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[lpedcmasaen cayuaii noOmeepicoeHH020 MONCKYAAPHO-eeHemuueckumu memooamu mpancmupemurnosoeo (1TTP) amunoudosza ¢ no3onum
Hauanom ¢ pedkoii mymauueii Phe53Leu y scenujunol 62 1em ¢ npoepeccupyoweil 2eHeparu308aHHOL CeHCOMOMOPHOUL Hellponamueil, CUH-
OpoMOM CYX020 24a3a U pma, Gbicmpoli HeoGesCHUMOL nomepeil Maccel mead. AHaN0eUMHAsS Mymayus 8biseaeHa y ee 300p06020 cvina 34 nem
u He obHapyxcena y douepu 42 nem. Hecmomps na omcymemeue amunouoa npu oxkpacke Koumeo kpacuwim 6 panee uccae0o8aHHux ouon-
Mamax UKPOHONCHO20 Hepaa U CAKOHHOI Jcenesvl, nocmaeaer duaeno3 TTP amunoudosa. Conocmasnenue 0CHOBHbIX NPUSHAKOS U CUMNIO-
MO8 C 00WenpUHAMbIMU <KPACHLIMU pracamu» 045 hayuenmog ¢ TTP amunroudozom nokasaio coomeemcmeue KAUHUYECKOU KAPMUHbL
HacaedcmeeHHOMY 3a001e6aHUI0, HECMOMPS HA omcymcmaue deno3umos amurouda. Q6cyrcoaromes npuUHsl HeOOCMAamo4HoU OUaeHo-
CIU4ecKOll HACMOPOJICEHHOCU.
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The DNA analysis revealed a transthyretin amyloidosis with a rare Phe53Leu mutation in a woman of 62 y.o. with the late onset
progressive generalized axonal sensomotor neuropathy, dry eye syndrome, and an episode of severe unintentionally weight loss.
The same mutation was found in her healthy 34 y.0. son, but not in a 42 y.o. daughter. The Congo red staining were negative in nerve
and salivar gland biopsies samples. The reassessment of the transthyretin amyloidosis “red flags” showed that the patient fulfilled
the criteria of the disease and the absence of amyloid deposition was not the ground to reject the hereditary cause of the condition.
The reasons of the misdiagnosis are discussed.

Key words: amyloidosis, transthyretin amyloidosis, Phe53Leu, nerve biopsy, dry eye syndrome, sensomotor neuropathy

For citation: Naumova E.S., Nikitin S.S., Adyan T.A. et al. Misdiagnosed case of TTR amyloidosis in a fully investigated patient. Nervno-
myshechnye bolezni = Neuromuscular Diseases 2018;8(1):46—52.



Kaunuueckuii pazoop

HepBHo-Mblweunbie O JIE3HH

Beenenue

TpaunctuperunoBeiii (TTP) amuionmo3 — onmHa
13 HEMHOTHUX TepeIUTapHbIX OOJIEe3Hel, UMEIOIINX MaTo-
TreHeTHYecKylo Tepanuio. [laTonorust Haciemyercs 1o ay-
TOCOMHO-JIOMUHAHTHOMY THITY, YTO OTIPEIETISIET OOJBIITYIO
pOJIb CEMEITHOTO aHaMHe3a B TTOCTAHOBKe AnarHo3a. B 3a-
BUCUMOCTHU OT BBISIBJIEHHbIX MyTalliii B reHe T'TR Bbiae-
JISTIOT TIPEUMYIIIECTBEHHO HEBPOJOTUIECKUI, Kapauaib-
HBI ¥ CMeIIaHHBIN (DeHOTHUIIBI 00J1e3HM [1].

deHoTUNIMYECKAs TeTepOTeHHOCTh 3abosieBaHus [2],
Jaxke y MOHO3UTOTHBIX OJTM3HELIOB |3, 4], mo3mHee Havaao
CUMNTOMOB, OTCYTCTBUE CEMEHOTO aHaMHe3a YacTo 3a-
JIEP>KMBAIOT MTOCTAHOBKY MTPABWJIBHOTO TUATHO3a Ha TOMIBL;
HEpeIKO TMAlMEeHT ITUTeIbHO HAOTI0ONAeTCsI C HEBEPHBIM
IuarHosoM [5, 6]. Ha mpumepe uccienoBaHus UTAJTbsIH-
CKO1 TOTTYJISIIINY YaCTOTa OITMOOYHBIX AUATHO30B COCTa-
BuIa 0K010 32 % co cpelHeil 3amepXKOi MOCTAHOBKU
BEPHOTO TMAarHO3a OT MOMEHTA TOSIBIIEHUSI TIEPBBIX CUMII-
ToMOB 110 4 JieT [7]. B 2016 1. chopMyiMpoBaHbl OCHOBHEIE
MpU3HAKK (TaK Ha3bIBaeMbIe «KpacHbIe (hiarm») 00Ie3HU,
HaJTMYMe KOTOPHIX IOMOTAET COKPATUThH BPEMST TTIOCTAHOB-
KU TIPaBUJILHOTO AMarHo3a [8].

IIpencraBneHo kaMHuyeckoe HabmoneHue TTP amu-
JIOU03a C HEBPOJIOTUYECKUM (DEHOTHUTIOM.

Iess uccenoBanusi — MPOSICHUTD TPUYUHBI 33EPXKKA
TMOCTAaHOBKM MATHO3a y KOMIUIEKCHO 0OCJIemOBaHHOM
MAIMEHTKH.

Rnunuyeckoe onucaxue

Hayuenmrxa Y., 62 nem, cuumana cebs 300p0o6oi
0o 59 aem (puc. 1), geaa akmuenublii u cnopmueHbslii 00pa3
acusnu. B 2014 e. enepgovie ommemuna caabocms 6 cmonax —
Hayana cnomvikamucs u hadame. B mevenue 2 nem carabocme
8 H02aX HeYKAOHHO Hapacmana, NO8UAUCL AMPOPDUU MbluLY
CMON, NPUCOeOUHUAUCH HEAOBKOCHb 8 KUCMAX U YY8CMBU-
mebHble HapyuleHUusl N0 NOAUHEEPUMUMECKOMY MUNY 8 HO2aX,
NOABUAACH CYXOCMb CAU3UCMOL 000A04KU 2Ad3 U pmad.
B 2016 2. 6e3 6udumbix npuvun ommeueHsi pe3Koe CHUNCeHUe
Mmaccol mena Ha 15 ke 6 meuenue 4 mec, npoepeccuposanue
cumnmomos noaureiiponamuu. Ilayuenmra o6credosana
8 643U C no0o3peHUeM HA OHKOAO2UHecKoe 3abonegaHue,
Komopoe He 6b110 noomeepicdero. M3-3a nasuuus cyxocmu
cAU3UCMBbIX 000104eK OCMOMPEHA PeBMAmOoN020M, GblNOAHE-
Ha buoncus CArOHHOIL Jcenesbl, 8 pe3ylbmame 4eeo UCKAoYe-
Hbl cucmeMmHble 3a601e6aHUsl COeOUHUMENbHOU MKAHU, BKAI0-
yas cundpom lleepena.

Ilpu anexkmpomuoepaghuueckom (IMI) uccredosanuu
nepugepuueckux Hepeog 6blsGAeHA CeHCOMOMOPHAs aKco-
HaAbHAs HEUPONAamusl ¢ nPeumMyuecmeeHHslM NOPAXNCeHUeM
Hoe. Tloayuennbie OanHbie ObLAU pacyeHeHbl KaK amunu4Hblil
eapuanm OU3UMMYHHOU Helponamuu, u 8 meyenue 2 nem
nocae008amenbHO nPoBOCUAUCH AedeHUe 2AH0KOKOPMUKOCme-
poudamu 8 doze 1 me/ke maccel meaa, naasmagepes u Kypc
pemykcumaba 6e3 aghgpexma.

Omcymcmeue OmKAUKAa Ha 8ce NONbIMKU 1e4eHUs NOCAY -
JHCUNO OCHOBAHUEM O0asi OUONCUU UKPOHONICHO20 Hepea

Puc. 1. ITayuenmka 4., 59 nem, xcanob nem
Fig. 1. Female patient Ch., 59 years old, no complaints

¢ nouckom cneyuguueckux usmenenuil. Pezyromamor 6uon-
CUU 8bIABUAU NPOAUDEPAYUI0 WIBAHHOBCKUX KAEMOK 0e3 cee-
MeHmapHoll demuesunu3ayuu, ¢ OmpuyamensbHoli 0Kpackoi
Koneo kpachbvim.

B nosabpe 2017 . nayuenmka o6pamunace 8 KAUHUKY
0151 NOAYYEeHUsl IKCHEPMHO20 3aKAOUEHUS.

Ilpu ocmompe: camocmosmensvrHo He nepedgueaemcs,
6sablil napes 6 pykax 6 3 6aanra no wxare MRC (Medical
Research Council), naeeus ¢ cmonax;, ampogus molully Hoe
u pyk (puc. 2). Habarodaemcs crhudcenue 601e80i u mak-
MUABHOU 4Y8CMBUMEALHOCIU 8 KOHEYHOCHSAX NO NOAUHEBDU-
muueckomy muny. Cyxodcuabhvle pegaekcol ¢ pyK U Hoe
omcymcmayrom. Cyxocms cAU3UCMbIX 000404eK 21a3, pma
u koxcu. Macca mena 46 ke.

Ilo dauneim cmumynsyuonnoii BMI nodmeepicdero
Haau4ue paHee BblsIBACHHOI CEHCOPHOU U MOMOPHOU AKCcO-
HAaAbHOU Helponamuu Hepeos PyK, ¢ Mblill, CHON U 201eHU
momopnuix omeemog Hem. [Ipu IMT ueonvuamoim anexmpo-
00M 8 MbLULUAX PYK U HO2 OMMeYeH MeKYWUil 0eHep8alUOHHO-
PEUHHePBALUOHHbLI NPOYECC ¢ NepecmpoliKol NOMEHUUAN08
deuzamenbhbiX eOUHUY, O HeBPUMUMECKOMY MUNY, CHOHMAH-
Hasi aKMUGHOCMb MbIUEYHbIX BOAOKOH YMepPeHHOl
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Puc. 2. layuenmka 4., 62 eoda: a — ampogus mviuy Hoe; 6 — ampoghust
Moy, pyK

Fig. 2. Female patient Ch., 62 years old: a — leg muscle atrophy; 6 — arm
muscle atrophy

BBIPANCEHHOCMU, 8 OUCMANBHBIX U NPOKCUMANHBIX MbIULYAX
PYK — HelpoMuomonu4eckue pazpsob..

B cea3u ¢ nmaauuuem npoepeccupyroujeii aKkcoHAAbHOU
CeHCOMOMOPHOIL NOAUHellponamuly, Omcymcmeuem omeema
Ha 8ce UCNOAb308AHHbIE CNOCOObI ACUEHUSL, DEe3KUM CHUNCEHU-
em Maccel mena, HecMompsi Ha OaHHble OUONCUU CAIOHHOIL
Jcenesvl U UKPOHOICHO20 Hepea, Obla npeonoaodcer OuazHo3
amMuaoudHol NoOAUHellponamuu 6 pe3yibmame Mymayuu
6 cene TTR.

JlonoanumensHoim ocHoGaHUeM 0451 NPEONOAONCEHUS HA-
auuus 'y nayuenmku TTP amunoudosa 6viau pe3yrbmamel
paree nposedeHHbIX 00cAed08aHUll, NPeOCMABACHHbIX 6 Bbl-
nucke uz cmayuonapos. B 2016 e. npu pexmopomarnockonuu
Y nayuenmKu 8bi61eH0 YMoaueHue CIeHKU NPSIMOLL KUK,
npu axoxkapdouoepaguu 06HapyliceHa KOHUeHMpU1HecKas eu-
nepmpousi 1e60e0 rcenydouka 6e3 eunepmoHu4eckoil bones3-
HU. B 3akatouenuu 6uoncuu cAloHHOU dceae3bl Oblau ONUCAHb!
HeKpO3bl Jicene3ucmoil mKanu, coesan 6vi00 0 HAAUYUU
XPOHUYECK020 cuarodeHuma.

Y nayuenmku Obin nposeden nouck mymauuii 8 ceme
TTR. B pesyassmame npsamoeco cexkgenuposanus no Caneepy
écell Kodupyioujeli nocae0o8amenbHOCMU 2eHA 8 IK30He 2
00HapysiceH panee ONUCAHHBII 8 AUMepamype namoeeHHblil
eéapuanm Phe53Leu (NM_000371.3: c. 157C>T; ycmapes-
wee nazeanue mymauyuu Phe33Leu) 6 ecemepozucomuom

CcOCMOsHUU, YMO NOOMeepouno OUacHO3 «HACAeOCmBeHHbL
TTP amunoudoz» MoaeKyAsPHO-2eHeMUYECKUMU MeMOO0aMU.
Jloub navuenmru 42 aem u coin 34 sem cuumarom ce6s
300posbiMUL, He NPedssasAsiiom Jcanob, npu ocmompe U no OaH-
Holm DMT-06caedosanus He 8bi61€HO NPUZHAKOB U CUMIIO-
M08 6one3nu. Ilpu mosexyasapHo-eenemuueckom auantuse
AHAN0RUYHAS MYyMAYUsi 0OHAPYICEHA MOABKO Y CbIHA.

06cypenue

IMo nanubIM TUTEpaTypshl, myTamus PheS3Leu B rene
TTR BcTpevaetcs penxko. BriepBbie ona onucana 8 CIIIA
B 1991 1. nByMs TpymnmamMu aBTOPOB y TMPOXHUBAIOLIETO
B CIIIA enMHCTBEHHOIO OOJILHOIO B CEMbE ITOJILCKO-JIU-
TOBCKOTO TMPOVCXOXIEHUSI C TTPEUMYIIECTBEHHO HEBPO-
JIornyeckuM ¢eHoTurioM u aedworom B 53 roga [9, 10].
B nocienyoliem omnrcaHa naluydeHTKa 65 j1eT ¢ aHaJIoruy-
HOIi MyTaIueit 6e3 ceMeitHOro aHaMHe3a. ABTOPBI 00pa-
AT BHUMaHWE, YTO y MAIMEHTKU C HEBBIPAKEHHOM
HEWponaThued U CUHAPOMOM KaprajlbHOIO KaHajla uMe-
JINCh MIPU3HAKY MSTKOUM KapIMOMMOIIATAM, ACITUTA U TIe-
pudepuueckux orekoB [l1]. Tlpexcrammsier uHTEpec,
4yTO 002 HE CBSI3AHHBIE POJICTBOM TMAIIUEHTA UMENH TT0JTh-
CKU€ KOPHU.

Mytamuss Phe53Leu obHapyXeHa y malMeHTa C Ce-
MelHbIM ciaydyaem TTP amuionnosa, poauBIIerocs
B llIBeuu, mpanen KOTOporo 6bu1 poJAOM U3 MOTPAHUYHOMN
3onbI [epmanun u JIutesl. [1pobana B 43 roma onepupoBaH
10 TIOBOJTY IBYCTOPOHHETO CUHAPOMA KapMaJbHOTO KaHa-
J1a, K 46 ToIaM y Hero pa3Buiiach TsKesast oJIMHelpona-
Tusi. [Ipr3HAKOB TOpaKeHUST XKETYAOYHO-KUIIEUHOTO
TpaKTa U cepAila Ha MOMEHT OTMCAHUS He BBISIBIIEHO [ 12].

AHanornyHass MyTalys onrcaHa y 00JIbHOTO eBpeii-
CKOTO MPOMNCXOXIeHMsI, ponuBierocs B Poccuu [13] u 2
MaIMeHTOB a3MaTCKOTO IponcxoxmeHus u3 TaitBans [14]
u Kurasg [15] ¢ Hauanom 6one3nu nocie S0 JieT u mpenmy-
IIECTBEHHO HEBPOJIIOTMYECKUMU TTPOSIBJICHUSIMU.

B Poccun, moMmuMo o6CcyKaaeMoro ciyyast, MyTalus
Phe53Leu BeIsgBIcHa eme y 1 mammeHTa 0e3 ceMeHOM
ucTopuu (IaHHBIE TTpefocTaBieHkl Jadboparopueit JJHK-
MMarHOCTUKYA MeInKO-TeHeTMYeCKOTO HayYHOTO IIEHTPa,
nHbOopMaLKs 0 KITMHUIECKON KapTUHEe Ha MOMEHT OTH-
CaHWsI Halllel TTAIUEHTKU OTCYTCTBYET).

[Mo naHHBIM TUTEPATYPHI, TALIMEHTHI C HEBPOJIOTUYE-
cknM penotuniom TTP amumonmgosa gaire Bcero HadJIrO-
JATCsl ¢ AUarHo3aMM MIMONAaTUYECKOW aKCOHaJIbHOM
TOJIMHEMPOIIATAM, XPOHUYECKOU BOCTIAJIMTEIBHOMN AeMuUe-
nuHU3MpYytonieit monuHeliponatuu (XBJIT) nnu cteHoza
CITMHHOMO3TOBOTO KaHasa [16].

IMpu3Haku ceHCOMOTOPHOU HeliponaTuu, apeduek-
cust, 6eIKOBO-KJIETOUHAST AUCCOIMALINS TIPU UCCIIEN0Ba-
HUU JINKBOpa, udMeHeHunst DM -napamerpos, xapakrep-
Hble IJIs1 AemMuenmHuzauuu, aenarotr XBJIT cambim
YacThIM OIIMOOYHbIM nuarHo3oM [17, 18]. [lpu stom
cienyeT oOpaTUTh BHUMaHUE, YTO OOHAPYXXUBAaeMble U3-
MEHEHUS B 3TUX CIIydasiXx COOTBETCTBYIOT KIMHUYECKUM
u anekrpoduznonornueckum Kpurtepusim XBTI,
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npemtoxxeHHBIM EFNS (European Federation of Neuro-
logical Societies) B 2010 1., 9To BO OIpeAeICHHOM CTeTICHU
oIpaBabIBaeT AMarHo3 [19].

B HacTosiieM Haba0AeHUM TaKke ObLI MTOCTaBJIEH
nuarHo3 XB/IIT 1 B cooTBeTCTBUM C TepareBTUYECKU-
MU pPEeKOMEHIALMSIMU IIPOBeIcHA Tepamnus (MeTHII-
IIPeIHN30JI0H, TTa3Madepes) B ameKBaTHBIX J03ax 0e3
s dekra.

Heob6xogumo OTAeIbHO PpacCMOTPETh POJib OMOIICUU
pa3IMYHBIX TKAHEH B ITOCTaHOBKe muarHo3a TTP amumo-
nnosa. Ceronua B nuardHoctuke TTP amuinonnosa 6uor-
CHM OTBOIMTCS BaxXHasl poJib. [MCTOIOrMYeCcKOe UCCIIen0-
BaHWe TKAHEH B IEJISIX BBISIBJICHMSI JCITO3UTOB aMIJION A
peKoMeHI0BaHO BceM 00JbHBIM [20]. OgHaKo 4yBCTBU-
TEJIPHOCTh JAHHOTO MeToma [IJId pa3IWJHBIX TKaHEH
He omuMHakoBa. Tak, WMCClIemoBaHUE CIIOHHOM XeJe3bl
IIpY paccMaTpUBacMO MATOJIOTUN MMEET UYYBCTBUTEIIb-
HocTb 10 75 % [21], a uccnemoBaHue GUONTATa UKPOHOX-
Horo HepBa — 80 % [22; 23], omHaKoO, IO AaHHBIM 1-TO
EBporreiickoro cormamieHus 10 TMarHOCTUKE U JICYCHHIO
mareHaToB ¢ TTP aMmIonmo3oMm, ero 4yBCTBUTEILHOCTD
koJiebercs oT 79 10 91 % [24]. Takoii pa3dbpoc rmokasarte-
JIei YyBCTBUTEILHOCTH CBSI3BIBAIOT IIPEXKIIE BCETO C OITHI-
TOM TUCTOJIOoTa [24].

OmHako BHOCIEACTBUM MOPMOJOTMUESCKHUIT aHAIN3
COCTOSTHMSI IMBAHHOBCKMX W B3HIOTEIMATBHBIX KIETOK
npu TTP ammunonmose mokasai, 4To yTpaTa HEPBHbBIX BO-
JIOKOH B CJIyJasix OOHAPYXKEHUS MU OTCYTCTBUSI BOKPYT
OTJIOXKEHUI aMWJIonIa SBJISIETCI OOBIYHON HaXOIKOU
npu TTP nHeliporratnu [25]. YacTora BeIsIBIeHUS GUOPUIIIT
aMWIOWIA MO [UTMHHUKY HepBa yBEJIMIMBACTCS I1apaj-
JIEJTHHO C TIPOTPECCUPYIOIIEH YTPaTOii HEPBHBIX TEPMIHA-
neii. BHe 3aBucuMocTu ot Bo3pacta aebrorta TTP Helipo-
MaTUM XapaKTepHa aTpodusl IIBAaHHOBCKUX KIIETOK,
0COOCHHO HEMHEIMHU3NPOBAHHBIX BOJIOKOH, KOTOPBIC
HaXOISITCSI B 00JIACTHA CKOIIJICHMST aMIUIOMIIA; OTMEYaCTCST
JIOCTOBEPHOE YBEMUCHIE YHUCIIA SIIeP KIECTOK SHIOTEIUS
¥ OKKJTIO3MPOBAHHBIX MUKPOCOCYIOB 10 CPaBHEHUIO C TT0-
JIMHEUPONATUSIMU WMHOW 3TUOJIOTUM (HAaIpuMep, aJIKo-
rojbHOM). He3aBuCHMO OT HaImams/OTCYTCTBUSI OTJIOXKE-
Huii amuiouga npu TTP HeliponmaTuu BBISIBISIETCS
HapyIIeHUe COCYINCTO-HEPBHOTO Obaphepa, YTO IIPOSIBIISI-
eTcs B yTpaTe IJIOTHOCTH KOHTaKTa M (peHeCTPaIIy MeXK-
NIy 9HIOTEINAIBHBIMUY KJIeTKaMu [25].

VY obcyxmaeMoii maieHTKY OMOIICHsI, HalpaBJIeHHasI
Ha TTIOMCK BO3MOXHOTI'O 3THOJIOTMIECKOTO (hakTopa, Ipo-
BOIMJIACH ABAXKIBI, IIPUIEM U3 pa3HBIX TKaHeil. OTCyTCT-
BUIC TIPU3HAKOB ayTOMMMYHHOTO BOCTIAJICHUS, OTJIOXKCHU A
aMmJIonIa B 00pa3liax TKaHei, BOBJICYCHHBIX B IIPOIIECC
(ciTroHHOI XeJte3bl M NKPOHOXHOTO HEPBa), OMPENCIHIIN
MHEHHE 00 OTCYTCTBMM IM3MMMYHHOIO IIpoliecca
WIN aMIJIOWTHOM HepomnaTuu, IepeBeas TMarHo3 B Ka-
TEeTOPHIO MANOIIATUYECKOM TTOJTMHeponaTu. B muarHo-
CTUYECKOM TIOMCKE He ObUT YITeH (DaKT, YTO OTCYTCTBHUE
OTJIOKEHHUI aMWIONIA He SIBJIICTCSI OCHOBAaHUEM JIJIST OT-
pULIaHUSA IMarHo3a.

TTP amunonno3 nomakeH ObITh 3aII0A03PEH MPU Ha-
JINYUM OPOrPECCUPYIOLIEN CEHCOMOTOPHOM HelpoIa-
THU B COYETAaHUM C OTHUM WJIM HECKOJIBKUMHU CICOYIO-
IMUMH TIPU3HAKAMU: OTATOIICHHBIN HaCIeICTBEHHBIN
aHaMHe3 110 HEWpPOIaTUHM, CUMIITOMBI AUCOYHKIIUU
BereTaTUBHOM HEPBHOM CHUCTEeMBI, KapauaabHas 1aTo-
Jorust, MaHUecTaus 60JIe3HN C TACTPOMHTECTUHAb-
HBIX TIPOSIBJICHU, HEOOBSICHMMAS IIOTEPsI MacChI TeJa,
IBYCTOPOHHUI CHHIPOM KapIlaIbHOIO KaHaja, IoJyey-
Hasl HEIOCTAaTOYHOCTh, IOMYTHEHHE CTEKJIOBUIHOTO
Tesa riasa [8, 20, 26].

CremyeT IMMOM4epKHYTh, YTO TUC(HYHKIINS BETeTaTUBHOM
HEepBHOM CHCTEMBI HE OTpaHMYMBACTCS OPTOCTATUICCKOM
TMIIOTEH3MEH, a BKIIIOYAeT IMMPOKUI CIIEKTP CUMITTOMOB,
KaXKIbIi M3 KOTOPBIX MOXET OBITh MMHCTBEHHBIM MM Be-
IYIIMM IpU3HAKOM, TpeOytoimuM uckiaodeHus TTP amu-
Jonmo3a. OlieHKa BereTaTUBHOTO CTaTyca IalleHTa ¢ HesiC-
HOU ITOIMHENPOITaTrell MOJDKHA BKIIIOUATh MCCIICIOBAHIC
3PaYKOBBIX peaKIyii, (GPYHKIIMY CITFOHHBIX, CJIC3HBIX JKeJIe3,
TTOTOOTICICHNSI W IUIOXYIO IePEHOCHMOCTh ITOBBIIICHUS
TeMIIepaTyphl OKPYKAIOIIIE CPeIbl, TaCTPOMHTECTUHAIBHEIC
HapyIeHUs (TOITHOTA, PBOTa, OBICTPOE HACHIIICHUE TIPU
ITOTPEOICHNY TTUIITN, OO B XKUBOTE, YepeIOBaHIE 3aII0POB
1 IUapen), HapyIIeHs MOYEUCITYCKaHSI B BUIE YIaIlleHUST
U CUHApPOMA OCTaToO4HOi Moun [27—29]. B Toi1 nunm nHoit
CTETICHU BCE TIePeUNCICHHBIC BEeTeTaTUBHBIC HAPYIIICHMUS,
110 ITaHHBIM TIPEACTABICHHBIX BBHIIIMCOK W3 CTAllMOHapa
1 aMOYJTaTOPHOM KapTHI, Ha pa3HBIX 3TaIlax OOJIe3HM IIPH-
CYTCTBOBAJIM Y ONIMCHIBAEMOI OOJIBHOIA.

Y My>k4rH 0c000€ BHIMaHHE CJICAYeT YACIISITh BOIIPO-
caM, CBSI3aHHBIM C HapyIIeHUEeM 3PEKIINHN U ISKYJISIIIAN,
KaK paHHUM BeTeTaTUBHBIM IIPOSIBJICHMSIM.

B pe3ynbrare MHOTOYMCICHHBIX MCCICIOBAHWN Y Ha-
1€} MaleHTKU OOHAPYKEeHbI KOHLIEHTpUYECKas TUTIep-
Tpodus JIeBOrO Xelymouka W HEOOBSICHUMAST ITOTEpSI
MacchI Tenna 10 15 xr (puc. 3).

HecMoTpst Ha moJrydeHHBIE TTOATBEPXKIECHUS TIPEIIO-
naraemoro nuarHo3a TTP amuiionno3a, Mbl COWIN LIEIECO-
00pa3HBIM O0pPATUTHCA 3a TIOJIYYECHHEM eIlle OTHOTO He-
3aBUCHMOTO 3aKJIIOUCHUS OTHOCUTEIBHO OTCYTCTBHS
JIETIO3UTOB aMIJIOMIA B OMOIITaTe MKPOHOKHOTO HEPBA IIPH
TTOATBEPXKACHHOM MOPGOIOTMIECKIM MCCIICIOBAHNEM TT0-
paXkeHWU HEePBHBIX BOJIOKOH. [Ipm MOIMOMHUTEIEHOM HC-
cJemIoBaHMM OMoONTaTa B CTeHKE cocyna (puc. 4) 1 coenm-
HUTEJTbHOM TKAaH! OOHAPYXEHBI OTJIOXKEHMST aMUAJIONIA.

Cpenu TIpWYMH OTCYTCTBHUS OTJIOXCHUNM aMWIOHWIA
B 00CYXITaeMOM cCIIydae, KaK 1 B IPYTUX ONMMCAHMSIX [24],
B IIEPBYIO OUYepenb oopalnacT Ha ce0sT BHUMaHUE COOJTI0-
JIeHe METOONIECKUX TPeOOBaHMIA IIPY BEITTOJTHEHH MOP-
(domormueckoro mnccaemoBanms. KpoMe Toro, Kak ckazaHo
BBIIIIC, YYBCTBUTEILHOCTh JAHHOTO METOA IS pa3jInd-
HBIX TKaHel HeognHakoBa [21—23]. Takum obpa3om, oT-
CYTCTBHE aMITOMIA TIPY TUCTOJIOTUIECKOM MCCIICIOBAHII
BBIOpAaHHOI TKaHU HE SBJISIETCS PEIKOCTBIO M HE MOXKET
OBITh OCHOBaHMEM JJ1s1 oTpuliaHus auarHo3a TTP amuio-
MI03a, 0COOCHHO B COMHUTEIBbHBIX CUTYAITHSIX.
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lporpeccupyioLLias XpoHuYecKkas ceHCOMOTOpHasA
nonuHeiiponarus / Progressive chronic motor sensory
polyneurapathy

i _M/ wn / and/or
e . _L=I_ -

BeretatvsHas Heitponatua / Autonomic neuropathy
Oproctatinyeckas runoten3na (o6mopok) / Orthostatic
hypotension (syncope)

IpeKTUNbHaA auchyHKkuma / Erectile dysfunction
3anopbl/anapesn / Constipation/diarrhea
Tunoruapos/Hypohydrosis
Hapywenua moyencnyckanua / Abnormal urination

KapnanbHblii TYHHenbHbIi CMHAPOM (04HO-/ABYCTOPOHHMA) /
Carpal tunnel syndrome (one-/two-sided)

Pe3uctentHaa XBAN / Resistant CIDP
HMCH / HMSN
HacnencTBeHHble CeHCOPHO-BErETaTUBHbIE NOAMHEponaTU
[ Hereditary sensory and autonomic polyneuropathies
0TcyTCTBUE MOHOKTIOHANbHOI ramMmanatn / Absence of
monoclonal gammopathy

CemeiiHblii aHamHes / Family medical history

HeobbAcHMOE CHIXKeHUe Macchl Tena /
Unintentional weight loss

[uneptpodua muokapaa, kapauomuonatusa /
Myocardial hypertrophy, cardiomyopathy
Hapywenua putma u npoogumoctin / Rhythm and
conduction disorders

TlopaeHue noueK, NeyeHu u Apyrux opraHos /
Kidney, liver and other organ damage

Nopaxeus rmas / £ye disorders
TlomyTHeHWe CTEKNOBYUAHOTO Tena, CHIXKeHe
ocTpoTbl 3penua / Vitreous haze, decreased vision

acuity

Puc. 3. Cumnmomot, npucymcmesyrowue y nayuenmxu 4., Hacmopaxcugarouue 8 0mnouleHuyu mparcmupemurogol Hetiponamuu. XBJAII — xponuueckas
gocnaaumenvhas demuesurusupyrouwas noauretiponamus; HMCH — nacaedcmeennas MOmMopHO-CEHCOPHAS Helponamus

Fig. 3. Symptoms present in the female patient Ch. allowing to suspect transthyretin neuropathy. CIDP — chronic inflammatory demyelinating polyneuropathy;

HMSN — hereditary motor sensory neuropathy

Puc. 4. Omaoxcenue amunouda é cmenke cocyoa, okpauueaemozo Koweo
kpacHom (< 200)

Fig. 4. Accumulation of amyloid in the vessel wall stained with Congo red
(%x200)

B nocnenHee Bpemst 1151 BBISIBIIEHUSI U3MEHEHUIA TIepu-
eprIecKIX HEpBOB Y MALIMEHTOB, cTpanatonmx T TP Helipo-
TaTuei, a Takke y 6eCCUMITOMHBIX HOCUTENEH TIPeIOKeH
BBICOKOYYBCTBUTEJIBHBIN METOI, KOJTMYECTBEHHON MAarHUTHO-
pe3oHaHcHoIT Hetiporpaduu [30]. O6cyknaeTcst ICMoNb30Ba-
HME pPe3yJIETaTOB MarHWTHO-PE30HAHCHON Heiporpadun
B KauecTBe OMoMapKepa I paHHETO OOHAPYKEHUST TIOBPE-
xneHust iepudepudeckux HepBoB rpu T TP amunonmoze.

3akniouexue

TTP ammIonno3 sIBIsIeTCST IMarHOCTUIECKOM IpooiTe-
Mo Bo BceM mupe. Ha nepBblif 1aH cpeny MpUYrH 3a-
IepXKU TMOCTAHOBKM TMPABUJIBHOTO JUATHO3a BBIXOMAST
Manass MHGOPMUPOBAHHOCTh O JAaHHOM 3a00JIEBAaHUM
Y OTCYTCTBUE HACTOPOXEHHOCTH Bpaya.

Hanuuue naxke MUHUMAJIBHBIX U3MEHEHUIT B 2 1 6oJiee
CUCTEMAx y MalMeHTa ¢ HEOOBSICHUMOM MOJMHEeNpona-
THUEU TpebyeT HACTOPOXKEHHOCTU B OTHoweHuu TTP
amunonao3a u rposeneHus JIHK-ucciaenoBanus, HecMo-
TPSI HA OTPULIATENIBHBIN PE3yIbTaT OMOTICUN TKAHET.
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