIEOTHUIA B CTPYKTYpe
reHa TpaHCTUpeTHHa, Kpome MmyTauuu Val22 (J. Buxbaum
et al., 2010; M.S. Maurer et al., 2016). B ciydae mo-
clieHel oTMeuaeTcs Aeelnsi Bcero komoHa. K cambim
YacThIM BUIAM MOJUMOpGU3Ma reHa TPaHCTUPETUHA,
KOTOPBIE TIPUBOMISIT K Pa3BUTHIO AMIJTOMIIO3a, OTHOCSITCSI
BbIIlIEyKa3aHHas 3aMeHa BaJIMHA HA U30JIEUIIMH B 122-M
MOJIOKEHUU TOJUIENITUAHON 1IeNIM TPaHCTUPETUHA,
a Takke 3aMeHa METHMOHWHA Ha BajuH B 30-M I0OJIO-
xeHun (R.C. Givens et al., 2013). CrneayeT ynmoMsiHyTb

u o mytaruu V1421, Bctpevaromieiics y 3,4% adpoame-
pukaHiieB, a B EBporne pacnpocTpaHeHa TaK Ha3blBae-
Mas nopryrajibckas myTamus — VS0M (D.R. Jacobson,
1997; T. Damy et al., 2013). Ecau mytauuu B reHe TTR
He 0OHapyXMBAlOTCs, TO AUArHO3 HACJEACTBEHHOTO
TPAaHCTUPETUHOBOIO aMUJIOU03a UCKIIIOYAETCS U IPEA-
ITOJIaTaeTCsT HATMIUE eTO «IMKOTO» THTIA.

AMUIIONI03 MOXET ObITh CUCTEMHBIM WM JIOKAJTbHBIM
(cTpamaeT OIWH OpraH WM CHUCTEMa); COOTBETCTBEHHO,
1 KJIMHHYECKasd KAPTHHA CUCTEMHOTO aMUJIOMI03a MI0-
BOJIBHO pa3HOOOpa3Ha 3a CUET MOopakeHUsl pasIuYHbIX
OpraHoB M/win cucTeM. [1aTOrHOMOHWYHBIX CUMITTOMOB
y TPAaHCTUPETMHOBOTO aMWJIOWI03a He BBIABIeHO. Cpemun
kimHu4eckux opm ATTR BbieasItOT ceMeliHy0 aMUIo-
WIHYIO KapAMOIIaTUIO, CEMEMHYI0 aMUJIOUTHYIO IMOJTUHEN-
POIIATHIO U CTApYECKMIT aMIIOMIO3 Y JIUIT TTOXKMIIOTO BO3-
pacta — crapirre 60-70 sret ([1.E. Ky3pmirdeB 1 coasr., 2016).

[Tpu cucTeMHOM aMUJIOUI03€ BO3MOXHO Pa3BUTHUE
CEHCOPHOM M MOTOPHOM HEBPONATUN, HAYMHAIOLIEHCS
¢ TIOpaXeHUs HIDKHUX KOHEYHOCTE!, KapaunoMuoIa-
THUU, COMTPOBOXKIAIOIIEICS HAPYLIEHUSIMU PUTMA cepla
(B TOM uHMcIie YTPOXAOIUIMMK XKU3HU), CHHKOTIAIbHBIX
COCTOSITHUM, B psiie CIydaeB OTMEYAlOTCS CUMIITOMBI
CO CTOPOHBI XeIYI0UYHO-KUIIIEYHOTO TpaKTa U TMOYeK.
Y yacTu MalMeHTOB pa3BMBAETCS BereTaTMBHAasI Heli-
porraTus, CMMIITOMaM1 KOTOPOI BBICTYITAIOT AUapest
n oproctatndeckas runoteHsus (L. Obici et al., 2005).
IIpusHaku 3a0oJieBaHUS Y OOJBHBIX MPUCOCIUHSIOTCS
ITOCJIeIOBATENIEHO TI0 Mepe TTPOTPECCUPOBAHYSI ITATOJIO-
MU, MPUBOSIIEH K BO3SMOXHOMY Pa3BUTUIO KAPTUHBI
MOJMOPTraHHOM HEJOCTATOYHOCTH.

AMMITONI MOKET HaKaIUTMBAThCS BO BCEX CTPYKTYpax
cepaua — KjaraHax, cocylaax, MMoOKap/e U nepukapie,
MpeACepausIX, KeayaouKax, MPoBOIsIIei cucTeMe, Bbl-
3bIBasi cooTBeTCTBYIONIYIO cuMmnTomMatuky (E.I. Hecykaii
U coaBT., 2016). Tak, mpy OTVIOKEHUU aMUJIOUIA B KOPO-
HapHBIX COCYAaX OTMEYAIOTCSI CUMITTOMBI CTEHOKAPIUHU.
Cpenu mopaxeHuil cepaedyHO-COCYIMCTON CUCTEMBI
TaKXe CIIeAyeT OTMETUTh PECTPUKTUBHYIO KapIHOMMO-
MnaTuio, KapaAMOMeTaaulo: HaKaIJIMBasiCh B MBbIIILIE
cepala Kak OJJHOM W3 OpTaHOB-MMUILIEHENH, aMUJIOWI
TIPUBOIUT K YTOJNIIEHUIO Y YIUIOTHEHUIO MHOKapAa C BbI-
pakeHHOM IMACTOJIMYECKOU NUC(YHKIIUeH, yMeHbIIas
€ro MOJATIMBOCTD M MPUBOIS K PA3BUTHIO PECTPUKTUB-
HOM KapIMOMUOIIAaTUH — OXHOM M3 XapaKTePHBIX 0CO-
o6eHHocteli amwiouno3a (A. Castano et al., 2015). 9to
SIBIEHUE MOXET OBITh CAaMOCTOSITEIbHBIM TPU3HAKOM
3a00JIeBaHMS JIMOO OOHAPYKMBATHCS P 00CIETIOBAHUI
nauyeHTa ¢ HekapavaiabHbeIM amutonno3oM (R H. Falk,
S.W. Dubrey, 2010).
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[1pu nanbHelieM TeyeHUH 3a00J1eBaHMS pa3BUBAeTCS
CH, xoTopoii CBOICTBEHHO OBICTPOE MPOrPeCcCUPOBaHIUE
u pedpakrTepHocTs K Tepannu (K.B. Shah et al., 2006).

TpaHCTUPETUHOBBIN aMUJIOWI03 OTJIMYAETCS MPOrpec-
CHUPYIOLIUM TEYEHUEM, a MPOTHO3 3aBUCUT OT CTEHEHU
TMOPaXXeHMS OPTaHOB, PACIIPOCTPAHEHHOCTH MATOJIOTUYe-
CKOTO Ipoliecca, CPOKOB AMArHOCTUKY 3a00JIeBaHUSI 1 €70
¢opmel. CorytacHO JaHHBIM psia UcclieaoBartesieit cpeIHsist
MPOJIODKUTENIBHOCTU XKU3HU OOJTbHBIX PY PA3BUTHHU Kap-
JMaTbHOTO TPAHCTUPETMHOBOIO aMUJIOMI03a COCTABJISIET
36 mec (C.C. Quarta et al., 2014; R.C. Givenset al., 2013).
B TO Xe Bpems B xone MCClieIoBaHMS, TTPOBOAMBIIETOCS
B. Ng u coant. (2005), nauueHtsl ¢ ATTRwt B cpenHem
WIMEJTY JIYYIIYI0 BBDKMBAEMOCTb B CPABHEHUH C TPYIIION
6osbHBIX AL-amunonno3om (75 npotus 11 mec).

ITo naHHBIM MCceqOBaHUS, TPOBOAMBILETOCS CPear
MalMEeHTOB C aMUJIOMWIO30M CEpAlla B ABYX YHUBEP-
cuterckux 1eHrpax @pannuu (T. Damy et al., 2016),
NT-proBNP onpeneneH kak MapKep MporHo3a st 00J1b-
HBIX ¢ TPAHCTUPETUHOBBIM aMUJIOMA030M OOOMX TUITOB
(ATTRm u ATTRwt). B To ke Bpems mist AL-tuma He-
3aBUCUMBIMU TIPEIUKTOPAMU CMEPTHU JAOTOJTHUTENBHO
K NT-proBNP 6but1 BO3pacT 1 cepIeyHbIil BEIOPOC.

C 1JIOXMM MPOTHO30M TaKXKe€ aCCOLUUPYETCS pa3BU-
THE aOpPTaJbHOIO CTEHO3a Y JIWII MOXUJIOro BO3pacra
C TPAaHCTUPETUHOBBIM aAMUJIOUI030M CEpALA «IUKOTO»
tnna (T.A. Treibel et al., 2016). PacrpocTpaHeHHOCTb
ero cocraBuia 6% cpeau MalUEHTOB cTapiie 65 Jer,
TOABEPTIINXCS MMPOTE3UPOBAHUIO a0PTATIBLHOTO KJlalaHa.

ITpu amarHocTUYecKoM OOCIeOBAaHUU MAallMEHTAa
C aMWJIOUA030M MPOBOMAST KIMHUYECKUI OCMOTp, PY-
TUHHBIE JJabopaTOpHbIe TECThI, JEKTPOKaApAUOIrpa-
(puueckoe (BKI') u sxokapauorpapuueckoe (BDxoKI)
WccaenoBaHUs, OMoNCcHUo TKaHe#. [ag BBISIBICHUS
MYyTallMii UCcToib3ytoT MeToa npsimoit JIHK-nnarnoc-
TUKU — CEKBEHUPOBaHUE reHa. Takxke B psijie cliydyaen
Ha3HaYyaeTcsi UMMYHOTMCTOXMMUYECKOE NCCIIeJOBAHUE.

ITpu ocMoTpe y GONBHBIX C CUCTEMHBIM aMUJIOUI030M
oOpalllaeT Ha ce0s1 BHUMaHUE yBEJIMYEHUE BHYTPEHHUX
OPTraHoB U JUM(PaTUUECKUX Y3JIOB, MPU3HAKW HapyIle-
HUS UX GYHKIIMOHMPOBAHUS, B TOM YKCJIE KIaCCUUECKe
cumnToMbl XCH. Tlpu ayckyapraiuu MOXET BbICIY-
IIMBATbCS CUCTOJIMYECKUIA IITYM M3-3a OTJOXKEHUS aMU-
Jonma Ha KiarmaHax (A.D. MakapeBud u coanT., 20006).
OaHuM u3 paHHux npuzHakoB ATTRwt, mo MHeHUIO
M. Nakagawa u coaBnr. (2016), saBisieTcst pa3BUTHE Kap-
MaJIbHOTO TYHHEJbHOTO CMHIpoMa. B To xe Bpemst 1ist
HacnenctBeHHoro Tuna ATTR B OCHOBHOM XapaKTepHBbI
MPU3HAKUA PA3BUTUS KapAUOMUONATAU U TTOPAKEHUS
nepudepuyeckux HepBoB (C. Rapezzi et al., 2012).
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Ha BKI manneHToB ¢ aMUJIOMI030M cep/lla ornpeae-
JISIeTCSl CHIDKEHME BOJIbTaxKa 3yOo1oB Komiuiekca QRS,
nH@apkronoaooHblii Tiuir DKI (B ToM ynciie yriyoiieHue
3yboua Q, cHU:KeHue aMILUIMTYAbl 3youa R), Hapylie-
Hus putMa u npoBogumoctu (EL. Ruberg et al., 2012;
I.S. Syed et al., 2010).

IIpu npoBeneHnMu peHTreHorpaduu TUIEpPTPoPUpPo-
BaHHOE Cep/lle YaCTO HAITOMMHAET «IIepuaTKy OoKcepa»
(A.D. MakapeBu4 1 coaBr., 2006) 3a cueT 3HAYUTETHLHOTO
yBEJIMUEHUSI TIpeicepaunii Ha hoHe COXpaHHBIX pa3Me-
poB mojocteil xkeaynoukoB. Ha OxoKI' BhIsIBISIOTCSA
cienyrouiye Mpu3Haku aMUJIOMAHON KapAUOMUOIIaTUM:
JuaTauus npeacepauit, 3HaUuTeIbHOE YBeJIUYEeHUE
Macchl MMOKapaa, CAMMETPUYHOE YTOJIIIEHNE CTEHOK
JKeJIyIOUKOB (MPU OTCYTCTBUU apTepUaJIbHOU TUIEep-
TOHUM), YTOJIILIEHUE KJIallaHOB, COMPOBOXKAAIOIIEeCs
peryprutanmeil KpoBH, BBIIOT B IOJIOCTH TIepUKapa,
a TakoKe TIPU3HAKK TNACTOIMIECKON TUCOYHKIINHA MUO-
Kapna, yalle peCTpUKTUBHOIO TUIMA — COOTHOIIEHUE
MUKOB CKOPOCTEI TpaHCMUTPAJIbHOTO KpoBoTOKa (E/A)
>2, TIOBBINIIEHNE KOHEYHOTO TUACTOJINIECKOTO daBiie-
Hus, cHkeHne @B Ha mo3mHMUX cpoKax 3abojIeBaHMs.
ITpu cpaBHeHuM mnamnueHToB ¢ ATTR («auKoro» u Ha-
CJIEACTBEHHOI'O TUMNOB) M AL-TUIIOM OTMEUYEHO, 4TO
TOJIILIMHA MEXCKETYI0YKOBOM Meperopoaky 00bliie mpu
TpaHcTupeTuH-3aBucuMoM turre (T. Damy et al., 2016).

S. Yamamura 1 coast. (2016) OTMETHIN CBSA3b MEXIY
HaJIMYueM «IUKOTo» TUIa TPAaHCTUPETUHOBOIO aMUJIO-
UI03a U TUIIEPTPOGUU JICBOTO XKeIyJouKa y OO0JbHBIX
MOXMJIOTo Bo3pacTa. B aHanu3 6buiu BKItoueHsI 133 ma-
ueHTa crapiie 50 JIeT ¢ TONIIMHON CTEHOK JIEBOTO Xe-
Jygouka >12 mMm. B xonme manbHeiIero ucciaenoBaHMs
aBTOPBI TIPUIILTM K BBIBOMY, YTO HapylIeHue (QYHKIINH
Mpelcepanii COBMECTHO b ¢ pa3BUTUEM AMACTOJIMYE-
CKOI TCchYHKIIMY TaKXe CBUIETEIbCTBYET O Pa3BUTUM
amuiounaosa cepaua. OueHky GyHKUUM Mpeacepauii
U BBISIBJIEHUWE CHUXEHHOW CKOPOCTM TO3JHEro Ha-
MOJIHEHUSI MCCAea0BaTeN MPOBOAUIN MPU TTOMOIIMN
MMIIYJIbCHO-BOJIHOBOI momnruieporpacduu. A.M. Rocha
U coaBT. (2017) oTMeyaloT, UTO NPOIOJbHas AehopMa-
LIYs JIEBOTO XKeJIyaouka, oOHapyXeHHasl C MOMOIIbIO
cnek-TpeKUHI-9XoKI, crocobcTByeT 1MarHocTUpo-
BaHUIO TUCHYHKIINM JICBOTO XeTyaouKa Ha paHHUX CTa-
JUSIX CEMEMHOT0 aMUJIOMA03a, BEI3BAHHOTO MyTalluei
Val30Met reHa TpaHCTUpPETUHA.

[Ipu THCTOTOTMYECKOM MCCIIEAOBAHNN 0OPA3IIOB TKa-
Heil, okpallleHHbIX KOHIro KpacHbIM, OmNpeaesiioTcs
XapaKTepHBIC IJISI CTPYKTYPhl amuiionna GuOpUIIbI,
00J1a1afoIIIMe TBOMHBIM JIyYETIPEIIOMIICHUEM B TTOJISIPH -
30BaHHOM 3ej1ieHOM cBeTe (L. Obici et al., 2005).
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JIOTOTHUTEIbHBIMU METOIAaMU BU3YaJIM3alluM aMU-
JIONI03a SBISIOTCS MarHUTHO-pe30HaHCHAas TOMO-
rpadusg (MPT), npu KOTOpoil BOBMOXKHO BBISBIICHUE
BKJIIOYEHUIT aMWIouJa B MUOKaplie, U paaruou30TOol-
Has TMarHOCTHKa — ITOBBIIICHHOE HAKOIUICHHWE M30-
tomna B cepacuyHoi Mpiie (G. Paladini et al., 2001).
Tak, E. Gonzalez-Lopez u coaBt. (2015) pekoMeHIyIOT
¢ uenblo guarHoctTuku ATTRwt mpoBoauTh CUMHTH-
rpaduio ¢ pagrodapmipenaparom °mTc, obaamaio-
IITYIO BBICOKOI YYBCTBUTEIbHOCTBIO U CIIELIM(DUYHOCTHIO
K 3Toi1 maTonornu. Ha prcyHke 1 moka3aHa CBSI3b MEXIY
TUCTOJOTMYECKUM UCCIeA0BaHMEeM TKaHel OOJbHBIX
W CUUMHTUTpadUEH.

HccnemoBatenm oTMeYaloT 3aBUCHUMOCTh MEXIY Ha-
JnureM ATTRwt ¢ pazBuTreM y MaiyeHTOB MOXUIOro
BospacTta (ctapiue 60 get) XCH ¢ coxpanenHoit ®B.
B xomne pa6otsl y 13% 6onbhbIx ¢ XCH 1 coxpaHeHHOM
®B ob6HapyxxeHo ATTRwt. B To ke Bpemst D.L. Brunjes
" coaBT. (2016) mpemtaraioT ISt TOATBEPKACHUS IMar-
Ho3a ATTRwt K ciiuHTUTrpaduu ¢ TeXHeleM J00aBISATh
U HMcClleloBaHe MOHOKJIOHAIbHBIX OEJIKOB.

IloaTBep:KIaroT 3Ty Bepcuio 1 yyeHble 3 Komymouii-
ckoro yauBepcutera (CIIA), cunraroniye ATTRwt 3naun-
TeJIbHOI U MOTeHIMAaIbHO Momuduumpyemoii npuuuHoit XCH
¢ coxpanennoii @B neBoro xkemygouka (A. Castano et al.,
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Puc. 1. FucTonornyeckas Koppensiuysa no3uTUBHOIO
pe3ynbTtaTta cumHTUrpadum ¢ **mTc-DPD: A — NO3UTUBHBIN
pesynbTaT CKaHUPOBaHUS, NMOKa3bIBaOLLMIA
6GMBEHTPUKYNSAPHOE U BbipaXKeHHoe (3- cTeneHu) HakonneHe
papuocpapmnpenapara B nepegHein U 3agHein NPoeKLUUsX;

B - ructonoruyeckoe uccnepfosaHue SHAOMUOKapANanbHbIX
6MONTaTOB OT TOrO Xe€ NaLuueHTa, NoKa3biBaloLee OT/IOXKEHNE
amunoupaa npyu oKpawMBaHMU reMaToOKCUNNH-303MHOM (x200);
C - okpawumsaHue KoHro KpacHbiM (x400);

D — IMMYyHOTMCTOXMMMNYECKOE UCCnejoBaHne, NMPU KOTOPOM
BbISIBJIeH TpaHCTUPETUH (x400) (E. Gonzalez-Lopez u coasr., 2015)

2015). ComtacHo ux maHHBIM y 32% TalMeHToB >75 JieT
¢ nuarHoctrpoBaHHO X CH ObLIN BBISIBI€HBI OTJI0KEHMS
TPAaHCTUPETUHOBOIO aMUJIOUIA MPU ayTOIICUM (puc. 2A,
puc. 2B).

B 1o ke Bpemst T. Damy u coasr. (2016) coobunan
0 HAIMYMK y 5% TIAIIMEeHTOB C TUIePTPOGUIECKOM Kapamo-
MUOITATUEN TPAHCTUPETUH-3aBUCUMON CEMEHON aMWJIO-
WIHON KapaIMOMUOTIAaTUH. ABTOPBI CYMTAIOT OIPaBIaHHBIM
MTPOBOIUTH CKPMHWHT MYTAHTHBIX TEHOB TPAaHCTUPETHHA
y JIMLL MOXUJIOTO Bo3pacTa (0coOeHHO apuKaHCKOIo
TIPOUCXOXKIEHUS) C YBEJTMUYEHUEM TOJIIMHBI CTEHOK JIEBOTO
JKeJTyIoYKa W COMYTCTBYIOIIMMU TIpH3HAKaMU HEWpO-
MaTuu, KaprnajlbHOTO TYHHEJIbHOTO CUHAPOMA, CHMXE-
HueM BoJbTaxka 3youoB DKI' 1 mo3nHUM HaKoIJIeHUEeM
ragonvHus 1pu nposeaeHuy MPT. Bee Brlllieyka3aHHbBIC
MPU3HAKKU HE3aBUCUMMO aCCOLIMMPOBAIMCH B XOIE 3TOTO
HallMOHATBHOTO MHOTOLIEHTPOBOIO MCCJIEIOBAHUS C Ce-
MEWHBIM TPaHCTUPETMHOBBHIM aMIJIOMIO30M. /InarHos
MOATBEPXIAIM IPH MOMOLIM cuMHTUrpaduu ¢ PmTc,
MPT nubo 3kcTpakapauaibHOR/9HAOMUOKAPAUAIBHOMN
OMOINCUY U TEHETUYECKOTO UCCIe0BaHUSI.

JleyeHne mManMeHTOB C aMUJIOMAO30M CEpIlia SIBJs-
€TCS MOBOJILHO CIIOKHOM 3amadeit. Tepammst HaripaBiIeHa
Ha CHUXXEHUE YPOBHSI CBIBOPOTOUYHBIX IMPEIIIeCTBEH-
HUKOB MYTaHTHBIX O€JIKOB, ITOCKOJIbKY 3aMEUeHO, YTO
IIPY 3TOM IIPOUCXOIUT Pe30pOITMs aMIJIONIa M BOCCTa-
HoBJIeHHe (pyHKIMK nopaxeHHoro opraHa (G. Merlini
et al., 2003). Kak u3BecTHO, MPpUMEHSETCSI XMUMHOTEpa-
IM$1, BBEIEHNE CTBOJIOBBIX KJIETOK, Tepecaaka IedyeHn
(puc. 2C). UccnenyroTcs BelliecTBa, o01aaarole TpaHe-
TUPETUH-CTAOWIU3UPYIOIIIMMU CBOMCTBAMU, HATIPUMED
IUGIYHU3AT — HECTEPOUIHBIN TTPOTUBOBOCTIATTUTEb-
HbI Tipenapat. Tacdamun mokasan cBoro 3¢ (GEKTUBHOCTD
TpY JIeYeHU U TPAaHCTUPEHOBOTO aMUJIOU03a, OJIOKUPYS
Kackaa oOpa3oBaHuUs aMUIOUAHBIX Guopui. Ipo-
JIOJXKAETCsl aKTUBHBIN TTOMCK Crieli(ruIecKuX CpeacTB
neueHus ATTR, uzydarorcst HoBble TIpernaparhbl, Clocoo-
HbIe KOHTpoJupoBaTh aKcrpeccuto reHoB (ISIS TTRRx,
ALN-TTRSCQC).

[Tpu pasButun XCH neyeHne coCcTOUT B KyMUpoOBa-
HUU €€ CUMITTOMOB COTJIaCHO COBPEMEHHBIM PEKOMEH -
mamusaM. OgHUM U3 METOIOB JIEUeHUs KapaIualbHOTO
aMWIOW03a B HACTOSIIIIEE BpEMsI CUMTAETCsI TpaHCILIaH-
taums cepoua (K.B. Shah et al., 2006; M.V. Cruz et al.,
2015), moce KOTopoii, 0MHAKO, BO3MOXHO IIOBTOPHOE
HaKoOIlJIeHUE aMUJIOW/a.

PestoMupys BBILIEU3TOXKEHHOE, CIEIyeT OTMETUTD,
YTO MpobJIeMa U3yIeHNs TPAHCTUPETUHOBOTO aMIJION-
J103a SBJISIETCH aKTYaJIbHOM IS COBPEMEHHOM Kapauo-
JIOTUU BBUY CIOKHOCTH JUArHOCTUKU, OTPaHUYEHHBIX
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CTpaTVI(*)VIKaLWIﬁ rocnmtaau3npoBaHHbIX NauueHToB

¢ CH no ®B
15+
licHcuoB [EjCHn®B [RCHcoxp®
"
h

% nayueHToB

? PacnpocTtpaHeHHOCTb KapauanbHoro ATTR

C Cneuuchuyeckas Tepanus

0
40
DB (%)
YTo4yHeHue: cnepyeT uckmountb AL-amunounpos, hokanbHoe
HaKormJieHue u3oTona MoXeT HabnoAaTbCs Y NaLuueHToB, NepeHecLUnX
WH(papKT MUOKapAa, He sicHa Posib B paHHeW fuarHocTuke

B Mpenapatbl *"Tc (DPD, PYP, HDP) umetot
cneynmnYHOCTb U YYBCTBUTEJIbHOCTD BbISIBNIEHUS
KapauanbHoro ATTR okono 90%

Pe3synbrar oTpuuatenbHbii| Pe3ynbTaT nonoXuTenbHbI

MpumepHo 15% naumeHToB ¢ CHcoxp®B umerot
otnoxeHusi ATTR B cepaue

YrHueteHune cuHtesa TTR

— TpaHCNIaHTaLus nevyeHu

— BblKNoYeHue reHoB (siPHK)
- ISIS TTRg,

— ALN-TTRSC

Crabunuszauusa TTR

— aucbnyHusan
(HeceneKkTUBHbIN)

2? 3 @ Manbie Duépunnol
__,'.[ o onuromepbl amunounaa
*Auccoumnauusi “ CsopaumeanHne  Arperaumsi

nekamepa MoHOMepa T

— Tachamup (CeNneKTUBHbIN)

Oerpapaumsa n pea6copoums mbpunn
— BOKCULMKIIVH +
TaypoypcofoKcuxoseBas Kucnora

— aHTUTeNa K CbIBOPOTOHHOMY
amunoupgHomy npoteuHy (SAP)

Puc. 2. Mapapurma CKpUHUHIa U Nie4eHUs BbISIBIEHHOrO TPaHCTUPETMHOBOrO aMUIOMAO03a KakK NoTeHUuanbHO Moguduumpyemon
npuunHbl CH ¢ coxpaHeHHon ®B. [inarHo3 ATTR y nauueHToB, rocnuTanu3npoBaHHbix ¢ CH ¢ coxpaHeHHown ®PB (A), MoXeT 6bITb
NOATBEPXAEH CUMHTUrpadpuelt ¢ npenapaTtamu TexHeuusa 99m (B), nocne 4ero UM MOXeT 6bITb Ha3Ha4YeHa cneuuduyeckas

Tepanus (C) (A. Castano u coasrT., 2015)
MpumeyaHus:

CHcH®B — CH co cHmxeHHon PB;

CHR®B — CH ¢ npoMexXyTo4HbIMK 3Ha4eHusmu OB;
CHcoxp®B — CH ¢ coxpaHeHHoi ®B.

BO3MOXHOCTEM Tepanuu, 0COOEHHOCTE! TeUeHUsI U TSI-
JKECTU ucxoja 3ab0jieBaHUs Y MAlMeHTOB — Pa3BUTHUS
XCH, BHe3ammHOI CMEPTH, ITOJIMOPTAaHHOI HEJO0CTaTOY -
HocTu. B yacTHOCTH, OTI0XeHUe (HUOPULIT aMuIouaa
B MUOKapjie NMPUBOJIUT K Pa3BUTHIO AUACTOJINYECKON
JTUCOYHKIMH, a 3aTeM K PECTPUKTUBHOU KapAMOMUO-
natuu ¢ ucxonom B XCH. Cneayer mog4epKHYTh, 4TO
HauboJiee 3HAUUTETLHON U B TO XK€ BpeMsl MoaJarolencs
Momudukamuu npuanHoit XCH ¢ coxpaHenHoit ®B
CUYMTAeTCsl UMEHHO TPaHCTUPETUHOBBIN aMUIOUI03.

B HacTos111€€ BpeMs NPOA0IKAETCS U3yYEHUE OCOOCH-
HOCTE maToreHe3a JaHHOTO 3a00JIeBaHMSsI, pa3padaThI-
BalOTCs 00Jiee TOUHbIE METO/IbI €70 pAaHHEN TMarHOCTUKU
U JICYEHU S, TOMCKU MyTe KOPPEKIIMU MPOrHO3a U YIy4-
LIEHUS KauyecTBa XKMU3HU MallMeHTOB.

Takum 00pa3zoM, MPaKTUKYIOIIM BpayaM MpY BbISIBIIE-
HUM KapAWOMETAJIMU, COITPOBOXKAAIOLIEICS PEZUCTEHTHOMN
Kk neqeHrro XCH (8 Tom umciie ¢ coxpanentoit ®B), ciemyer
MPOBOAUTDH AU depeHIINaTbHYI0 TUaTHOCTUKY C TPaHCTH-
PETMHOBBIM aMUJIONI030M cepaua. C 3Toi Leablo MOXKHO
PEKOMEHIOBATh IPUMEHEHNE KaK pyTMHHBIX MeTonoB (DK,
DxoKI, peHTreHorpacuy opraHoB I'PYIHOM KJIETKH), TaK
u 6onee cnenmduuHbix — MPT, ciiuaTurpadmm, ructosno-
rmaeckoro uccaenosanus u JIHK -mmmarsoctrkm.

CBoeBpeMEHHOE BBISIBICHNE TPAHCTUPETMHOBOTO aMIJION -
J103a ¥ BBIOOP ONTUMAILHOM TAKTUKH €TI0 Tepariiy M03BOJIseT
OTIAJITh HEOIArOIPUATHEIE IS IAlMEeHTa UCXO/IbI 3a00J1eBa-
Hus. C mpoduIakTUYeCKOM 11eJTbi0 HEOOXOIMMO aKTUBHO BbI-
SIBJISITh HOCUTEJIE MyTaHTHBIX TeHOB — CBOEBPEMEHHO TIPOBO-
JIVTh TeHETUUECKOE TECTUPOBAHUE POACTBEHHUKOB OOJTBHBIX.



