KINMMHWYECKWE CNYYAN

HE VAL30MET-TPAHCTUPETUHOBASI AMUTIOUOHAS KAPAUOMUONATUSA. OB30P CBELEHUM

JINTEPATYPbI U KNTMHU4ECKOE HABJIIOAEHUE

l'yokosa A. ‘F|.1;2, MonskoBa A.A.:’j, Amenut A. B.2, 1|\2/I0v|ceeE;a 0. M.:
Makyposa T.B. , Koctapesa A.A. ", CemepHuH E.H. , LUnaxto E.B.”

MpencrasneH 0030p CBeAEHUA NUTEPATYPbl UM KAMHWYECcKoe HabnoaeHue
¢ He Val30Met-TpaHCTUPETVHOBO amMuNoUaHoOM kapavomuonaTueid. O6cyxaeHbl
anropuTMbl AMArHOCTUKM U BpaueOHOI TakTKe Ha COBPEMEHHOM 3Tare.

Poccuiickuii kapauonorudeckuii xypHan 2018, 2 (154): 121-128
http://dx.doi.org/10.15829/1560-4071-2018-2-121-128

KniouyeBble cnoBa: reHeTN4eCcknii TPaHCTUPETUHOBBIV aMUIONA03, TPAHCTUPETU-
HOBasi amunounaHas kapanommonarus, Val30Met mytauus.

'orey CeBepo-3anafHblii denepanbHbii MEAULMHCKMIA UCCNEA0BaTENbCKUIA
ueHTp Munagpasa Poccum, CaxkT-lNetepbypr; ’®rs0Y BO MCMEMMY um. akaf.
M.1N. Nasnosa” Munaapasa Poccuu, CaxkT-MeTepbypr, Poccus.

lynkoBa A.9.* — 3aB. nabopatopueii kapamomuonaTuin IHCTUTyTa cepaeyHo-cocy-
nmcTbix 3abonesanuia, Monsikoa A.A. — c¢.H.c. HO nHdunbTpaTmBHbIX 3a6onesa-
HUI cepaua MHCTUTYTa MONEKYSIPHON GUONOTMM 1 FEHETVKW, M.H.C. nabopaTopum
KapanomvonaTuin IHcTuTyTa cepaeyHo-cocyamcTbix 3abonesanuii, AmMennH A.B. —
[.M.H., npodeccop kadbeapbl HEBPONOrMK ¢ KnnHKKOW, Monceesa O.M. — A.M.H.,
avpekTop MHcTuTyTa cepaua v cocynos, 3aB. HMO HekopoHaporeHHbIx 3abonesa-
Huin cepaua, Kpytnkos A.H. — B.H.c. HNO nHdunsTpatviBHbIX 3a60neBanuii cepaua
MHcTUTYTa MOnekynspHoii Guonorum n reHeTukm, Tuiikosa B. M. — Bpay kapauonor,
po3oB P.B. — K.M.H., Bpay-naTonoroaHaToMm, 3aB. NaTos0ro-aHaTOMU4ecknm oTae-
nom JIPK N2 1, Peixkosa [l. B. — pykoBoauTesb Hay4HO-KIMHUYECKOrO 06 beaNHEHUS!

b

prTVIKOBA.H.1, Tuwikosa B.M.1, [po3oB P.B.1, PbI)KKOBaﬂ,.B.1,

anepHoii MeavumHel, 3aB. HUJ1 apepHoii meavumHel HAO nyy4eBoit amarHocTuku,
[.M.H., Bpa4-paavonor BbiCLUel kateropum, npodeccop kadeapbl Ty4eBoit auarHo-
CTUKV 1 MEOMLMHCKON BM3yanusaumn, Makyposa T.B. — kmHu4eckuii opamHaTop
HWI spepHon meauumHel, Koctapesa A.A. — K.M.H., anpekTop UHcTuTyTa Moneky-
napHoii 6uonorum n reHeTuku, CemepHuH E. H. — k.M.H., pykoBoaumTens otaena HAO
MHOUNBTPaTUBHLIX 3aboneBaHwii cepaua VHCTUTYTa MonekynspHoit Guonoruu
nreHetukm, LLnaxro E. B. — akapemuvik PAH, 3acnyxeHHbili fnestens Hayku PO, reHe-
panbHbIi AupexTop, MpeanaeHT POCCUitckoro kapavonornieckoro obLiecTsa, mas-
HbIli kapavonor CaxkT-MeTepbypra 1 CeBepo-3anagHoro denepanbHOro okpyra.

*ABTOp, OTBETCTBEHHbIV 3a nepenucky (Corresponding author):
alexagood-1954@mail.ru

KMMN — kapanomuonatum, FKMM — runepTtpoduyeckasn kapavommuonatus, TTP —
TPaHCTUPETUH, ATTP — TPaHCTUPETUHOBLIN ammnnonpos, ATTP-KMIM — tpaHcTu-
PEeTVHOBas aMUNoOMAHAs KapamommonaTus, mt — MyTaHTHBbIA TUM, wt — HopManb-
HbIA, “anknii” Tun, YCC — yacToTa cepaeyHbIX cokpalleHuin, POM — pagmodapm-
npenapat, 3xo0-KI — axokapauorpadus, JDK — nesbiii Xxenymoyek cepaua,
[TK — runepTtpodus nesoro xenynoyka, 99mTc-DPD — 99-TexHeuwit-3,3-am-
docdoHo- 1,2-nponaHoankapboKcKoBas KucnoTa.

Pykonuck nonyyena 25.09.2017
PeueHans nonyydera 09.12.2017
MpuhsTa K nybnukauum 24.12.2017

NON-VAL3OMET-TRANSTHYRETIN AMYLOID CARDIOMYOPATHY. LITERATURE REVIEW

AND CLINICAL CASE

Gudkova A.Ya.1’2, Polyakova A.A.1'2, Amelin A.V.2, Moiseeva O. M.

Makurova T.V.', Kostareva A.A."?, Semernin E.N."?, Shlyakhto E.V."?

A literature review presented, with a clinical observation of non-Val30Met-
transthyretin amyloid cardiomyopathy. Modern diagnostic and management
algorithms discussed.

Russ J Cardiol 2018, 2 (154): 121-128
http://dx.doi.org/10.15829/1560-4071-2018-2-121-128

AMUIOUI03 ceplia — 3TO OTJIOXEHVE BO BHEKJIETOU -
HOM MaTpMKCE aHOMaJbHOro (puOpUIISIpHOro OeKa
(aMmIona) BCIICACTBHE TEHETWYECKMX M HETCHETHYC-
CKnX (OpM CHCTEMHOTO M JIOKAJIBHOIO aMIUIOMIO3a.
B mocnemnee mecstuetre 21 BekKa CTayo IMOHSITHO, Y4TO
CHCTeMHBIC U JIOKaJIbHEBIC (hDOPMBI aMUJIONI03a HE SIBJIS-
I0TCS peIKNMH 3a00J1eBaHUSIMH. JIMarHOCTHKA aMUAJIOMI-
HOUM KapaIUOMMOIIATUM SIBIISICTCSI OMHOM W3 OCHOBHBIX
IIpo0JIeM, ¢ KOTOPOM CTAJIKMBAIOTCS Bpadyy IIpH JICUCHUN
MMAIIeHTOB C IIPOTPECCHUPYIONICH CepIedHOoil HeaocTa-
TOYHOCTBIO, ACCOITMMPOBAHHOM ¢ (DEHOKOIMSIMY Kaparo-
muonatuii (KMII), B mepByo odepensb rureprpodmae-
ckoii kapauomuonatun (IFKMII) u pecTpUKTHUBHOM
KMII. Bro cnpaBemmnBo IS TIOpaXXeHUs cepala Ipu
cucteMHOM AL-amMuimonmo3se, CeMEHHBIX M CIIOpamgmde-
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CKHX CIIy4astX TeHETUIEeCKHN 00YCIOBICHHOTO TPAHCTUPE-
trHOBOTO ammiIonno3a (ATTP) myranTHoro (mt) Tuma,
a TakKe BCIICACTBHE KOH(MOPMAIIMOHHBIX WM3MEHCHUU
MOJIEKYJIBI O¢JIKa HOPMAaJIBHOTO, “IMKOT0” (Wt) TpaHCTH-
peTrHa Mpu ctapeHum mnauueHToB [1]. HectabuibHOCTD
teTpamepa TpaHctupetuHa (TTP), BbIzBaHHast MyTalu-
SIMM Y/WAJTHA CBSI3aHHAS ¢ BO3PAaCcTOM, IIPUBOIUT K AUCCO-
muauuu Terpamepa TTP Ha MoHOMEpHI M Ha MOHO-
Mepsl + C-KOHIIeBBIe (PparMeHThI, YTO BHI3BIBACT HEIIpa-
BIJILHBIM (OJIMHT MW arperanlnio BapUaHTHBIX
moHomepoB TTP ¢ oOpazoBaHrMEeM TOKCUYHBIX aMUIOU-
IOTEHHBIX ITPOMEXYTOIHBIX ITPOIYKTOB M aMIJIOMIHBIX
dubpunn [2, 3].

Haubonee yacTo HacaemCTBEHHASI TPAHCTUPETUHOBAS
amusionnHas kapauomuonatus (ATTP-KMII) Bcrpeua-
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Ta6nuua 1
D,VIHaMVIKa KJINHU4YeCKUX AMarHo3oB

[vHamuka KNMHUYECKUX AMarHo30B

2015r (okTI6pPb) MBC, noctnHdapkTHLIN (MM HEM3BeCTHON AaBHOCTW)

KapAMOCKNEPOo3

2016r MwuokapauTuyeckuin kapamocknepos. Muokapant

ot okT16psi 2015r. CUCTEMHbI aMUNONA03.
KM HeobeTpykTrBHAs popma. BonesHb HakonneHus?

2017r (sHBapb) TpaHCTUPETVHOBBIA aMUIONA03 C NPENUMYLLLECTBEHHLIM

nopaxeHuem cepaua, no4ek?, koxu. XCH.
XKenynoukoBble HAPYLIEHWS CEPAEYHOr0 pUTMa

5 rpagaumu no Ryan, napokcrua3mbl MOHOMOPQHOM
Xeny[o4KoBON Taxvukapaun. BapukoaHas 6one3Hb BeH
HWXHWX KOHeYHOoCTEN. XXenesoaeduumutHas aHemus.

Cokpatenus: UBC — nwemmyeckas 6onesHb cepaua, UM — nHdapkt muokapaa.

ercs mpu cMemmanHoM (Val30Met-AT TP, mo3gHuii me61oT)
" KaparnomuonaTnaeckom (He Val30Met-ATTP) Bapuan-
Tax 3aboneBaHus [4, 5]. U3BeCTHBI MyTalluM, BHI3BIBAIO-
IIHe CeMEWHBIe W CIopagmaecKue ¢hopMbI 3a00IeBaHNS,
KOTOPHIC aCCOIMMPOBAHBI C IPEUMYIIIECTBEHHBIM pa3BH-
tueM ATTP-KMII (manpumep, Vall22lle, Ile68Leu,
Thr60Ala, Leull1Met) [6-8]. JaHHbIii BapuaHT 3aboJie-
BaHUS SIBIISICTCSI HamOoJiee CIOXHBIM B IUIaHE IMArHO-
CTHKM, TaK KaK OMOIICUsSI CTU3UCTON IeKM, KAIICYHNKA
nnu nodyek HermHPopMaTuBHa. ATTP-KMII mioxo nua-
THOCTUPYETCSI, OCOOCHHO B CIyJasx, KOTIa HEBPOJIOTH-
YecKasi CHMIITTOMAaTHKAa YMEPEHHO BBIpaXkKeHa MJIN OTCYT-
ctByeT. CIeKTp KIMHUYECKNX IIPOSBICHUI BapbUPYETCST
OT TOJIBKO HEBPOJOTMYECKIX CUMIITOMOB IIPY CEMEHOM
dopme 3ab0IeBaHNS B SHICMUYHBIX PETMOHAX IO TTopa-
KEHUSI TPEUMYIICCTBEHHO CEpAcYHO-COCYINCTON CHC-
TEMBI B CITOPAINIECKUX CAYIasIX B HEOHICMUYHBIX PETH-
oHax |7, 8]. 3a0oneBaHUs, ¢ KOTOPHIMU CJICIYET IIPOBO-
InTh auddepeHINaIbHbBIIN IUAaTHO3 IIPW ITOJ03PCHUN
Ha (mt)ATTP-KMII — 3T0 ciay9am HM30JIMpPOBAHHOIO
IMOpakeHMS Ceplia TPy CapKOMI03¢, aTUITMIHBIC (DOPMBI
6one3nn AHnepceHa-Pabpu, a TakKe MalMEHTHI ¢ N30~
JIMPOBAHHBIM WM TPEUMYIIECTBEHHBIM ITOpaxkeHUEM
cepaua npu AL-amunoungose [9]. JlmarHocTuka
He Val30Met-ATTP-KMII cioxkHa U3-3a peIKOCTH 3TOi
ITaTOJIOTHH, HEIOCTATOYHOI OCBEIOMIICHHOCTH Bpadei
W TPYOTHOOOCTYITHOCTH METOHOB BH3yalIM3allMd MHO-
Kapaa B IMMPOKOM KIIMHUYECKOM TTPAaKTUKE.

IIpuBogM ommcaHue COOCTBEHHOTO KIMHHYECKOTO
HabOIeHUS.

Kanoowr: [Taument K., 63 j1eT, IpeabsaBIIsSeT XKaa100b
Ha O0IIYyI0 cJIa00CTh, CHIDKEHME TOJIEPAHTHOCTU K (U3~
YeCKOM Harpy3Ke, OIBIIIKY, BOSHUKAIOIIYIO IIPH OBICTPOI
Xonpbe Ha pacctogHuUM 6osiee 400 M U TIpM TTOoABEME
Ha TpPHW 3Taxa, OTEKM HIDKHMX KOHEUYHOCTEil OO cepe-
IUHBI rojeHeil. Ilepebon B pabore cepaiia, 00N aHTH-
HO3HOTO XapaKTepa He oIrichiBacT. Kaleas ¢ KpoBoxap-
KaHbeM, IIPECUHKOIE M CHHKOMEe oTpuiaer. OmpIlika
B ITOKOE, SIU30IbI CEPACTHON aCTMBI OTCYTCTBYIOT. CIInT
C HU3KUM HU3TOJIOBBEM.

Anammue3 3a0oyeBanus: PaHee cumTan ceOsl pakTHye-
CKU 300pOBBIM. B HacTostiee BpeMst — BOCHHBIN ITEHCHO-
Hep, paboTaeT OXpaHHUKOM B dacTHOI ¢upme. C mioms
2015r cTa oTMedaTh IepUOIMISCKOE TIOSIBICHUE K BeUIepy
OTEKOB HIDKHMX KOHEYHOCTE WM ONBIIIKN TpH (hU3mde-
cKoit Harpy3ke. B oktsaope 2015r 3a0071€71 OCTPO, BOZHUK
TIPUCTYII CIa00CTH, HEXBAaTKU Bo3ayxa. Jlaree MOsSIBIIIACh
Jmxopanka (MakcuMaibHO 1o 38° C), Ha 3TOM (hOHE yCH-
JIMJIACh ONBIIIKA, HAPOCIN OTEKH HOT (1m0 KojieH). 1o mpu-
e3ny B P® obpatwiics B MOJIMKIMHUKY TI0 MECTY KATEThb-
CTBA C MOCJEOYIOIEN TOCIUTAIM3ALUEN B BOCHHBIN
rocrTanb. [1py obcienoBaHUM IO JAHHBIM PEHITCHO-
TpaMMBI OpPraHOB TPYOHOW KICTKH BepHUIINpPOBaHA
nHeBMOHMS. KnMHMYecKr He ucKitouanach TpoM603mM00-
JIASI MEJIKMX BETBEH JISTOYHOI apTepni. bblia BEIIOTHEHA
MYJIBTHCITApaIbHAST KOMITBIOTEpHAS TOMOTpachusl JISTKHX:
JAHHBIX 32 TPOMOOSMOOJIMIO KPYITHBIX BETBEH HE ITOIY-
YyeHOo. MUWHWMAJBHBIIT THIPOTOpPAKC CIIpaBa. YPOBEHB
HO-mimepa He ompexnersuica. [Ipu yIbBTpa3BYKOBOM ITOII-
Tieporpacul BeH HIDKHUX KOHeuyHocTedr oT 29.10.15r:
BapMKO3HOE pacHIMpeHNe BeH HIDKHIX KOHEUYHOCTEI, 6e3
30H TeKylero Tpomoodaedouta. [lpoBonunacs aHTUOAKTE-
puanbHasI Tepamysi, Ha3HAYeHBI CTAaTWHBI, Je3arperaHThI,
OeTa-aapeHO0JI0KATOPhI, TUYPETUKU.

Ha ¢doHe mpoBomumoit Tepamy 0OTMEYaIoCh YMEHB-
LIEHWE TPOSABICHUN CEPACYHON HENOCTATOYHOCTH,
KyIUpPOBaHUE OTEYHOTO CHHIPOMA, TOCTUTHYTA KOMITCH-
calMsI XPOHWYECKON CepIeYyHOM HEeIOCTaTOIHOCTH
(XCH) na yposne I-11 ¢pyHKIIMOHAIBHOTO KiIacca.

[Tpu moBTOpHOI roctmranu3annu (01-2017r) mpoBo-
mutest auddepeHInaIbHBI TUATHO3 MEXXITYy MHUOKapI-
THYECKUM KapANOCKJIEPO30M U ITOpaXKeHNEM Ceplia IIpr
aMwmiIongo3e. JnHaMrKa KIMHWIYECKUX TUATHO30B TIPH-
BeneHa B Tabuute 1.

AHaMHe3 KHM3HH: CUMTAJI CeOSI MPaKTUIECKH 3I0pO-
BBIM, CIIYXWJI B psiIaX BOOPYKCHHBIX CHJI, 3aHUMAJICS
CHOPTOM (B MOJIOIOCTU — 00pb0OIt). ApTepranibHOE AaB-
JICHUE TIPU PETYIISIPHBIX MPOGMIAKTUYECKAX OCMOTpPax
120/80 MM pT.CT.

O0BEKTHBHO: O0IICe COCTOSTHIE YIOBJICTBOPUTEILHOE.
Cosnanane sicHoe. Temocnoxenue mpaBmwibHoe. CocTosI-
HHUE MWTAHUSI YOOBJIETBOpUTeNbHOE. Bec 62 Kr; pocT
164 cm; nHaekc Maccol Tesa 23,05 Kt/ Mz; TUTOIIAIb ITOBEPX-
Hocth Tena — 1,68. KoxxHble MOKpOBBI OieaHble. Bapu-
KO3HOE pacIIMpeHNe BeH HIDKHNX KoHeuHocTel. CKIIephl
OOBbIYHOUN oOKpacku. Buaumble ciau3ucTbie 000JOYKU
oremHO-po30Bbie. CepaeTHO-COCYINCTast CUCTeMa: ITyJIbC
66 yO./MUH, PUTMUYHBIHA, YIOBIETBOPUTEILHOIO HAIIOJ-
HEeHUsI, He HanpsokeH. ApTepranbHoe maBieHne 110/70 mm
PT.CT. ApTepHallbHOE IaBJICHWE B TOJOXECHUN CTOS Ha 3
munyTe: 100/65 MM pr.cT. IIpu ocMOTpe maTojioru4eckue
MyJIbCAllUA HE OIPEHCIISIOTCS. AYCKYJIBTaTUBHO: TOHBI
cepaua npuriayiieHsl, I Ton >II Ha Bepxyiuke. Hebosb-
IIOM CHCTONIMYECKUI IITyM HaJ TOBEPXHOCTBIO CEpIIia.
Hpxanne XecTtkoe, XpuIioB HeT. IIIym TpeHUs ILICBPBI
CIIpaBa B HIDKHUX oTAeaXx. OTeKH HOT IO CepeIUHBI ToJIe-
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TaGnuua 2
OueHka pyHKLUM NoYeK

Buroxvmunyeckoe nccnepgosaHme WccnepoBaHme Moun

[Iwnypes cyTounbiin 1,90 n (0,00-3,00)
CyTo4Has akckpeLms 6enka

0,34> r/cyr. (0,00-0,15)

Y70 cooTBETCTBYET A2 BbIPAXEHHOCTH
NPOTENHYPUU MO Knaccubukaumm
KDIGO 2013r

MoyesuHa 11,10> mmonb/n
(2,50-8,30)

CK® no CKD-EPI 52 mn/muH/1,73 Mz,
4To cooTBeTcTBYeT cTanum XBIN C 3a
no knaccudukaumum KDIGO 2013r

CokpatueHus: CK® — ckopocTb knyboukoBoi ¢punstpaumm, XM — xpoHuyeckas
6onesHb novek, CKD-EPI — Chronic Kidney Disease Epidemiology Collaboration
(COTpYAHNYECTBO B 06N1ACTM 3NUAEMMUONOrM XPOHUYECKUX 3aB0neBaHuin noyek),
KDIGO — Kidney Disease: Improving Global Outcomes (3abonesaHue novek: ynyy-
LUEHVE rMobanbHbIX PE3YLTAaTOB NEYEHNS).

Heit. IlluToBumHas Xeie3a He yBeamdyeHa. KocTHO-
MBIIICTHAST CICTEMA pa3BUTa YIOBJICTBOPUTEILHO, TBIKE-
HUSI B CycTaBaX B ITOJTHOM o0beMe. 3¢B uncThIi. Ilepude-
pudeckue JaUM@aTHUYeCKUe Y3IBI HE YBEIWYCHE,
0e300J1e3HCHHBI, SJITACTUIHBI IIPH TTAJTBITALIIHN.

JlaHHBIE HHCTPYMEHTAJIBHBIX M JJA00PaTOPHBIX HCCIIEI0-
BaHUIA.

Pentrenorpacdus opranos rpyaHoii KJIeTKH: Ha peHTIe-
HOTpaMMax OpTaHOB I'PYIHOM KJIIETKU B ABYX ITPOCKIIHSIX
CBEXME OYaroBble M WH(OWIBTPATUBHBIC WM3MCHCHMUS
B JIETKUX He orpeaeisitorcs. COCYyIMCTHIE pUCYHOK yMe-
PEHHO YCWICH B IIPUKOPHEBBIX OTIEIaX, TCHb JCTOTHOM
aprepun pacmmpeHa. CuHYCH cBOOOmHBI. dmacdparma
pacmoyiokeHa IIpaBUJIBHO, KOHTYPHI ¢¢ 4YeTKhe. TeHb
cepilla C YBEJIMYCHUEM JIEBOTO 3KEIYIOUYKa, JIEBOTO
1 TIPABOTO TIPEICEePaNIA.

Y3U opranoB OpIOIHOI MOJOCTH: TIeYCHb HE YBEIIH-
yeHa. Kocoit BepTukanbHBIN pasmep — 14 cm. Huddys-
HbIe M3MCHCHMS IICUYCHU M TIOMKEIYIOYHOM KEIE3Hl.
YIUIOTHEHNE 4YalleIHO-JTOXaHOYHOM CHUCTEMBI 00eUX
TTOYEK.

B x1uHMYECKOM aHaIM3¢ KPOBU M OOIIEeM aHaJIM3e
MouYM 06e3 KIIMHWYEeCKN 3HAUYMMBIX OTKJIOHeHUit. bro-
XUMUYeCKUi aHamm3 KpoBu: XKemezo 9,21 MKMOIB/I
(10,6-28,3), OOGuIas kKeJe30CBI3bIBAIOLIASI CIIOCO0-
HOCTb 46,1 MkMounb/1 (44,8-71,6).

XKenezodeuuumnas anemus neekoii cmenexu.

Onenka GyHKINHN NeYeHH:

bunmupyons oommit 21,5 mxmons/1 (3,4-20,5)

Bbunmupyowun nipsamoit 12,0 mxmons/ma (2,0-5,1)

Bunmupyous HenmpsIMoii 9,5 MKMOJIB/TT

ACT 33,2 En/xn (0,0-37,0)

AJIT 28,2 En/n (0,0-40,0)

Amunompancghepasnl 6 npedesax HOpMAAbHbIX 3HAYEHUL.

Ouenka QyHKIMHY IMOYEK IIpeACTaBIeHa B TabimIie 2.

Koaryaorpamma: AUTB 29,0 cex (28,0-40,0)

[Iporpom6GuHOBOE Bpems 15,6 cex (11,0-15,0)

porpombuu (1o Ksuky) 66,13% (80,0-120,0)

MHO 1,57 (0,65-1,11)

JlumuoorpaMma mpencrapiicHa B TadauIe 3.

Tabnuua 3
Jinnugorpamma
(amMHamMmuka po v Ha poHe npuema po3yBacTaTuHa)

[lo npuema Ha dpoe nevenuns

XonectepuH 4,83 Mmonb/n XonectepwuH 2,98 mmonb/n
Tpurnuuepuasl 1,0 MMonb/n Tpurnuuepuasl 0,68 Mmornb/n
Xonectepun JINBM 0,79 mmonb/n Xonectepun JIMBM 0,88 Mmonb/n
XonectepuH JIMOHM 0,45 Mmonb/n XonectepwH JINOHM 0,31 mmonb/n
XonectepuH JIMHM 3,59 Mmonb/n XonectepwuH JINHM 1,47 mmonb/n

KoadduumeHt ateporenHoctv 5,11 KoadduumeHT ateporenHocTn 2,39

Cokpauenus: JINBM — nunonpoTtenasl BbICOKON nnoTHocTw, JIMHM — nunonpo-
Teuabl HU3koi nnotHocTw, JINOHM — nunonpoTensl 04eHb HU3KOM NIOTHOCTU.

MuenorpaMma: KOCTHBIM MO3T YMEPEHHO OoraT KJie-
TOYHBIMM 3JIeMeHTaMH. [paHyI0Ir033 3peiblil. DpUTpo-
Mo33 HopMoOjJacTHYecKmit, cyxkeH. I[lmazmatmaeckue
KJICTKM B HEOOJBIIIOM KOJIMYECTBE, 0¢3 MOpdoIornie-
CKHX OCOOCHHOCTEH.

Free lite assay: xkanma-nenu — 23,78 wmr/n (3,30-
19,40), namoaa-uenu — 24,38 mr/n (5,71-26,30), oTHO-
meHue Karna/asmoaa — 0,98 (0,26-1,65). [Iuarnoctude-
CKM HE 3HAYMMOE ITOBBIIICHWE ONHOBPEMEHHO Karlla
¥ JIIMOma-IIeTicid, OTHOIICHMWE Kallla/JIsiMOIa COOTBET-
CTBYeT HOPMAJIBHBIM 3HAUCHUSIM.

Bbenok benc-/Ixxonca B MO4e — OTpULIATEbHBIA.

Koncynabranusa remarojora: JaHHbIX 3a AL-aMmuioun-
1103, MOHOKJIOHAJIPHYIO TaMMAIIaTHIO HEOIPEeOeICHHOTO
3HaYCHUS B HAcToslIee BpeMs He IoxydeHo. I[Toka3aHo
noo0caef0BaHUe y KapAuoJjora, MpoBeleHue OWOICUN
MMOJKOXHO-XNPOBOIl KJIETYATKM, pEIIeHWE BOIpoca
0 OMoIICMY MUOKapaa Py OTCYTCTBMM JaHHBIX 3a ITOpa-
KEHUE APYTUX JIOKAIM3AIIIIA.

Ocmotp Hempojora (2017r): Ha MoMmeHT ocmoTpa
CYOBEKTUBHBIX U OOBEKTUBHBIX ITPU3HAKOB CEHCOPHOIA,
BEreTaTUBHON M MOTOPHOI MonuHelponatuu HeT. st
HUCKITIOUCHUS JOKIIMHUYCCKHX IIPOSBICHUI aMATIOMTHOM
CEHCOPHOI MOJIMHEUPOITATUI PeKOMEHIIOBAHO TTPOBEIC-
HUE 3JICKTpOHEHpoMHUOrpamu.

ITpu anekTpomuorpacmm — 6€3 MaTONOTUH.

HucTpymenTaibHOe 00cC/eI0BaHME CePIedHO-COCYAUC-
TOW CHUCTEMBI:

Daekrpokapauorpadusa (DKI) — mpusHakm; He cIie-
IU(PUIHBI, HAPSOY ¢ KOCBEHHBIMU TPU3HAKAMM THIIEP-
tpoduu JIZK u ITTXK, a Takke yBenmueHus JIIT u I1IT,
obpaimraeT BHUMaHUe HU3KOBOJIBTaXHBIN T DKI, 9To
MIPOAeMOHCTPUPOBAaHO Ha pucyHKe 1. [mepamaranocTrka
MBC Hepenko MMeeT MeCTO Y OOJNBHBIX ¢ CUCTEMHBIMU
dopmMaMy aMMIONIO3a: HEHapacTaHUe 3y0lIa I, 3JIeBaLIMs
cermeHTa ST, mpu3HaKKM CYyO0SHIOKApPIUATBHON WIIEMUN
(“nceBmomHbapKTHBIE” M3MEHEHNUS, MH(MAPKT MHOKapaa
6e3 Q);_aumskoBonbTaxXHBINM THIT DKI, cMelmeHne mepe-
XOIHOI1 30HEI BiieBO (V6); yBeIMueHKE JIEBOrO U IIPAaBOIro
Ipeacepauia.
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] eomtinmn fuedatins bus

Puc. 1. 9Kl naumeHTa.

Cyrounoe monnropuposanne DKI. 03.11.2015: Cuny-
COBBIIA puTM ¢ YactoToit ot 51 go 105 (cpeaHsist 67) ya./
MUH. OIMHOYHBIC XKeTYIOIKOBBIC 9KCTPACUCTONE — 112
(1 rpamaumsi mo Ryan), oqvHOYHbBIE HaAXKEIyIOUYKOBbIE
9KcTpacucTonbl — 114, [TapHBIe HaIKEITyTOIKOBBIC 9KC-
TPacUCTOJIbI — 8. IPpyIITOBhIE HAaIXKEIYI0YKOBBIE DKCTPa-
cucToibl — 1. MmmeMmyecKrux M3MEHEHWIT HE 3apery-
CTPUPOBAaHO, TOJIEPAHTHOCTh K (DM3MYECKOM HarpysKe
CHITXCHA.

20.01.2017: CHHYCOBBIIf pUTM C YaCTOTOI CEPIEUHBIX
cokpatennii (YCC) ot 55 no 119 (cpenusst 69) yi./MUH.
XKenmymoukoBast 3KcTpacucTonust 5 rpagaumu 1mo Ryan.

ITapokcu3M XKeayoodKOBOM MOHOMOP(MHON TaXUKapINU
3 tuma ¢ YCC 175 yu./muH. BapmnabenbHOCTh cepaed-
HOTO pUTMa 3HAYMTEJIFHO CHITKCHA.

[MaumeHT OOCYXIOEeH C XMpPypraMHU-apUTMOJIOTaMU:
MOKa3aHa WMIUIAHTAIMs KapauoBepTepa-aeduopmnIs-
TOpa C IIpeIBapUTeIbHONM KOpOHapoaHTHorpaduei
B IUTAHOBOM IIOpSAIKE IS HPO(IIAKTUKYM BHE3aITHOM
CepIeUYHOl CMEPTH.

BreimonHena crpecc-3xo-KI' ot 06.11.2015: 11 MET
(MeTabonuueckmii 3kBuBaigeHt), YCC 127 yn./mMuH
(79% ot makcumanbHOi1). TecT paciieHeH KakK TOJIOXH-
TeabHBIN. Ha BBICOTE HAarpy3Km — aKWHE3WsI 0a3aiib-
HBIX, CPEIUHHBIX CETMEHTOB OOKOBOM, HIDKHE# CTCHKM,
cpemHe-3aqHeTO CeTMEHTa, THUITOKWHE3WS HIKHETO
n OOKOBOIO amUKaJbHBIX CETMEHTOB, YJIYUYIICHUE
COKPAaTUMOCTH TIepeaHE-TIEPETOPOIOIHEIX CETMCHTOB.
Ho Harpy3ku — nuddy3Hasi runokruHesus. PekomeHmo-
BaHO MPOBeAcHNE KOPOHapOaHTHOrpadum.

ITo xoponapoanrumorpadmu ot 19.11.151: Ilepemusis
MEXCKETYIOYKOBasI apTeprsl — CTEHO3 Ha TpaHUIIEe Cpel-
Heil 1 quctanbHo Tpetu 10 50%. [loka3aHuii K peBacKy-
JISIpU3aIliy He OBLIO.

Junamnka ODxoKI' wuccaemoBaHumii TIpencTaBiieHa
B Tabnuiie 4 1 Ha pUCyHKax 2, 3.

Ha mranapHbpIx cumHTHTpaMMax (puc. 4A) TpyTHONK
KJICTKH B TIEpeIHE, 3aMHEeH U IBYX OOKOBBIX ITPOCKITASIX
OTMeYaeTCs TUTIepGhHUKCAIIAST OCTEOTPOITHOTO pamrodap-
MareBTudeckoro mnpemnapara (P®II) 99mTc-mmupodoc-

Ta6bnuua 4

AvHamuka xo-KI uccnepoBanuia

19-11-2015 17-01-2017
KOO, mn 94 93
KCO, mn 68 57
DB, % 24-26 24
TMXI, MM 14,5 15
KAP, MM 45,4 45
KCP, Mmm 39,7 37
T3C JIX, MM 13,3 13
N, mm 45 44
VMM, r/m° Macca 297 139
CONA, MM pT.CT. 47-50 45-50
nn, mm 55*48 51*60
MK, mm 27,2 4-kamepHas 32
TMNCIMX, MM 5,1 6
KuneTuka He nameHexa [OnddysHas runoknHesms
3akJioueHue MP 2, TP 2, MP 1, TP 1.

BbINOT 5-6 MM.

Lvactonnyeckan gnuchyHKLms

no nceegoHopmansHomy Tuny. JIF
2cT.

LunacTtonuyeckas oucdyHkums

no pecTpukTMBHOMY TUny. M'mneptpodus MX.
CHWXeHa cokpaTtuTenbHas cnocobHocTb MK
(TAPSE 11).

BbinoT oo 6 Mm

05-04-2017
67

48

41 (TelixonbLy)
Ba314,9/cp13,2/an16,7
48

38

13,6

51

169

53

54*63
MapactepH. 35
6

AnddyaHas runokmHeans. 3epHucTas
MHOUNbTPaLms Mruokapaa. CHuxeHa
cokpatutenbHas cnocobHocTb MK (TAPSE
1,3 cm, S’ 13 cm/cek). Bbinot go 5 mm.

NI 2 c1. AnacTonuyeckas AnchyHKLMS

N0 PECTPVKTUBHOMY TUNY.

Cokpauenusi: KOO — KoHeuHo-auacTonuueckuii 06bem JIK, KCO — koHeuHo-cucTonuueckuii 06bem JIK, ®B — dpakuus Bbiopoca JIK, TMXKIM — TonwmHa mexckeny-
[104K0BOI neperopoaku, KIOP — koHeuHo-anactonuyeckuii paamep JIK, KCP — koHeuHo-cucTonunyeckmii paamep JIK, T3CIIX TonuwmHa 3agHein ctexkm JIX, JINM — paamep
nesoro npeacepaus, UMM — nnpekc maccel Muokapaa JK, CAJIA — cuctonmyeckoe faBneHve B neroyHoi aptepuu, MM — paamep npaeoro npeacepaus, MK — paamep
npasoro xenyaouka, TNCMX — TonwwHa nepeAHein CTEHKW NPaBoro xenyaouka, MP — cTeneHb MUTpanbHON peryprutauum, TP — cTeneHb TPUKyCnuaanbHoi perypri-

Tauum, TAPSE — amnanTyaa CUCTONMYECKOr0 ABUXEHNS KOJbLA TPUKYCNMAANBLHOrO knanaxa, JIM — neroyHas runepTeHsus.
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dara B mpoekmum cepana. Ha cOmHTHTOMOrpaMmax
cepllia OTMEYAeTCsl MOBBIIIEHHOE HAaKOIJIEHUWE OCTEO-
tportHOTO PMII B MMOKape JIEBOTO U IIPAaBOTO KEIYIOU-
koB (puc. 4B). Kosadpdunument muddepeHmmaaibHOro
HaAKOIUICHUSI Ccepile/KOHTpajaTepajbHas 00J1acTb —
1,99. YuwurteiBasg BBICOKHME 3HadYeHHSI Ko3apdummenra
nrdbepeHIINATBEHOTO HAKOIUICHUSI cepalle/KOHTpaiaTe-
panbHasi o0JjiacTh, BHICOKO BepossTHa TTP-cBs3anHas
¢dopma 3aboyieBaHUS.

BreimonrHeHAa OWMOIICHS TTOIKOXHO-XHPOBOM KJIET-
yaTK1 (pparMeHT KOXM W MOIKOXHOI XMPOBOI KIIET-
YaTKN WCCIIEAOBAaH B MPOXOISIIEM M ITOJISIPU30BAHHOM
cBeTe (MCITOJNIB30BAaHBI OKPacKd TeMaTOKCHIMHOM
W 303MHOM, KOHTO-KPAaCHBIM, TOJYWUAMHOBBIM CHHHUM
aJbLIMaHOBBIM CHMHUM, Mo Metoxmy Bau Iu3ona), uto
MPEACTaBICHO Ha PUCYHKE 5 1 6: OIpene/sieTCsl 04aroBoe
OTJIOKEHUE aMujiouga B TJIYOOKMX OTAeaax AEpPMBbI,
B TIOJKOXHOW >XWPOBOM KJIETYATKE, B CTEHKE OIHOU
W3 MEJIKUX apTeprii XKNpoBoil KiretdyaTku. [1pn nMMyHO-
TUCTOXUMMUIECKOM HCCIIeHOBAaHNI OOHApYKEeHA 3KCIIPec-
cusl mpeaabOyMHUHa.

ITpoBonuiics nuddepeHInaTIbHbIA AUATHO3 MEXIY
(Wt-ATTP u mt-ATTP).

TeHeTnyecKoe uccaeaoBaHue: OoOHapyKeHa MyTallus
Alal01Val B 3 sx30He reHa TTP.

Hacaedcmeennocmo (puc. 7): MaTh — “peBMaTOMIHBIN
apTpuT?” ¢ MopaxxeHNeM KUCTEH PyK, yMepiia BHE3aITHO
OT OCTpPOM CepIeYHOI HeIOCTAaTOYHOCTH B 74 TOHA, OTEII
yMep OT OCTPOTO HapYIICHHS MO3TOBOIO KPOBOOOpaIle-
HUS B Bo3pacTe 75 JIeT.

HacnenctBeHHOCTh Heu3BecTHa. MHorue OJM3KHE
POICTBEHHUKH ITIOTUOIN BO BpeMsI BerKoii oTedecTBeH-
HOM BOWHBI. MOXHO C HEKOTOPOI J0Jeil BEpOSITHOCTHU
MIPEIITOIOXNUTh HAJTMIMe 3a00JIEBaHUS Y MaTepH, YMEpP-
mei B 74 Toma OT CepIecYHON HEIOCTAaTOYHOCTH (eCir
MIPEIITOI0XNTh, 9YTO UMEJI MECTO 2-CTOPOHHUI Kapraib-
HBIII CHHAPOM, KOTOPBIA OIMMOOYHO TPaKTOBAIM KakK
peBMaToMAHEBIN apTpuT). [locie BBIABICHMS MYTaIWiA
BreHe 77P, TToKa3aHO TeHETUIECKOE TECTUPOBAHIE PO~
CTBEHHUKAaM IIEPBOIT IMHUY POICTBA M HAOIIOICHUE PO~
CTBEHHUKOB, B CTy4yae, €CJIM OHU SIBIISIIOTCS] HOCUTEIISIMU
maToreHHo# Myramuu. CecTphl M TOYb SIBIISIIOTCS TpaX-
JlaHaM1 JIPYroro rocygapcTBa U FeHETUYECKOe TeCTUPO-
BaHWE B JaHHBIIX MOMEHT IIJISI HUX HEIOCTYITHO, HH(OP-
Malys O pe3yiabraTaX TeHETUYECKOTO TeCTHUPOBAHUS
y IpobaHIa JOBEICHA IO UX CBEICHUS.

00cyxpaeHue

IIpu e Val30Met-ATTP nopaxeHnue cepaia B M30-
JINPOBAHHOM BHjle WK 0oJiee BhIPAXXEHHOE 10 CpaBHE-
HUIO C HEBPOINATHEil BCTPeYaeTcsl JOCTAaTOYHO YacCTo,
0COOEHHO B HE3HIAEMUYECKUX PErMOHAX, KAKOBBIM, I10-
BUIMMOMY, U SBIISICTCSI HAlll IMallU€HT — YpOXEHeIl]
ropoga MuHcK. M3o0aMpoBaHHOE IMOpaxkeHHe Cepala
mpu mt ATTP — “TpynmHbIit” mrarHo3, TPeOYIOIINiA IIpo-
BEZIEHWS CJIOXXHOTO, ITOPOH JOPOTOCTOSIIETO 00CIIen0Ba-

Puc. 2 n 3. dxokapauorpadus.

Puc. 4 (A, B). MNnaHapHaa cunHtMrpadus (A) 1 0AHOPOTOHHAA 3MUCCHOHHAS
KoMnbloTepHas Tomorpadus cepaua (B).

MpumMeyaHue: nnaHapHble CUMHTUIPaMMbl FPYAHON KNETKN B NepeaHein, 3aaHen
1 AByx 6okoBbix mpoekumsx (A). OTmeyaeTcsi runepdukcaums 0CTEOTPOMHOro
papvodapmaueBTuyeckoro npenapara 99mTc-nnpodocdara B NpoekLmn cepa-
ua. Ha cuuHtutomorpammax cepgua (B) oTMevaeTcs noBbiLEHHOE HaKOMIeHue
ocTeoTponHoro POM B Muokapaa B MUOKapZe NIeBOro 1 NpaBoro Xenyno4koB.

Puc. 5 n 6. Okpacka Macc amunomaa KoHro KpacHbIM U MPOCMOTP B NOASPU30-
BaHHOM CBETE.

BOB / 85 et BOB
/
/
75 ner 74 roma
OHMK PeBmatounHbIi
| apTput?
58 ner é} | é} 65 ner
33 rona

Puc. 7. [eHeanornyeckoe Aepeso.
Cokpalenus: BOB — Benukas OtevecteHHas BoiiHa, OHMK — ocTpoe HapyLue-
H1Ee MO3roBOro KpOBOOGPALLEHMS.
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‘ Konuentpuyecckas I'TIK n nemunaruposannsiii JIZK ‘
/ ‘ v ‘ \

Ina3mMoKIeToYHAs AUCKPA3HS

Ha Her
‘ COMHUTETBHO ‘
v X
Beposren CuunTurpadus xocrei
AL-amuiiono3 (ocobenHo ¢ 99m Te-DPD)
r v
BripaxkeHHBII
3aXBaT MUOKapIoOM

4] v
CabbIi 3axBaT Her 3axBara [Taronorus
MUOKApAOM MHUOKApAOM rena TTP

TKMIT win apyrie KMII | ‘ Her ‘ m

TpaHCTUPETHHOBEII
(wt) amuionio3

TpaHCTUPETUHOBBII
(mt) amunonno3

Puc. 8. InddepeHumanbHblil AmarHo3 aMmmnongosa.

HUS ¢ TIPUBJICYCHNEM CMEXKHBIX CIICIIMAINCTOB, B TIEpP-
BYIO ouepenb, SOCPHBIX KapAWOJOrOoB, TeMaTOJIOTOB
1 HEBPOJIOTOB. JIMarHO3 9YacTO YCTaHABIMBACTCS HA O3~
HUX CcTagusiX 3a0o0jieBaHUSI WJIM TIPOMYCKAeTCs H3-3a
OTCYTCTBUS CITeIM(UUECKUX KIMHUYECKNX 1 Ox0-KI
Mpu3HaKoB. ECTh cepbe3HBIC OCHOBAHUS CUWTATh, UTO
OoJIBIIIast YacTh MAIMEHTOB ¢ aMUJIOMIO30M cepalia (Kak
W B IEMOHCTPHPYEMOM HaMHM CJIydae), IO HACTOSIIIETO
BpeMeHH HaOJIIomacTCs MOI KomaMU IPYruxX 3abojieBa-
Huii. OCHOBaHUEM IS TIPEIIIOIOXEHUSI O BO3MOXHOM
MMOpaXKeHUU CepIlia aMIJIOMIO30M V HAIleTo MallMeHTa
SIBIJIACh BBIpaXKCHHAsS “OecIpUIMHHAS” CUMMETpHYHAST
TUTIepTPODUSI JICBOTO U IIPABOTO XKETYIOUYKOB, TTOIXOISI-
mas non onpenenenue 'KMII, Ho mpu 3ToM ¢ mporpec-
CUPYIOLIEH 3aCTOMHOW CEepIEeYHOU HEAOCTATOYHOCTHIO.
Hu onux u3 otnenbHO B3ATBHIX DKI'- mmm OxoKI-mipu-
3HAKOB HE SIBJISIETCS ITATOTHOMOHWYHBIM JUISI aMWJIOM-
J103a cepalla, OAHAKO, aHOMaJbHOE COOTHOIIIEHUE BOJIb-
taxx/mMacca (komouHaiuss DKI (Hu3kuit Bojbraxk) -+
YBEIMICHNE TOJNIIMHEBI CTEHOK JICBOTO XXeJIyaI0ouKa >12MM
npu DxoKI') uMeoT 4yBCTBUTENBHOCTE — 75%, cenu-
duunoCTE — 67% [10].

Jsa ycTaHOBIIEHMS OUArHO3a HEOOXOMMMO I0Ka3aTh
HaJIM9¥e OTJIOKCHUI aMUJIoNIa B OMOIITaTe W MIOCHTH-
¢duLpoBaTh NaTOTeHHBIN BapuaHT B reHe 77P. BozaMox-
HOCTb IIPUKU3HEHHOU TMarHOCTUKU amuiiongHoi KMII
(HacIIeICTBEHHOM M BO3pacT-CBSI3aHHON (opMm) craja
BO3MOXHA C BHEAPEHHEM B KIMHUYECKYIO NPAKTUKY
cuuHTUrpaduu Muokapaa (0oaHOMOTOHHON 3MUCCUOH-
HOI KOMIIbIOTEpHOU Tomorpadum) c nupodocdarom
[11]. CornacHo EBpormeiicknM KJIMHUYECKUM PEKOMEH-
manusaM no auarHoctrke u jedeHnio KMIT ot 2014,
cuuHTUrpadus kocreii (ocobeHHo ¢ 99mTc-DPD unmm
omHOMDOTOHHAS SMUCCHOHHAS KOMITBIOTEPHAsI TOMOTpa-
dusg ¢ mupodocdaTom) JOKHA paccMaTPUBAThCS IIPU

TIOI03pECHUHN Ha ITOpaxkeHHE CepaIa aMIIONI030M (KJ1acc
I1a, ypoBeHb moka3zatenapbHOCTH B) [9].

TimateabHBIN aHAIN3 TEYCHMS 3a00JIEBAaHMS Y TaAKUX
MAIlMeHTOB HOJDKEH BKIIIOYATh AKTUBHBINA IOWCK BO3-
MOXHBIX “KpacHBIX (hJIarOB”, KOTOPHIE MOTYT YKa3bIBaTh
Ha TIpaBWJIBHBINT OKOHYATEIBbHBIN TrarHo3. Tak, Hampu-
Mep, K TPYIIIe PUCKAa OTHOCSITCS MAIlMEHTHI, KOTOPBIC
NMEIOT OCCIPUYMHHYIO TUIEPTPODHUIO JIEBOTO KEIy-
mouka (I'JI2K), mipexxme Bcero HapacTaHWe TOJIIINHBI CTe-
HOK JIZK Ha (poHe mporpeccupoBaHUs TIPOSBICHUIN XpO-
HUYECKON cepaeuyHoll HemocTaToyHOCTH. Kak crayio
T0Ka3aHO B MOCIIEAHME TOMBI, METOH OCTECOCHMHTHTPA-
(bum SBIISIETCS ANBTEPHATUBOI, W B psIe CIIydaeB ITO3BO-
JISICT YCTAHOBUTDH TWATHO3 TPAHCTUPECTUHOBOTO aMUJIOM-
Io3a cepama 06e3 HEOOXOTMMOCTH MOP(MOIOTMIECKOTO
WCCIIeIOBAaHMSI, YTO, HECOMHEHHO, 3HAYNTEIBHO PACIIIM-
psIeT BO3MOXHOCTH TIPYKU3HEHHOM TUAaTrHOCTUKU.

Cuunrurpadus kocreit (ocobeHHo ¢ 99mTc-DPD)
no3Bonster nuddepenuuponath AL- 1 ATTP- dopmbr
aMIWIONI03a 110 MHTEHCHMBHOCTH IIOIVIOIICHUS pPaImo-
dapmmpemapara (PPIT). CunpHeri 3axBaT POIT HabMI0-
naercst mpu ATTP, cnaGeiii mipu AL-amunounose. [lpu
HeaMUJIOUIHBIX (popMax Kapauomuonatuit 3axsat POII
MHOKApIOM OTCYTCTBYET, YTO IIPOIAEMOHCTPHUPOBAHO
Ha pUCYHKe 8.

CumHTturpadmieckas KapTHHA y HaIlero ITarueHTa
XapaKTepHa IS aMIJIONI03a Ceplia.

[Ipr reHeTMYEeCKOM WCCICOOBAaHNU OOHApyXeHa
myTanus p. Alal01Val (Ala81Val) [7]. Paree aTa MmyTatms
yXe Oblja omucaHa y MalMeHTOB B BenukoOpuTaHMU.
BaxxHO OTMETHUTH, YTO B OIMCAHHBIX CIyJasX TaKXKe
MMEJI0 MECTO HM30JMpOBaHHOE IopaxXeHUe cepama [7].
YcTaHoBIeHNE KOHKPETHOM MyTaIlM ¢ TTIOMOIIIBIO TeHEe-
THYECKOTO TECTUPOBAHUS BaXKHO IUISI OIICHKM ITPOTHO3a
¥ BBIOOpa MeToja jJedeHus [12].

Haubomnee gacTo Ha MpakTUKe MPUXOIUTCS IIPOBO-
InTh ITuddepeHINAIbHBIN TUAarTHO3 MEXIY ITopaxKe-
HUeM cepama npu He Val30Met TpaHCTHPETHHOBOM
aMUJIOMI03¢ M TIPEUMYIICCTBEHHBIM (MUIM U30JIMPOBaH-
HBEIM) TIOpaxXeHHEeM cepama Iipu AL-amumionmose.
M3BectHO, 4TO 25% OONBHBIX C HACIEACTBEHHBIM
ATTP-aMmniona030M UMEIOT MOHOKJIOHAIbHYIO raMMa-
naTuo HeompeneleHHoro 3HadeHUss (MGUS) [13, 14].
BmecTe ¢ TeM mammeHTHI MOTYT CTpamaTh Kapauajb-
HeIMH dopMamMu AL-amMuimonmo3a M HECTH T'e¢HETHYC-
CKM BapHWaHT, KOTOPBIA HE SBJISIETCS NPUUYNHONM aMU-
Jonmo3a. BaxkHO OTMEeTUTb, YTO MPU 3TOM, HabIomae-
MBI HaMHW TIallMeHT HE WMeJI MOHOKJIOHAJIbHOMU
raMMaIriaTuu, TIPH HMCCIICOOBAaHWU YPOBHS CBOOOMTHBIX
Kamma ¥ JIMO0ma IeIeil B CBIBOPOTKE KPOBH M MOYE
meTomoM free light assay He MOIYYeHO NPEBBIIICHMUS
KOHIICHTPALIMOHHBIX ITOPOTOB JIETKUX IeIeil MMMYHO-
r100yJMHOB B KpoBU U Moue [11].

BaxHOCTh paHHE!l MOCTAHOBKH 3THOJOTMYECKOTO
IWaTHO3a CBA3aHa U ¢ MIPUHIUITHAIBHO pa3HBIMH ITOIXO0-
namu K tepanuu 1ipu AL- u TTP-amunounngo3ax.
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‘ Cumnromarnyeckast TTR-CAIL

v

v

TManueHT B Bo3pacrte <50 et
1 6e3 MPOTUBOIMOKA3aHUI K TPAHCIIIAHTALMY MeYSHU

IManueHT B Bo3pacte > 50 et
Y C MPOTUBOINOKA3aHUSIMU K TPAHCIUIAHTAL[MM TIEYEHN

v v !

v v v

Puc. 9. Ctpaterusa onsa cneupdudeckoi Tepanum npu TTR-CAIN.

c " c e Tsaxenas Tsxenas c " c e
bl TNV Hedponartus KapauOMUOTaTUS NG TEHREE]
Tadbamuauc Knnnuyeckoe Tadamuauc
HCIIbITaHUE
10 IPOTOKOITY
diflunisal
Y Y Y Y
Ecniu KombunuposanHas | | KoMOMHMpoOBaHHAs
i — T Hepecanka KnuHunyeckoe ucnbiTaHue
pOIp D P o mpoTtokoiy diflunisal
3a00s1eBaHUS TIOYEeK U TICYCHU cepala v Me4eHu
TpaHcTIaHTaLMS
MEeYEeHU

Mpumeuanue: agantuposaHo u3 First European consensus for diagnosis, management, and treatment of transthyretin familial amyloid polyneuropathy Curr Opin Neurol.

2016 Feb; 29(Suppl 1): S14-S26.

Cokpauwenus: MM — npoTuBonokadanus, TN — TpaHcnnaHnTaums nededn, TTR-CAMN — TpaHCTUPETMHOBas CeMeliHas aMuionaHas noavHeBponaTus.

Bbnaromapst pa3paboTKe aHTHAMIUIOMIHON Teparuu
CTall WM3BECTHHI HOBBIC [OCTVIKCHHMS B JICUCHHUU
Val30Met-ATTP-nonunetliporratnu. @paHIy3cKuii Map-
KETHMHTOBBIN KOMUTET B ceHTs10pe 201 1T man pa3pelnieHne
Ha mipuMecHeHUe Tadamuauca (Vyndagel, Pfizer, Hrio-
Hopk, CILIA) mnst nedernst TTR-ammionnosa y B3poc-
JIBIX TAIIMEHTOB C CHUMITOMATHUYECKO# ITOJMHEIHpoIia-
tueit craguum I [15-17].

Tadammmnc TakKe SIBIIICTCS aJbTepHATUBHBIM JIeUue-
HHUEM 1T OOTBHBIX, KOTOPEIM MIPOTUBOIIOKA3aHa TPaHC-
IUTAaHTaIsS TedeHU. [lokazaHWs IS ero Ha3HAYCHMS
3aBHCAT OT CTaIUM OOJIE3HM, BO3pACTa MALIMCHTOB, M-
TEJTBHOCTH TEUYeHHUs 3a00JIeBaHMS M COIYTCTBYIOIIETO
TopaxkeHusT cepama. DOHEeKTUBHOCTh IIpeIiapara moKa-
3aHa y OombHBIX ¢ Val30Met TTP-mommHeiporaTueii.
Tadamuamc XOpomio MEepeHOCUTCS Yy ITallMeHTOB Ha 1
CTagnu, XOTSI MOTYT OBITh IMMOOOYHEIE 3(PDeKThI (Kemy-
JIOYHO-KUIIICIHEIC PAaCCTPOMCTBA, MOYCIIOIOBEIC MH(MEK-
umn) [16, 17].

Her ybenurtenbHBIX JaHHBIX O JIEYEHUU TadaMuav-
coMm nanueHToB co crangueit 11 wm 111, ATTP-nmonuneii-
ponatvei wim Tex, y koro ectb cemeriHast ATTP-KMII
(puc. 9).

[MpoBomsiTcss KIWMHWYECKWE WCIIBITAHUS IIperiapara
mudmyaucan. dudayHncan — XOpoIIo N3BECTHOE HecTe-
POMITHOE TTPOTHBOBOCITAIMTENIFHOE JIEKApPCTBO, KOTOPOE,
KaKk OBIIO IIOKa3aHO in Vifro, MOXET CBS3BIBATHCS
¢ T4-cBa3piBatommM caiitoMm Ha TeTpamepe TTP u marn-
6upoBaTh (pubprmoreHes Kak “HatuBHoro” wt TTP, Tak
1 MyTaHTHBIX BapuantoB TTP [8, 15, 16]

B oTCyTCTBUM 3TMOINATOr€HETUYECKUX MOAXOA0B MPU
M30JMPOBAHHOM TOPaXeHUMU cepala aMHIOUI030M
€IMHCTBEHHBIM METOJIOM JIEUCHUS SIBSIETCSI CUMIITOMA-
TUYecKas Tepanusl (IMypeTuKu, yCTaHOBKA 3JIEKTpoKap-
INOCTUMYJISITOpA, KapauoBepTepa-neduodpruIsiTopa)
¥ TpaHCIIaHTauMs cepauna-mnedeHu [15]. Bmecre ¢ Ttem,
B HACTOSIIIIEE BpeMsI aHTUCMBICIIOBbIE OJIMTOHYKJIEOTHUIbI
MIPOXONAT KIMHUYECKYIO IIPOBEPKY. DTOT ITOAXOM K JIeUe-
Huto ATTP B HacTtosdlliee BpeMsl U3y4aeTcsl B KIMHUAYE-
ckux uctbltanusx (http://www.clinicaltrials.gov).

AHTHCMEBICIOBBIC OJIWUTOHYKJICOTHIEI — HEOOJBIINE
CUHTETUYECKME OMTHOHUTEBBIE OJIMTOHYKJIEOTUIbI, CO3/1a-
BaeMbIe JIJIsI MTHTMOMPOBAHUSI CUHTE3a “lIeJieBOro” Oeska
MyTeM CeJeKTUBHOTO cBsi3biBaHUsI ¢ PHK, Konupytoiei
3TOT “IeyeBOii” OeJI0K, TeM caMbIM IIpeIoTBpalias
TpaHcasauuio. Ha ocHOBe aHTUCMBICTIOBBIX OJIMTOHYKJIE-
OTUIIOB YK€ CO3MIaHbl JIEKapCTBa ISl IEYeHNST HEKOTOPbIX
BUJIOB paka, caxapHoro nauabera, MUOAMCTpOdUU
Jl1olieHa ¥ TOMO3UTOTHOM CEeMEMHOI TMIIEpPXOJIeCTEpU-
Hemun. OXHIaeTcs, YTO 3Ta CTpaTerus oymeT 3 heKTUB-
HOW [UII CEMEWHOW aMWJIOMIHOW TIOJMHEBPONATUU
¥ TPAaHCTUPETHHOBOM (Wt) KapIUOMHOIIATUN, TIOCKOJIBKY
CHIDKEHME TPAaHCTUPETUHA MYTAHTHOTO U/MJIN “ IMKOTO”
THTIA JOJDKHO CHU3UTH 3 GeKTUBHOCTD arperanuu TTP,
KOTOpasi, KaKk CUMTAETCs, BbI3bIBAET MOJMHEWPONATUIO
n KMII [18, 19].

BaxHO OTMETHUTb, YTO CEMEWHBIM CKPUHUHI Cpeau
POICTBEHHUKOB I€pBOI TMHUN POJACTBA JJISI BBISIBJICHUS
OecCUMNTOMHBIX HocuTeseit mytauuii B reHe TTP, B Tom
yucie He Val30Met, ¢ 1IeJIbI0 JMAaTHOCTUKW PaHHUX 3Ta-

127



Poccuiickuin kapayonoruyeckuin xypHan N2 2 (154) | 2018

MOB PEeMOMACIUPOBAHUSI MMOKapAa SIBJSETCS IMEepPBOCTE-
MeHHOoI 3amadeil. Bo3aMoXXHOCTD aHaiMM3a 0COOEHHOCTEN
KJIMHWYECKOTO TeuyeHusl 3aboJjieBaHUS B JIUHAMUKE
W PEruCTpaliMM TIepBbIX MPU3HAKOB YBEJIUYEHMST TOJI-
IIMHBl MEXCOKETYJOUYKOBOUM MEeperopoiku U 3aaHelt
crenku JI2K, ocodeHHO Ha (hoHE “OecCTIpUMIMHHEBIX Hapy-
LIeHWH CepIeYHOro puTMa M MPOBOIUMOCTHU, TTO3BOJIUT
B OyaylIieM oLeHUBaTh 3P @PEKTUBHOCTD JIEYEHNS, MO~
(GULIMPYIOIIETO CUMITTOMBI.

TakuM obpa3om, BHEApEHUE MOJIEKYJISIPHO-01O0JI0-
TMYECKUX U TEeHETUUYECKUX UCCIeI0BaHUMN B KIIMHUYE-
CKYI0 MPaKTUKY MO3BOJUIO CYILIECTBEHHO PacCIIUupPUTh
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