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TPAHCTUPETUHOBASI AMUTOUOHASA NOAUHEAPONATUSA
(KITUHUYECKWIA CNYYAIA)

AMMNNONA03 — HapyLleHue 6enkoBoro obMeHa, ConpoBoXaatoLLeecs 00pa3oBaHMeM B TKaHAX Crelndryieckoro 6enkoBo-nonmcaxa-
pvgHoro kommnekca (amunonaa) GUbPUNNSPHON CTPYKTYPbI, XapaKTePU3YIOLLEroCs BbICOKON YNOPSAAOHEHHOCTbIO (DUOPUI TONLLM-
How 5-10 HM Gnarofaps 0OUNMIO -CKNaAYaToON KOH(POPMALMK BO BTOPUYHOW CTPYKTYpe OCHOBHOrO Oenka-amunongoobpasosaTens.
CoBpeMeHHas Knaccuburkaums aMnnonao3a nocTpoeHa no NPUHLMNY CneumdUyHOCTY OCHOBHOTO rbpunnspHoro Genka-npepLe-
CTBEHHWKa amunounpa. CerofHs BbisBneHo bonee 36 GeNKoB-NpeaWecTBEHHNKOB aMUIOMAa NP Pa3HbiX aMUIOMA03ax y HYeoBeka,
Cpeau KoTopbIX BbIAensioT He MeHee 10 HacneacTBeHHbIX hopm. Cpeam nepedrcneHHbIx HacneaCcTBEHHbIX (hOpM camMas HacTas — TpaH-
CTUpeTNHOBLIN amunonaos (ot aHri. Amyloidosis transthyretin, ATTR): daTtanbHoe cucTeMHoe nporpeccupyiollee 3abonesaHue,
nposiBRsioLLeecs NPenMyLLECTBEHHO TAXENOoW MONMHENponaTmner, BereTaTuBHoOW AMChHYHKLMEN 1 nopaxeHnem cepaua. CMepTb
HacTynaeT B TedeHue 7-12 net ot AebtoTa GonesHn Npu OTCYTCTBUM afleKBATHOTO JeYeHNs.

KnioueBble cnoBa: reH TTR; HacnenCTBEHHbIN aMUnonao3; nonuHerponatus; TTP-CAT; TpaHCTUPETUH

Korobkova N.V., Zueva S.A., Rokhlenko O.V., Moses V.G., Rudaeva E.V., Elgina S.l., Moses K.B., Chernykh N.S., Center Y.
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TRANSTHYRETIN POLYNEUROPATHY (CLINICAL CASE)

Amyloidosis is a violation of protein metabolism, accompanied by the formation in tissues of a specific protein-polysaccharide complex
(amyloid) of a fibrillar structure, characterized by a high orderliness of fibrils 5-10 nm thick due to the abundance of -folded confor-
mation in the secondary structure of the main amyloid-forming protein. The modern classification of amyloidosis is based on the
principle of specificity of the main fibrillar amyloid precursor protein. Today, more than 36 amyloid precursor proteins have been
identified in various human amyloidoses, among which at least 10 hereditary forms are distinguished. Among the listed hereditary
forms, the most common is transthyretin amyloidosis (from the English. Amyloidosis transthyretin, ATTR): a fatal systemic progressive
disease, manifested mainly by severe polyneuropathy, autonomic dysfunction and heart damage. Death occurs within 7-12 years from
the onset of the disease in the absence of adequate treatment.

Key words: TTR gene; hereditary amyloidosis; polyneuropathy; TTR-SAP; transtiretin

HacneﬂCTBeHHbIﬁ TPAHCTUPETUHOBBIN aMUJION/03,
takke usBectTHbIl Kak hATTR-ammmono3, npes-
cTaByisier co0OH penkoe, OBICTPO MPOTPECCUPYIOIIEE,
KpaiiHe arpeccuBHoe, (daraibHOe 3a00JI€BAHUE, BHI3HI-
BaeMoe BapuanTamu rera Tpanctupernna (TTR) [1, 2].

Hempasunbno cepuyterii TTR makamimBaetcs B
BH/Ie aMIJIOWIHBIX OTJOXKEHUI BO MHOTHUX OpTaHaxX u
TKaugX [3], 4To MPUBOAUT K TeTEPOTEHHON KIMHIYe-
CKOH KapTuHe, BKJIOYAs CEHCOPHYIO, MOTOPHYIO, Bere-
TATUBHYIO TIOJTMHENPOTATHIO W KapAuoMuonaruio [1-4].

Avmonios ATTRv nHaciemyercs o ayToCOMHO-I0-
MHUHAHTHOMY THITy. TOYHAs pacpoCTPaHEHHOCTh 3a00-
JIEBaHUS B HACTOSIIIee BpeMsI He M3BECTHA, CTPAAIOT
nannbiM 3a6oieBanneM mpuMepHo 50 000 desoBek BO
Bcem Mmupe [2, 3]. IlporpeccupoBanme 3a60eBaHS
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CBI3aHO C HApacTaHUeM TYKECTH CHUMIITOMOB, CHIKe-
HUEM KauecTBa XKU3HU, ToTepelt pusmueckoil pyHKInn
n cMepThio. Meanmana BBIKUBAEMOCTH COCTaBJISET
4,7 Toma TOCJe TOCTAHOBKY JMATHO3a, TIPW CHIDKEHUN
BopKUBaeMoctn (3,4 roga) y MalMenToB ¢ KapauOMHO-
matueit [4, 5].

[leGioT 3a6osieBaHMsT Yallle BCEro JHArHOCTHPYETCS
B Bo3pacte crapire 20 jeT ¢ mporpeccupylonieii ceHco-
MOTOPHOH M BereTaTHBHON MoJuHeliponaTueii. Xapak-
TEPHO TIepPBOHAYATBHOE BOBJIE€UEHNE B MATOJOTHUECKUI
MIPOIIECC TOHKUX CAAGOMUETMHU3NPOBAHHBIX BOJOKOH,
YTO KINHIYECKHN MPOSABJSETCS PAcCTPOHCTBOM 60JIeBOI
U TEMIIEPATYPHOI YyBCTBUTEIBHOCTH, TTOSIBJIEHUEM Heli-
pomaTudeckoro 60JeBOro cHIpoMa. Bosiedenne B ma-
TOJIOTHYECKWIT TTPOIIECC BETETATUBHBIX BOJIOKOH MPUBO-

T.22 Ne 32023

75



www.mednauki.ru

JIIT K TOSIBJEHUIO 1epuepuveckoil BereTaTuBHON He-
JIOCTATOYHOCTH: OPTOCTATHYECKON THIIOTEH3HMU, Ta30-
BBIX PACCTPONCTB, raCTPOMHTECTUHAIbHBIX HAPYIIEHHI,
HapylleHus: morooraenenuss u ap. Teuenue 3aGoseBa-
HUST HEYKJOHHO Nporpeccupyioiiee. B natonorunyeckuii
Ipollecc, Kak IIPABUJIO, BOBJIEKACTCS CEPAETHO-COCY-
aucrast cucreMa (KapAMOMHOIATUS, HAPYILIEHUE PUTMA
cepana), noukn (IIPOTEUHypHs, IIOYCYHAS HELOCTATOY-
HOCTD), JKeJyJOYHO-KuIleuHblii Tpakt (guapes, 3aro-
Pbl, TOIIHOTA, CHUXKEHME MACChl TeJa U T.J.), rjasa
(LOMyTHEHME CTEKJIOBUIHOIO Teja, IJayKoMa), IeH-
TpasibHAs HepBHAA cucTeMa (AMUNPUNALKU, UHCYJIBTO-
mo106HbIe 31u30/b1) [5-7].

Db dexTnBHOE U paHHee JeueHne MyTbTHCHCTEMHOMN
JChYHKIMI OPraHOB TIyTeM BO3/eiicTBHs Ha TaTodu-
3MOJIOTHIO OCHOBHOTO 3a00JIEBaHMS MMeeT pelaoliee
3HAYeHNe /IS CHUYKEHUS] TIPOrPECCHPOBAHUS aMUJION-
no3a ATTRv. Ctparernn Je4eHIs 3aKJII0YAIOTCS B CTA-
O6uimmsanuu Terpamepnoii ctpykrypnl TTR, a rtakske
cHmKeHnst yposusi narorennoro Geixa TTR 3a cuer
Mosrganust rena TTR au6o myTeM ucnosib3oBaHus ecre-
creernoro tpotecca PHK-unrepdepenunu (PHKu),
Ji60 € MCIIOJIb30BAHUEM AHTUCMBICIOBBIX OJIUTOHYKJIe-
otuzos [8-10].

MMamuent /1., 52 met, B uiose 2022 roga GBLT TOCIH-
TaJIU3UPOBAH B  HEBPOJOTHYECKOE  OT/EJEHHE
«Kys6acckoii 001acTHOI KINHUYECKON OOJHHUIIBI MM.
C.B. BensteBa» ¢ xanmob6aMu Ha CYXOCTb BO PTY, JKiKe-
HUE B CTOMAX W KOHYMKAX TMaJbIEB KICTeH, caaboCTb
B HOrax, OOJIbIllE B CTOIAX, OHEMEHWE B HOTAX, 3U30-
JIbI HEIEP’KAHUST MOYH, 3ATOPbI, STMHU30/bl CHUKEHIS
AJl 1o 90/50 MM pr. cr.

U3 anammesa: B 2016 r. mo mamasim DKI Gbura
JINATHOCTUPOBAHA PETOJISIPU3AIsT MUOKapaa. MuHu-
MaJIbHbIE CEHCOPHbBIE HAPYIIIEHUSI B HOTaX BIIEPBbIE MO-
gpunch B 2017 r. 3HaunMoe Tporpeccupyiolee yxXy/I-
menue 3aboseBanusg ¢ 2020 r., mocje mepeHeceHHon
MTHEBMOHUH, B BH/E HAPACTAHUS CEHCOPHBIX HapyIIe-
HUH, TOABJICHIS HeHPONAaTHIeCKOTO 60JIEBOTO CHHJPO-
Ma, ciabocTh B HOTax W pykax. B 2021 r. mosBuiuch
Kajao6b Ha mepebon B pabote cepamna. [lo gaHHBIM
CM-9KI, 6bL1 3aperncTpupoBa 1mapokcusM ¢uépui-
Jgsnun npeacepanii. HeBpoJsiornueckuil Hac/IeACTBEH-
HbIIl aHaMHe3 He OTATOIIEH.

Ilpu MOCTYILUIEHUH 6 COMAMUUECKOM Cmamyce:
MPaBUJIBHOTO TeJoca0Kenus, poct 173 cm, Bec 71 Kr.
3HaYMMOTrO CHUJKEHUsI Beca 3a IOCJEHUE MECSIIbl He
orMevaer. KosxHble TTOKPOBBI He m3MeHeHbI. [lepude-
pudeckue auMboy3ainl He yBeandennt. AJl 120,/80 mm
pt. c1., UCC 77 ymapoB B mMunHyTy. TOHBI cepima sc-
Hble, puTMUUYHbIe. JKUBOT MATKHUI, 6e3601€3HEHHBIN
[IPY MAJIbIIAINN, TIeYeHb 10 Kpaio peGepHoil IyTH.

B mnesponozuueckom cmamyce: BBISBJIEH BSIbIA,
MIPEUMYIIIECTBEHHO [UCTAJbHBIN TeTpamapes3, B CTOMAX
1o 36, runoTpodus roJeHeil, CTom, KUCTel, MeHee BbI-
paxxeno — Genep, HapyIieHne 60JIeBOIl 4yBCTBUTENBHO-
CTH IO TIOJTMHEBPUTUYECKOMY THITY, PACCTPOIICTBO MbI-
[IEYHO-CYCTABHOTO YyBCTBA, B HOTAaX /IO YPOBHsI roJie-
HOCTOITHBIX CYCTABOB, JIETKUI IOCTYPAJIbHDII TPEMOP
Kucreil.

JlaGopaTopHo 6e3 HaToJOrn4ecKnX M3MeHeHHil.

OKI: purm — cunycoBasi Opajaukapausi, YCC
53 yIapoB B MUHYTY. JDJIEKTPUUECKasT OCh Cep/Iia HOP-
MasmbHag. OuaroBble H3MEHEHNS TI0 BEPXYIIEUHOI, 60-
KOBOH M 3aJiHEHIDKHEH CTEHKe JEeBOTO JKeIyJodKa Ha
done yanmunenust uarepsasa QT (BbIpakeHHbIE dJIEK-
TposiuTHbIe Hapyuienus). I[IpoBeeHa KOHCYJIbTAIlUs
kapauosora: UBC. @ubpusuisiiust mpejcepanii, ma-
poxcusManbHasg dopMa.

Y3U OBII: muddysnbie M3MeHeHNs TTapeHXUMbI
TMeYeHN 1 TO/DKEIYJOIHOH KeJIe3bl.

DI/IC: ovyaroBblil aTpopUUECKUil TaCTPHT.

ITo pesyabTaty mcCaeIOBAaHUS JMKBOPA BBIABICHA
GeakoBo-Kaerounas puccormanus (6enok — 1,66 r/,
nurosa ner). UMA Ha HeliponndeKknnm — oTpuiareb-
HO.

OHMT: npusHaku aKCOHATHHO-IeMUETNHU3UPYIO-
meit nosmueidponatun (Pe3KO CHUKEHA aMILINTY/Ia
M-orBetoB, cumkena CPB mortopnas, ysenmuena PJI
Masi06epIioBoro, GoJIbIIeGEPIIOBOTO HEPBOB C JIBYX CTO-
POH. ).

Anexmpoghopes 6enros coieopomru kposu 6e3 3xa-
YUMOH IIaTOJIOIMH.

YuurbiBag JUTENbHBIA aHaMHe3 3a060JeBaHud,
mporpeccupyioliee Tedenne, 6eTKOBO-KIETOYHYIO HC-
CONMAIINIO B JIMKBOPE, COCTOSIHHE OBLIO PACIEHEHO
KaK XPOHMYecKas BOCIATNTEJbHAS JeMUCINHUSIPY-
Iomas MOoJANHeHponaTns, HadaTo CTaHAapTHOE Jede-
HUS: TJIIOKOKOPTUKOCTEPOor/ bl (IIPeJHU30/I0H B 103€
1 MI/Kr Macchl Tejla €KeJHEBHO) B TeYeHue 2 Mecs-
1[eB C TIOCJTEAYTONINM MTOCTETIEHHBIM CHIKEHNEM JJO3BI.
[TarmenT BbITIHCcaH Ha aMOyJATOPHBIH aTal HAGIIO/E-
HU.

B oxkrsa6pe 2022 r. noBTOpHAS TOCIUTAIU3AIMNS.
Oddexra OT MTPOBOAUMOI Tepamwu He OTMedal.
CocTosiHne TPOTPecCHBHO yXyAmmiIoch. Hapacrama
c1ab0CTh B HOTAX, YCHJHMJIOCH JKXKEHNE B KUCTSIX, MOSsI-
BUJIach 061mast ¢1ab0CTb, CKJIOHHOCTb K apTepHasbHOI
TUTIOTEH3UT.

Oo6sexmueno: Kosxuble MOKPOBbI OJelHbie, Ha
KOXKe ToJieHel TpPH3HaKM TPO(MUYIECKUX HapYIIeHU
(cyxocTb KOKU), 1ACTO3HOCTD TroJieHei. CHUsKeHst
Beca Her. Tombl cepaua scuble, purmuunble. A/]
104,/68 MM pT. CT., MOJOXKUTENbHAS TIPO6GA HA OPTOCTA-
THYECKYIO THIOTEH3UIO.

B meBpoJsiormueckoM cTatyce: MbIIIEYHAS CHJIA CHIU-
JKeHA B HOTAX NMPOKCHUMATIBbHO [0 36, JUCTAJIbHO CJeBa
306, crmpasa 26. Tumorpodust Mbri 6eep, rojeHeit ¢
JIBYX CTOPOH, KHCTeIl ¢ ABYX CTOPOH, IpylOee cJieBa, To-
HyC MBIIII] HU3KNI, 9yBCTBUTEIbHDBIC HAPYIICHNS TTPEsK-
Heii crenenu. IloctypasabHblii TpeMoOp pyK. Ycuianiach
BBIPAKEHHOCTD HAPYIIECHNH (DYHKIINN Ta30BbIX OPTaHOB
(HeseprkaHue MOYHU, 3a1OPbL).

[Ipn mocTymnIeHN TOBTOPHO MPOBEIEH OHKOTIONCK.
B cBa3u ¢ oTcyTcTBHEM 3deKTa OT IPOBOANMOI Tepa-
11, ITPOTPECCUPYIONINM TeueHneM 3a60/IeBaHtsI, a TaK-
K€ YIUTBIBAsI BRIPKEHHBIIN HelfponatmaecKnii 60eBoit
CHH/IPOM, BereTaTHBHbIE HAPYIIEHNS, MPHU3HAKU MOpa-
JKeHns cepAna, B3ara KpoBb Ha TTP — CAIL. Borasrena
MyTarms B sk3oHe 3 reHa TTR B rereposurotHoM co-

crosann (c. 218 G > A ( Gly73Glu)).
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Bckope pasBuiiach TsuKesas OPTOCTATHYECKAS THITO-
TEH3UsI, B CBSI3U C YeM IAIMEHT YTPATHJ CIIOCOOHOCTD
K TIePEeJIBIDKEHNIO, HE MOT CaMOCTOATETbHO CH/ETD.
Takske y marenTa pa3BUIach ocTpasl 3aJepXKKa MOYH,
B CBA3U C 4eM ObLTa HaJOXKeHa SIUIICTOCTOMA.

Axo-KTI': cucrommueckas ¢pynkmus JIZK ynoiaerso-
putenbHag. [Imactommueckas auchyukmus JIJK 1o
I tuny.

CM-9KT: najpkesry 104KOBbIe 9KcTpacuctosibl (o1u-
Hounble), 19 3a cyTku, GOJbIIE AHEM, KETYJAOYKOBBIE
skcrpacuctosbl [VA knace mo LOWN-oaunounbie mo-
aumopduble, 14 3a cyTkHW, HapHbBIe MOHOMOpP(dHBIE
(1 guem). 119 > 1. TIpoBeneHa KOHCYIbTAIUA Kap/iH-
oJslora, anarno3: Kapamommonatus runepTpodmdecko-
ro tuna (Gosee BeposTHa covyeranHast (popMa TpaHCTe-
PUTHHOBOTO CHCTEMHOTO HACJIECTBEHHOTO aMIJION03a
¢ passutnem ATTR-KMII) 6es o6erpykmun BOJIK.
XCH IIA @K II, ocnoxxuenHas HapyIIeHUSIMI PUTMA!
OJIHOKpaTHBII KopoTkmii mapokcusm DIT 2021 1. (10
CM-3KTI), EHRA 1. JKenyaoukoBast 9KCpacHCTOJINS
IVA rpagannm o Lown (1 mapa). ¥Yaimnenue nurep-
Basa QT. Crmatnrpacdus Muokapaa He TMpoBeeHA IO
TEXHUYECKUM [PUYNHAM.

Hauata tepanus ¢y 1poKOPTH30HOM TIO cXeMe, Ha-
ymHasg ¢ 1036l 0,1 M eXXeHeBHO, ¢ MOCTETIEHHBIM yBe-
JgmdeHneM 103bl. CTeleHb BBIPAKEHHOCTH OPTOCTATH-
YeCKOH TUMOTEH3NN YMEHBINIACh, TAIHeHT MOT HaX0-
JUTHCS B TTOJNOSKEHUN CHSA 70 TOJIydaca.

IIpoBemena TeleMeAWITMHCKAS KOHCYJbTAHS C
HMUIT Hesposoruu (OTAOY BO PHUMY um. ITu-
pOroBa), PEKOMEH/I0BaHO HavaTb npueM Tadamuzpuca
B 03¢ 20 MT B CYTKH NMOKU3HEHHO. PeKoMeH/T0BaHHDIH
k npuMeHennio B PD n Espomne npenapar Tadammmic
CTabUIM3UPYET MOJIEKYJIYy TPAHCTHPETHHA, TPeoTBpa-
mas ero paciaj Ha MOHOMEpBI, TeM CAMBbIM, CTaTHCTHU-
YeCcKH 3HAYNMO 3aMeJIsIeT TIPOTPeCCHpOBaHNe MOJH-
HeliponaTuiu.

[TarmenT BBIMMCaH Ha aMOYJIATOPHBIN ATAll HAGJIIO-
JleHns ¢ pexoMeHjarmamu. lIpoBesneH reHermdeckuit
aHaIN3 eIMHCTBEHHOMY CBIHy manmeHTta 1997 roma
poxaenns — MyTanusg rema TTR He BbIgBIeHA.

JINTEPATYPA / REFERENCES:

3AKNIOYEHUE

OCco6eHHOCTDIO TAHHOTO KINHUYECKOTO CIydast SB-
JISIETCST JUTNTEbHOE Tedenne 3a6oseBanust. Tpu roga ot
TOSBJIEHNS TEPBBIX CHMIITOMOB TeueHHe 3a00JeBaHUS
He IIPOrpecCUpOBAJIO U MPOSIBJANIOCH JETKUMU CEHCOP-
HBIMH HapyIIeHMSAMH, a 3aTeM pe3Koe yXyAIIeHue Co-
crosunsa B 2020 r. uw 2022 r. IIpun mepBUYHOM IOCTY-
IJIeHnU ObLINM TPU3HAKN BOBJIEYEHNUST B ATOJOTHYECKUIT
[POLECC BEreTaTuBHOIl HepBHOI cucreMbl (TazoBbie
paccrpoiictBa, smn30abl cHWKeHuss AJ[), MUoKapaa
(mapokcusmanphas dopma GUOPHIAIMN TIPeACePaAnit
B aHaMHe3e), YTO He HMCKJIOYAJI0 [UATHO3a XPOHUYE-
CKOIl BOCHAJUTEJNbHOI JeMuennHusupyeleil noanHei-
pomnaTuu. BoBiedeHms mouex, r1as, MeHTPaIbHON HepB-
HOM CHCTEMBI, CBOHCTBEHHBIX TPAHCTHPETHHOBOMY aMHU-
JIon03y, He 6BLIO.

IIpuBeneHHblll KIAMHUYECKUN ciydail AeMOHCTPU-
pyeT HEOOXOAMMOCTb HACTOPOKEHHOTO OTHOIIEHUS B
mrane TTP-CAIl y mamuenToB ¢ mosamHeifiponaTuei,
0COOEHHO MPU HAJIUYUN BETETATHBHBIX PACCTPOICTB U
oTcyTcTBIU 3¢ PeKTa 0T MMMYHOCYTIPECCUBHOH Tepa-
.

Wcropmueckn, cemeiinprii ATTR cunrancsa peaxkmm
9H/IeMUYHBIM 3a00seBanneM. CoBepIIEHCTBOBAHUE /U-
arHOCTHKH, BKJIIOYAs TeHETHYECKIe I NMMYHOTHCTOXNU-
MITYECKIe METO/bI, MO3BOJINIO BLIABUTH 3HAYUTEIBHO
6ombiiee uyncsao manueHToB ¢ ceMeitHbeiM ATTR 1o Bce-
My mupy. Takum o6pasom, peampHas dactota ATTR
OKa3aJ1ach BBIIIE. Y YNTHIBAS BBICOKYIO JIETATBHOCTD 3a-
60JIEBAaHI U HAIMYNE COBPEMEHHBIX BO3MOKHOCTE! Je-
YeHHsi, OYeBI/iHA HEOOXO/MMOCTDb HOBbBIIEHNUsT NHHOP-
MIIPOBAHHOCTH W HACTOPO’KEHHOCTN Bpaueil pasiandHbIX
crennaIbHOCTeHl B OTHONICHNHN JAHHON MATOJOTHH.

HNudopmanus o punancupoannu u KoHpIHKTE
HHTEPECOB
VccreoBanye He NMeJIO CHOHCOPCKON MTO//IEPIKKN.
ABTODBI IEKTAPUPYIOT OTCYTCTBHUE SIBHBIX M MOTEH-
ITATbHBIX KOHMINKTOB MHTEPECOB, CBS3aHHBIX C Y-
G/mKanmeil HACTOSIIEN CTATh.
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