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AHHOTaumA

TpaHCTUpeTHOBaA cemeliHana amunonaHanA nonuHenponatua (TTP-CAIT) — nporpeccupytollee NHBaNMAn3upytoLLee netanbHoe HelipoadereHepaTuBHoe 3a-
6oneBaHue, ABNAOLLIEECA Hanbonee pacnpoCTPaHeHHbIM TUMOM HaCNeACTBEHHOr0 aMnIona03a ¢ ayTOCOMHO-A0MWHAHTHLIM TUMOM HacneaoBaHuA. MpuinHoi
TTP-CATI ABnAeTcA MyTaumaA B reHe TpaHcTupeTuHa TTR. B HacTosALlee Bpema BbiABeHbl 60nee 120 MyTauuii 4aHHOrO reHa, Hamboriee YacTon AsnAeTcA
Val30Met. BeigenatoT paHHuin (0o 50 neT) n no3pHuii (ctapue 50 net) aeboTbl 3a6onesannA. MNo3gHuin aebioT 6onee pacnpocTpaHeH B HESHAEMUYHBIX pawi-
OHax, Takme NauneHTbl HacTo He UMEeOT HacneacTBeHHoro aHamHesa TTP-CAT. MpeactasneH cnyyai TTP-CAT ¢ no3gHuM, B 75 neT, 0e6l0TOM ¢ XxapakTep-
HbIMW 0COH6EHHOCTAMM 3TON hopMbl 3aboneBaHuA.
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Abstract

Transthyretin familial amyloid polyneuropathy (TTR-FAP) is a progressive, disabling, fatal neurodegenerative disease, which is the most common type of hereditary
amyloidosis with an autosomal dominant type of inheritance. The cause of TTR-FAP is a mutation in the transthyretin’s gene TTR. Currently, more than 120 mu-
tations of this gene has been identified, the most common is Val30Met. There are early (up to 50 years) and and late (over 50 years) debuts of the disease. Late
debut is more common in non-endemic areas, such patients often do not have a family history TTR-FAP. The case of TTR-FAP with a late, at 75 years old, debut

with the characteristic features of this form of the disease is presented.
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PaHCTVPETHOBBIII aMIION/03 — CUCTEMHOE 3a00/IeBaHue,

IIpOSBJIIONIeeCs] BHEK/IETOYHBIM OT/IOXKEHMEM aMIIONTA,
IIPEeIIeCTBEHHNKOM KOTOPOTO sIBJIsIeTCs TPaHCTUpeTnH [1-3].
JlaHHBI 6€/I0K IPMHUMAET yYacTye B TPAHCIIOPTE TUPOKCUHA
U PEeTMHONMA, CUHTe3UpPYyeTcA INPEeNMYIIeCTBEHHO B IeYeH!U
(95%), a TaKKe COCYAVICTBIMY CIIeTEHVAMI JKeMTy0YKOB MO3Ta
M IUTMEHTHBIM SIIUTE/NNEM ceTyaTky rmasa (5%). HacnencrBen-
HBIII TPAaHCTMPETUHOBDIN AMIIOU03 00YC/IOB/IEH My TALIVAMU
B reHe TTR m mposABnseTcsa B Tpex KIMHUYECKUX (PopMax:
TPAHCTUPETVHOBASA CeMellHasA aMIIONM/{HAs IIO/IMHEPONaTs
(TTP-CAII), TpaHCTHpETHHOBAs CeMeliHas aMIIONHAs Kap-
OVIOTIATUA U TPAHCTUPETVHOBDIV CEMENHBIN JIENITOMEHIHI €a/Ib-
HBIIT ammmonsios [1, 4]. B pesynbrare MyTanuy BOSHUKAIOT KOH-
dbopManMOHHBIE N3MEHEHNUsT TPAHCTUPETHHA, IIPUBOJSIINE K
pacmagy TeTpamMepa Ha MOHOMEPBI, 13 KOTOPBIX 11 (OPMUPYETCst
ammtony [1, 3].

TTP-CAII - nporpeccupyrolliee MHBaIMAV3MPYIOLIee e Tasb-
HOe HellpofiereHepaTUBHOE 3a00/IeBaHe, SBJIsAIOIeecs: Hanbo-
Jiee pacIpOCTpaHEHHBIM TUIIOM HAC/IeICTBEHHOTO aMIIONT03a
C ayTOCOMHO-/JOMMHaHTHBIM TUIIOM Hac/IefjoBanus [5, 6]. ITaro-
MOpPQOIOrn4ecKoil OCHOBOI JAaHHOTO 3a00/eBaHNA ABIACTCA
OT/IOXKEHVIe aMIIONA B STIVHEBPUM, IIEPUHEBPUIL, SHIOHEBPU
U KPOBEHOCHBIX COCY/IaX, YTO IIPUBOAUT K aKCOHAIbHOI Jere-
Hepalyy COMaTUYeCKNX U BereTaTUBHBIX HepBoB [1]. ITpu or-
cyrcrBun nedenus TTP-CAIT mpuBoanT K 1eTaIbHOMY MCXORY
yepes 7-12 jiet ot frebrota [7].

3a60/1eBaHNIO CBOIICTBEHHA IIVPOKAsi FeHETIYECKast U K/IMHU-
YecKasi TeTepOreHHOCTb. B 0CHOBe KIIMHUKI — IIPOrPeccupyro-
mjasg CEeHCOMOTOPHAsA 1 aBTOHOMHasA HonuHelpomatus [1, 8].
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BHauajie OpakaroTcsi TOHKME CTabOMIENTMHI3UPOBAHHbIE HEPB-
Hble BOJIOKHA, ITPOBOJsIINe OOIEBYI0 M TeMIIEPATYPHYIO YyB-
CTBUTEBHOCTb, YTO IPUBOAUT K OILIYILEHNIO OHEMEHSI I Hell-
pomaTn4eckoMy 60/1eBOMY CHHAPOMY, IO3Ke CTPAJAIOT TaKXKe
TOJICTbIE MVE/TVHI3VPOBAHHbIE HEPBHbIE BOTIOKHA, YTO HPMBOJUT
K Tape3aM, HapyLIeHUsAM ITTyOOKOI 4yBCTBUTEIBHOCTH, CEHCH-
TUBHOU aTakcuu [1, 8]. OZHOBPEMEHHO MOPAXKAIOTCS BOTIOKHA
ABTOHOMHOJ1 HEPBHOI CUCTEMBI, pa3BUBaeTCs neprdeprdeckas
BereTaTVBHAas1 HeJOCTaTOYHOCTD [1, 8-10]. ITonmmuertponaTns
HOCHUT HEYK/IOHHO [TPOTPeCCUPYIOLIIIL MHBATUANSMPYIOLINIL Xa-
pakrep. Boigerstior 4 cragmu (0-3) TTP-CALII B 3aBucHMOCTI OT
(YHKIMOHA/IBHBIX BO3MOXHOCTelt 6ompHOTO [1, 7, 11, 12]. TIpn
TTP-CAII orMevaeTcsa My/IbTUCUCTEMHBIIT XapakKTep 3aboeBa-
HIISI C HOPaKeHVeM ceppa (peCTpUKTUBHAS Kap/VIOMIOTIATYIS,
HapyLIeHNUs PUTMa), HOo4YeK (IIPOTeMHY U, IIOYedHasl HeJl0CTa-
TOYHOCTD), I/Ta3 (BTOpMYHAs [TAyKOMa, IOMY THEHNUE CTEK/IOBU-
HOTO TeJIa), LIeHTPaIbHOI HEPBHOM CHCTeMBI (3MMICHTHYeCKIe
HPUIIAJKI, VIIeMUYecKe WV TeMOpparndecKie MHCY/IbTbI, KOT-
HITVBHbIE HAPYIIECHNA).

Omucansl 6omee 120 myraumit B rene TTR. Hanbonee n3-
y4eHbI KIMHNYeCKas KapTIHa U Te4eHue 3a60/IeBaHNA IIPU MY-
tanuu Val30Met, 60/mee pacipoCTpaHeHHOI B SHAEMUYHBIX
paitonax (ITopryramus, lserys, Snonns) [8, 11, 13]. Ilonu-
Hertponatus npu TTP-CAII - ceHcoMOTOpHas aKCOHa/IbHa,
06BIYHO HAUMHAIOIAACA C HIDKHIX KOHEUHOCTeIt, TeOITHpyIo-
1mast o 50 J1eT, COIpOBOX/AIIAsICS HepudepryecKoii BereTa-
TUBHOI HELOCTATOYHOCTbI0. OSHAKO IPU APYTUX MYTALVIX
rera TTR (ue Val30Met) monmHeriponaTust MOXeT [e6I0TUPO-
Bath B 6ostee mo3HeM Bo3pacte (crapiue 50 /1eT), HAYMHATBCS
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C PYK, IPOSIB/IATLCS JBYCTOPOHHVM CHHAPOMOM KapIajbHOTO
KaHaJla VIV TONbKO MOpaXKeHVeM aBTOHOMHBIX BOJIOKOH [14].
Brrpensror panuuit (go 50 net) u nosgumit (crapure 50 ner) fie-
6r0Tbl 3a60nmeBaHusA. ONNUCaHBI eVHNYHbIE CTydan febroTa
TTP-CAII B metckoMm Bospacte (B 17 net) [15]. [To3guuii febrot
TTP-CAII BcTpevaerca npu mo6bix MyTanuax B rede TTR, B
ToM uncie Val30Met 1 B 9HIeMUYHBIX pallOHaX, HO OOBIYHO He
COIPOBOXKJACTCS Ha/IM4MeM Hac/IeICTBEHHOTO aHaMHe3a Y Ia-
L[MeHTa U 3ab0/IeBaHue IpU HeM MMeeT CBOeoOpasHoe IpoTe-
Kauue [16-18].

Jledenne TTP-CAII 6ornee addexrusro Ha craguu 1 3abo-
JIeBaHUA, KOTIa MOXKHO 3aMefl/INTDb IPOTrpeccHpOBaHIe TIOIN-
HeJpOoIIaTUM M YBEINYNUTh BBDKIMBAEMOCTb 60/mbHOrO [4, 7].
B 1990-x rofjax eAMHCTBEHHBIM METO/IOM JIeY€HN TPaHCTUPe-
TUHOBOTO aMIJION/{03a OBUIa OPTOTOIMYECKAasT TPAHCIIIAHTA-
LA IIeYeHN, CIIoCoOCTByomas 20-71eTHell BbDKMBAEMOCTH Y
55,3% nauneHToB [7, 19]. B HacTosI1IIee BpeMsi TOsIBUIACH BO3-
MO>KHOCTb ¥ KOHCEPBATUBHOTO MATOT€HETNYECKOTO JIeYeHN.
Hanbonee npuMeHsieMbIM B MUpe SIBII€TCs Ipenapar Tada-
MUJVIC, CIIOCOOCTBYIOLINIT CTAOMIN3ALN MOIEKY/IBI TPAHCTI-
peTMHA U MPeNATCTBYIOLINII paciajy ee Ha aMIIOUIOTeHHbIe
moHoMeps! [20]. IIpemapar 3apeructpuposas B Poccun mna
negerus TTP-CAIL. AHajOrM4YHbBIM [elicTBUEM obIamaer He-
CTePOMIHBIIT MPOTUBOBOCIATNTE/IbHbIN NpenapaT AudrIyHu-
3aJI, OJJHAKO €T0 JMCII0/Ib30BaHNe OTPAHNYEHO Cepbe3HBIMMU T10-
6ounbIMU 9 PeKTaMu cO CTOPOHBI XKEMY[OIHO-KUIIEYHOTO
tpakra [21]. B 2018 r. mOsIBMIOCH /iBa HOBBIX IIpenapaTa ijst
nedenus TTP-CAIL, maTucupaH u MHOTEPCEH, 0f00PEHHBIX
European Medicines Agency u US Food and Drug Administra-
tion mocrne III ¢aser mcnpirannmit [22]. Oba mpemnapara sB-
JIAIOTCA TEHETUYEeCKON Tepamueil, IONAB/AKLEN CUHTES
TPAaHCTUPETHHA B IIe4eH) (M MyTaHTHOTO, U JUKOTO THUIIA), Ia-
tucupat - myreM PHK-unTepdepenium, nHoTepceH — myteM
nerpagauyy matpuyuHoit PHK.

IIpencrapnseM cobcTBeHHOE HabmofieHne cnyyas TTP-CAII
C O3HUM fie6I0TOM 3a60/1eBaHNA.

Iayuenm []. 78 nem o6patuiics ¢ xanobamm Ha crabocTb B
KOHEYHOCTSIX, B OOJIbIIIelT CTEIIeH ) B HOTAX, B MEHBIIIEIT CTeIIeHN!
B PYKax; Ha HEBO3MOXXHOCTb CTOATH, XOWUTb; HA OHEMEHMe I
HOXY/ieHe MBIIIL] KOHEYHOCTel; Ha 60U B CTOIAX Y TOJIEHSAX,
IPAKTUYECKN eXKe[JHEBHbIE, HECKOIbKO YMEHbIIAIOLINECs I10C/Ie
IBVDKEHMIT, MHTEHCUBHOCTBIO 710 5 6a/IIOB II0 BU3Ya/IbHOI aHa-
JIOTOBOJI ILIKAJIE.

Amnamne3s. Cantaet cebs 60mpHbIM € 2015 1., ¢ Bo3pacTa 75 et
(maBHOCTB 607IE3HY OKOTIO 3,5 TOfIa), KOIZIa IOABM/IICH 6O/ IO
TUITY «IIOKA/IbIBAHIISI V1 >K)KEHIsI» B JIEBOJT HOTE, KOTOPBIE 3aTeM
HepelyIN Ha IIPaBYIo, MOSBUINCDH OECIIOKOICTBO B HOTAX P 3a-
ChIITaHNUM, OHeMeHue HOT. OGpaTIIICs K HeBPOJIOTY aMOY/IaTOpHO,
C AMArHO30M «XPOHIYECKas BepTeOpOreHHast JOPCaITs, Pajii-
KymoraTusi L5» morydan nedeHne (BUTaMuHbI rpynist B, rege6-
Hasg QusKyabrypa) 6e3 sBHOro addexra. Ilprcoenunnace u
CTaJjla HapacTaTh CTab0CTb B HOTAX, CTaJl MCIOMb30BATh JTOION-
HITEIbHYIO OHOPY (IIpMMePHO depes IONTrofa OT AebroTa 3a00-
JIeBaHMsI), CHa4Ya]a OfHY TPOCTb, a IIOTOM U JBEe TPOCTIH.
B 2017 r. rocnuTanu3npoBaH B OTAE/I€HVe HEBPOJIOTUI, Ifie IPO-
BeJleHBI MOIpo6HOE 0bIIecoMaTIyecKoe 0bcIejoBaHe, Mar-
HUTHO-pe3oHaHCcHast tomorpadust (MPT) Bcero Ho3sBOHOYHNMKE,
ObII NIPOKOHCYIBTUPOBAH HENPOXMPYProM, UCKIIOYMBIINM
HePOXUPYPrUYecKyIo MaTOIOTNIO I HeOOXOAUMOCTD B OIepa-
TUBHOM JIedeHNN. Bbla poBefieHa a/IeKTpoHelpoMmorpadus
(9HMT'), BBIABMBIIAA CMENIAHHYIO HeJfPOTIATII0 CEHCOPHBIX UK-
POHOXXHBIX 1 MOTOPHBIX Ma/I0O€PLIOBBIX HEPBOB. B pesynbraTe
OBL/I BBICTABJICH IUATHO3 «IUCTA/IbHAA OIMHENPOIIaTHA C HIDK-
HUM IIapalape3oM», BbICKa3aHO IPeNOIOKeHNe O XPOHMYe-
CKOJI IeMUENTVTHUSVPYIOLIEV BOCIIa/IMTETbHON MOIMHENPOTIATII
(XBIII). CrabocTb B HOrax U OHEMeHNe IPOJO/DKAIU Hapac-
TaTh, IPUCOENMHIIACD CTAOOCTD B pyKax. AMOy/IaTopHO 06CIe-
TOBAJICA [l YCTAaHOB/IEHM TeHe3a MONMMHEePOoNaTuy — ayTo-
MIMMYHHOT0, IIapaHeOIUIACTITIECKOT0, ITAPAIIPOTeNHEMITIECKOTO,
MeTabO/MMYecKoro. Ymaa C BBICOTBI COOCTBEHHOIO pOCTa
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02.03.2019, B pe3ynbrare — KOMIIPECCHOHHBIN CTAOV/IbHBII He-
OCJIOKHEHHBIIT IepesioM Tena L2 mo3BoHKa (IIOfTBePyKIeHHBII
JaHHBIMU KOMIIbIOTepHOIT ToMorpaduu). IToce TpaBMbI co6/I0-
A/l IOCTE/NbHBIN PEXXMM, ITOC/IE YETO CTOATDH U XOIUTh yKe He
CMOT, CTaJI IepefiBUraThbCs Ha Kojsicke. B mapTe 2019 . BHOBD
TOCINTA/IM3MPOBAH B OT/e/IeHIe HEBPOJIOI U, Ijje ObIIO IpoBe-
JIeHO paclIMpeHHoe 0OciejoBaHNe I BbIABICHNA IeHesa Mo-
JIMHEPOIIATIN, BBICTAB/IEH [JIaTHO3 «CEHCOMOTOPHAsI IIO/IMHEN -
pomnarus». [Tonyyan nedenne rabamneHTHHOM, OKTONUIIEHOM,
Munpponarom, Koprexcrntom 6es ssBHOTo addexra.

B anaMHe3e KM3HM: KaKue-160 XpOHMIeCKUe cCoMaTdecKue
3aboneBanus orpuraer. Crpagaer katapakroii (OD onepupo-
BaH), I/IayKOMOI1 (IIomy4aeT jiedeHue). Paboras BpauoM-smmze-
M1Onorom o mapta 2019 r., Korga mocie TpaBMbl He CMOT CaMo-
CTOATE/IbHO XOAUTh. B HacTosIlee BpeMs npucBoeHa I rpymnma
VHBAIMJHOCTIL.

HacnencTBeHHblll aHaMHe3, CO C/IOB, He oTAroleH. Cryyan
HEepPBHO-MBbIIIIEYHBIX U HellpOfieTeHepaTUBHBIX 3a00/IeBaHMIL,
IIporpeccupyloleil mMoaMHeiponaTuy, 3aboneBanms ceppua
cperyt O/MIDKAIIINX POACTBEHHNKOB He 0T™Medanuch. Orerl mpo-
nas 6e3 BecTu BO BpeMs Bemnkoit OTeuecTBEHHOI BOJHBI.

ITpu ocMoTpe: cocTosAHMe yHOBIeTBOpUTenbHOe. HopMoTep-
mus. HopMocTeHUK, yoB/IeTBOPUTETbHOTOo uTanuA. KoskHble
IIOKPOBBI CyXIie, YUCThIe, 00BI9HOI OKpacki. OTeKoB Her. B yrer-
KIX — Be3UKY/IIPHOE JbIXaHMe, XPUIIOB HeT, YaCTOTa AbIXaHUA
17 B MuHyTY. ToHBI cepplia AICHBIE, TATOIOTMYECKIUX IIYMOB HET,
PpUTM NpaBUIBHBIN. YacToTa cepAeYHbIX COKpaIleHNit 78 B MI-
HyTy. ApTepuanbHoe faienue 130/80 MM pT. cT. Ha obenx
pyxax. JKusot msArkuii, 6es6onesnennsiit. Cryn pepgkuii (3a-
opsi), oopMIeHHbIT. ModenciyckaHme cBo6oHoe, 6e360-
JIe3HEHHOE.

B HEBpOJIOIMYeCKOM CTaTyce: MEHUHI€a/IbHBIX, 001eMO3ro-
BbIX pacCTpoiiCTB HeT. KorHMTUBHO cOXpaHeH. 3pauyKy paBHBbI,
¢doTopeaKIuy COXpaHHBI. [[BIDKeHNA I71a3 He orpaHiyeHbl. Hu-
cTarma HeT. YyBCTBUTE/IbHOCTD Ha JIMIle He HapyleHa. JInio
cuMMeTpu4Ho. I7oTanne, GpoHalysA He HapyLIeHbl. SI3bIK 1O
cpefHell NMHUU. BAblil TeTpamapes: B pyKax IpeuMYylle-
CTBEHHO AMCTAJIbHBII — 1O 2-3 6a/IOB B KVICTU IIPABOI PyKu,
3-4 6a/710B B KUCTH JIEBOJL PYKM, 3—4 6A//IOB B IpefIIedbe
cripaBa, 4-5 6a/7I0B B IIpefIUIeYbe CIeBa; B HOTaX C IIOPaXKEHMEM
OMUCTANBHBIX UM IPOKCUMAIbHBIX MBIIII] — IUIETA B CTOMNAX,
2 6aa MpOKCHMaNbHO. MBIIIEYHBIN TOHYC CHYDKEH, CUMMeT-
prdeH. CyXoKubHble pedIeKCchl: ¢ TPULEIICOB 11 KapIIopajinu-
aJIbHbIe — OTCYTCTBYIOT, C OMIIENICOB — CHIDKEHBI C JIBYX CTOPOH,
KOJIEHHbIE ¥ aXVMJUIOBBI OTCYTCTBYIOT. ITaTONOTrMYecKuX 3HaKOB
HeT. [unecTe3nsa NOBEPXHOCTHON YYBCTBUTENILHOCTH IO TIOIN-
HEBPUTNYECKOMY TUITY: HA PyKaX — C yPOBHA JIOKTEBbIX CYyCTaBOB,
Ha HOTaxX — C YPOBH:A HIDKHelT TpeTu 6eipa, ¢ ypOBH: BepXHeii
TpeTI rojieHel — aHecTes3usA. HapyIeHne cycTaBHO-MbILIEYHOTO
YyBCTBa B MajIbl[aX CTOM (OTCYTCTBYeET), B TOJIEHOCTOIHBIX CY-
CTaBax 1 IaJbliax KycTeit (CHIDKeHo). KoopauHaropHbie mpo6s!
PYKaMu BBIIOTHAET C [UCMeTpUell I MUMOIIONaJaHNeM, HOTaMu
He BBITOJIHACT 3-3a ITapesa. [MIoTpoda MBIIIL KOHEYHOCTET],
0COOEHHO ANCTANTbHBIX OT/ENOB, BBIPAYKEHHAs — KUCTE U CTOIL.
CHOHTAHHBIX ¥ BBI3BAaHHBIX (DacHUKy/IsIuuil HeT. Ta3oBble
¢dyHKUMYU KOHTpONMpyeT. CTOATH, XOGUTD He MOYXKET, CAMOCTOS-
TE/IbHO CUJJUT, Ce6sl 9/IeMEHTApPHO OOCTY)KMBAET C IIOMOIIBIO
6oree coxpaHHO 1eBoit pykit. [TepesBuraeTcst Ha KOJSICKe C HO-
CTOPOHHEN IIOMOIIBIO.

TanHvle dononuumenvHulx meno0os uccnedosanus. Obrie
aHa/IM3bl KPOBY M MOYM: 6€3 IaTO/IOrNy, MUKPOaMOyMIHY pU
HeT. BruoxuMudeckuit aHamms KpoBu: 6e3 [TaToNOrUN, UCKTIYast
HE3HAYUTE/TIbHYIO IUIEPIIMKEMIIO — 6,3 MMO/Ib/ /1. AHA/IN3 KPOBU
Ha cofiepKaHye BUTaMUHOB: BuTamuH D — 8,0 ur/mi (Hopma 30—
100 ur/mm), ButammH By, — 425 nir/mn (Hopma 150-950 mir/min).
AHanm3 KpoBY Ha OOIWIT ¥ MIOHV3MPOBAHHBII Ka/IbIINIL: MOHM-
3upoBaHHBII — 1,39 Mmonb/n (Hopma 1,16-1,32 MMonb/n),
o6t — 2,25 Mmonb/n (Hopma 2,0-2,70 mmorb/ ). [Tapatrop-
MOH — 35,50 rir/mit (HopMa 9,5-62 1ir/mit). [opMOHBI M TOBUIHON
JKere3bl (TMPOKCUH, TMPEOTPOIIHBIII TOPMOH, aHTUTENA K THpe-
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ornobynuHy) — HopMa. JIeKTpodopes OEIKOB CBIBOPOTKI: Oe3
IIaTOJIOIMYeCKNX rpaiueHToB. OHKOMAapKephl: B IIpefienax pede-
peHca. AHTHTeTa K TaHITIMO3KAAM B CBIBOPOTKe: He 0OHAPY)KEHBL.
AHTHTeIA K MUEINH-aCCOIMIPOBAHHOMY IJIMKONPOTENHY —
2,5 ur/m (Hopma — 0-3,0 Hr/mi1).

AnexTpokapauorpadus: cunycosbiii putM. OTkoHeHIe IOC
B/IeBO. ATPMOBeHTpPUKY/LsipHas 6nokaza 1-it crenenn (PQ -
0,27 mc). [TonHas 6/10Kaza 1€BOI HOXKKM ITy4YKa [1ca, CHIDKEH
BOnbTaX. [Ipy MOBTOPHBIX 06C/IETOBAHMAXK — 6€3 UHAMUKIAL.

MPT 1ertHoro oTjena no3poHoYHMKa: MP-kapTnHa jucko-
CTeo(UTHBIX KOMIIIEKCOB Ha ypoBHsAX C5-6, C6-7 (B TOM uncrie
JIEBOCTOPOHHSISL CyOapTUKY/SIPHO-(POpAaMMHANIbHAS TPbDKA
nucka C5-6 11 1eBOCTOpOHH:AA GopamMmHaibHas rpbbka C6-7);
IIPOTPY3UM MEXKIIO3BOHKOBBIX JiuckoB C3-4, C4-5; ereHepa-
TYBHBIE VIBMEHEHNS IIETHOTO OT/e/Ia TIO3BOHOYHMKA, CIIOH V-
JI0apTPO3; Cy’KeHMe KOPEeIIKOBbIX KaHanoB C5-6, C6-7; cyxe-
HIe T03BOHOYHOro KaHana C4-5, C5-6, C6-7.

MPT rpypHOro otjienia Ho3BOHOYHMKA: MP-KapT1Ha flereHe-
PaTMBHBIX I3MEHEHNII TIO3BOHOYHIKA, CIIOHTIIOAPTPO3; IIPO-
TPY3UM MEXIIO3BOHKOBBIX AMCKOB Ha yposHe Th7-8, Th8-9,
Th9-10 MuHMMaNTBHBIX pasMepoB; y3enku llImops.

MPT nosAcCHMYHO-KPECTIIOBOTO OT/iela IO3BOHOYHMKa: MP-
KapTyHa eTeHepaTUBHBIX ISMEHEHWIT, CIOH/IVIOAPTPO3; JIEBO-
CTOpOHH:AA (POopaMUHANIbHO-9KCTpadopaMmuHaIbHAs TIpbDKa
IMCKa Ha ypoBHe L4-5, Helb3s ICK/IIOUNTD BO3/IeNICTBYE Ha KO-
pemok L4 cneBa; mMpoTpysuy MeXIIO3BOHKOBBIX IJMCKOB Ha
ypoBasx L1-2, L2-3, L3-4, L5-S1 ¢ TpemmHamu ¢puOposHOro
KOJIbILIa.

MynprucnupanbHas KOMIBIOTePHAs TOMOTpaduist MOsSCHIY-
HOTO OT/le/Ia T03BOHOYHMKa OT 02.03.2019: KoMITpeccMoHHO-0C-
KOJIBYATBIII ITepeioM Tejta L2-TI03BOHKA CO CHMYKEHVIEM BBICOTBI
B CpeJHUX OT/eNax fio 1/4.

930¢aroracTpoAyoeHOCKONNA: XPOHNYECKIIT aTpodude-
CKUII TaCTPUT; AaHALUTHOCTD.

Ynbrpassykooe nccieposaune (Y3U1) 6proiuHoit momocTu:
npusHaku AU y3HbIX USMEHEHUIT TeYeHN, TOIXKeTyTOIHOI
JKertesbl, JUCHOPMUM XKETYHOTO My3bIps. Y3V mpeacTaTe/ibHOI
Ke/le3bl: MPU3HAKNU IUIepIuiasuy u AudQysHbIX U3MeHeHMI
IIpefcTaTeNnbHOI Xene3bl. Y3V MoueBOro myspips: Y 3-1aTosno-
IMJ MOYEBOTO ITy3bIps He BBIABJICHO; IPU3HAKIU YBETIYeHN
KO/IMYeCTBa OCTaTOYHOI Moun. Y3V aprepuit 1 BeH HYDKHUX
KOHEYHOCTE1: aTepPOCKIepO3 apTepuil HYIDKHUX KOHEUHOCTel
6e3 reMOIMHAMUYECKY 3HAYMMOTO CTEHO3MPYIOLIETO IIOpaxe-
HISL: YMEPEHHOe OIIaTepanbHOe paclIipeHne PeTUKY/LIPHBIX
BEH; IIPOXOAMMOCTD IITYOOKMX ¥ IIOJIKOXKHBIX BEH He HapylleHa.

Oxokappyorpadus: NproOpPeTeHHBINl KIANaHHBII IIOPOK
cepalia — HeOObIIast, yMEpeHHas: HeOCTAaTOYHOCTb aTPIO-
BEHTPUKY/IAPHBIX K/IAIIAHOB, MIHIMAa/IbHasA HETOCTAaTOYHOCTD
aopTa/lIbHOTrO KiIamaHa. KaMepsl ceppilla He pacUIMpeHBl, 10-
nocThb neBoro xenypouka (JIXK) cmabo ymenbluena B pasmepe.
3HauMTeNbHASI ACKMMETPUYHAS TUIePTPOdIS MIOKAPHA MEX-
JKEITY/IOYKOBOII IIePeropOAKI € IIePeX0ofoM C1abort rnmepTpo-
¢um MMOKappa Ha BepXyIleYHble CETMEHTDI epefHell 1 60Ko-
BOJI CTeHOK (MOXeT OBITb IIPOsIB/IEHIIEM TUIIEPTPOPUIECKO
KapyoMmomaTuim) 6e3 pusHakoB 0OCTPYKIMY BEIXOJHOTO OT-
merma JDK. Obwas cokparumocts JDK B Hopme. ImobanbHast
puacromndeckas pucdynknms JDK 1-ro tuma (¢ 3ameqieHneM
ero paccimabnenus). Aopra cabo paciiupeHa B BOCXOASIEM
otpene. CTEHKM aOPThI HEPE3KO YIITIOTHEHDI, yTO/ILEHDI, C/ION-
CTBI, C IPM3HAKAMU CTA60T0 KaIbLIMHO32a. BO3MOXXHasI HAaYa/Ib-
Has JIeTOYHas TUIIepTeH3NA B IIOKOe.

OHMI ot 20.12.2018: BbLAB/IEHBI IPU3HAKY IeHEPAIN30BaH-
HOTO, 60J1e€ BBIPAKEHHOTO B HIDKHUX KOHEYHOCTSIX, CEHCOMO-
TOPHOT'O HEBPATbHOTO MOPa’KeHMsI AKCOHA/IbHO-IeMMe/THI3Y-
pymouero xapakrepa. CeHCOpHbIe OTBETbI Ha PyKaxX 1 HOTaX He
PerucTpUpyTCA. M-0TBeTbI OTCYTCTBYIOT Ha HOTax (IIpU CTH-
My/ISLM 3aHero 60/1bIe6epIioBOro 1 Mao6epLioBOro HEpBOB),
MIHIMA/IBHOJ aMIUIUTY/BI TPV CTUMY/IALUN OeAPEHHbIX Hep-
BoB (0,4 1 0,3 MB cripaBa u ceBa COOTBETCTBEHHO NPK HOPMeE
6oree 4 MB), CHV)KEHBI 1TO aMIUINTY/E Ha pyKax (mo 1,1 MB mpu
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CTUMY/IALNU CPEIMHHOTO HepBa Ipu HopMe boree 3,5 MB, 1o
1,2 MB mpu cTHMY/SIIMY JIOKTEBOTO HepBa IIpK HOpMe 6ojiee
6 MB). CkopocTu poBeieHIs BO3OYXK/IeHNs Ha PYKaX CHIDKEHBI
(mo 37,9-39,6 m/c ipu HOpMe 6oree 50 m/c). Ilpn uronpyaroi
OMI B MblLIIaX FOIeHN U Oefipa BbIAB/ICHBI IIPU3HAKI TEKYIIelt
TleHepBalluy B BUJie YMEPEHHO BbIPA)KEHHOI CTIOHTAHHOI aKTUB-
HocTy (GUOPMIIALNY U TIOTIOXKIUTE/IbHbIE OCTpPBIE BOIHBI), 10~
TeHLIMa/Ibl IBUTATeIbHBIX €IMHNI] B MbIIIIle TOJIeHN IPaKTuyde-
CKJ He PerrCTpupyrTCs (II0MHasA JeKOMIIEHC ALV MHHEPBALUIL),
B MbIIIIIe 6efjpa — yBeTMYEeHHOI IIUTeNbHOCT — +35% 1 aMIIIN-
TYABI — 1o 6145 MKB (penHHepBary).

Tenernyeckoe o6cmenoBanue (10.04.2019): MeTOROM HPSIMOTO
cekBeHVpoBaHusA 1o CeHrepy IpoBefieHO MICCIeIOBaHMe BCell KO-
IMpYIOLLel TOCTIeN0BaTeIbHOCT ¥ 06/TacTell 9K30H-MHTPOHHBIX
coepHennii reHa TTR, oTBeTCTBEHHOTO 3a pa3BUTHE HACTIEN-
CTBEHHOTO TPaHCTMPETMHOBOIO aMIWION/103a. B pe3ynbrare aHa-
J13a B 9K30He 2 TeHa BblABJIEH ITaTOTeHHbI BapuaHT ¢.148G>A
(Val50Met, p.V50M; ycrapeBllee HasBaHMEe MYyTal[UM -
Val30Met) B reTep03nuroTHOM COCTOSIHUIL

B 6uomncuitHoM Martepuaje 13 CIM3MCTON IIPAMOI KUIIKK
IIpY OKpacKe KOHTO KPACHBIM JIeTIO3UTHI aMIION/ia He 0OHapy-
SKEeHBI.

ITpu reHeTMYeCKOM 06C/IEOBAHNUI B3POC/ION eAMHCTBEHHOI
modepy manyenta myTaruii B rene TTR He o6Hapy»KeHO.

VYcranosien ouaznos: TTP-CAITIL.

C y4eToM BBLAB/ICHHOI HO30JIOTUM MTAIIMEHTY II0Ka3aH Tada-
mupuc 20 Mr/cyT, ogHako, yunTbiBaa ctaguio TTP-CAII ¢ BbI-
paKeHHOIT MHBaMMAn3anyel, nsmenennuss Ha SHMI (ortcyT-
cTBMe M-OTBETOB Ha HOTaX, INTyOOKasi MOTOPHAs aKCOHOIIATH
Ha pyKax, IIOJTHas JeKOMIIeHCAlMs MHHepBALMM B MBIIIIIAX
HIDKHIX KOHEYHOCTeNN), Bo3pact manyenTa (78 ner), apdex-
TUBHOCTD €70 MOYXKET ObITh HEBEMKA.

O6c¢yxaeHne

Takum 06pasoM, y IpeACTaBIeHHOTrO IAI[eHTa BbIAB/IEH
KpaiiHe [TO3HMIT 00T — B 75 JIeT — HAC/IeiCTBEHHOTO 3ab01e-
Bauusg TTP-CATII O6HapyseHa HanboIee 4acTo BCTpeyaeMast
myTanys B reHe TTR - Val30Met. Kax mpasuto, faHHas MyTa-
IV BCTPeYaeTCA B SH/IEMIYHBIX PeIOHaX, B TAKMX CTy4asAx Xa-
pakTepHBI paHHMIT — 10 50 s1eT — fe610T 3a00/1eBaHNIS U HA/TIYIE
HACTIeICTBEHHOT0 aHaMHe3a (3abo/eBaHe HaCIelyeTCs 10 ayTO-
COMHO-JIOMUHAaHTHOMY THIIY), YTO yIIPOIIaeT IOCTaHOBKY iuar-
HO3a. Y Hallero MalyieHTa HaC/IeCTBEHHOr0 aHaMHesa
TTP-CAII He 6110 (XOTs JaHHBIE 06 OTIje IIPAKTUYECKN He-
U3BECTHBI), IO9TOMY IIePHOJL AMATHOCTUYECKOTO MOMCKA PacTs-
HYJ/ICSI Ha TpM rofia. BobHOIT 661 BcecTOpOHHE 06CIeoBaH —
OHMTI B punamuke, MPT Bcex OT/ie/10B II03BOHOYHNKA, IIOAPO6-
Hoe obliecoMaTyeckoe o0cIenoBaHme, BKI0Yas OHKOIIOUCK.
3aKOHOMEPHO Y IO>KIJIOTO MallMeHTa C KIMHUKOI IPOrpeccu-
pYIolLieit oMHeNponaTiy ¥ IpM3HAKaMM JeMMeIHM3alMM Ha
9HMI (axcoHaMbHO-eMUETMHI3VPYIOIaAd CEHCOMOTOPHAS T10-
nuHeliponarus) ObUI mpefnonoXeH amarHod XBIIIT [23].
O6bruno npu TTP-CATI kimaccudeckas tepamnust XBJIIT (rroko-
KOPTYMKOMU/IBI, BHY TPUBEHHbIE NMMYHOIIOOY/INHBI, ITa3Made-
pe3) He faeT addexTa, 4TO 3aCTAB/IAET elile pas 3aLyMaTbCs O
BO3MOXXHO HEVMMYHHOM IPUYMHE IOJAMHENPONATUM, HO B
HalleM Cay4ae MalJeHT U er0 POJCTBeHHUKY OTKA3bIBA/INUCh OT
IpefyIaraeMbix Kypcos jedennsi ot XBJIII. B pesynbrare 60/1b-
HOTO JUIUTEIbHOE BpeMsI BeJIM C AMarH030M IO/IMHEepOoIIaTii He-
SICHOTO TeHe3a C VMCIIO/Ib30BAHMEM HeCIerIecKyx mpemnapa-
TOB (BUTaMMHBI TPYIIIBI B, Iperaparsl O-MIIOEBOI KUCIOTDI).

V naiuenTos ¢ nos3gauM nebrotom TTP-CAITL, B TOM 4nce ¢
myTanueit Val30Met B sH/IeMMYHBIX pailOHaX, OIVCAHbI XapaK-
TepHbIe 0COOEHHOCTH IPOTEKaHMsA 3a00/IeBaHNA: OTCYTCTBYET
HAC/IeS,CTBEHHDIII aHaMHe3; KaK IIPaBIIO, IIO/IMHEPOIaTUA CO-
4eTaeTCsl ¢ KapAMOIaTyiell; 0TMEeYeHO YacToe Hanu4e 601eBoro
CUH/IPOMA; PEIKO BBISIB/ISIIOTCS IIPU3HAKM HeprgepuIecKor Be-
TeTaTMBHOI HEJOCTATOYHOCTH; 3a00/IeBaHNMe Jallle, Y4eM B MO-
JIOZIOM BO3pacTe, AeOTUPYET C PYK; MOMINHENPONATHAS YaCTO
ObIBaeT aCMUMMeTPUYHON 110 KiarHudeckum u SHMI-naHHbIM;
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IpU OKpacKe OMOICUITHOrO MaTeprasa KOHIO KPACHBIM 4acTo
He 06Hapy>1<1/[Ba10T ZIenosuToB amuaonza [16, 17]. Muorue us
atux ocobennocrent TTP-CAII ¢ no3guuM ne610ToM BhIABIEHbBI
1y HaIllero HalueHTa. Y Hero 0OHapy XeHbl TapaKINHITYeCKIe
IpPU3HAKYU MOpaXkeHN: cepAna (6710Kafbl Ha 9/1eKTPOKapAyo-
rpaMMe, IPU3HAKN TUIEPTPOPUIECKON KapAMOMIOIIATUN Ha
sxokappyorpamme). [IpucyTcTByeT 60/1€BOI CUHAPOM B KOHEY-
HOCTIX, C KOTOPOTo 1 iebroTrpoBao 3abonesanue. [Ipakrude-
CKJf OTCYTCTBYIOT KJIMHUYECKNUe TIPU3HAKU BereTaTUBHOI (aB-
TOHOMHOJI) TONMMHepornaTyy (Kone6baHuA apTepranbHOTO
IaBJIeHV s, HApyLUIeHUs CO CTOPOHBI XKeTYOYHO-KIIIEYHOTO
TPaKTa, Ta30Bble HAPYIIEHN 1 T.I1.), OCHOBHBIM (paKTOPOM MH-
Ba/IMAV3aLMM HALIETOo MallMeHTa ABjAeTcA TeTpamnapes. [Tomu-
Helpomnarys y JaHHOrO GONBHOTO Ha IPOTSDKEHMN BCelt 60-
JIE3HM OCTAETCsI aCMMMETPUYHON (HeOT ¢ /IeBOII HOIM, B
HacTosilee BpeMs Oojee COXpaHHa JieBas pyka). Y Hero He 06-
Hapy>KeHBI JIeTI03UTHI aMIUJIONA IPY OMOIICUM CTTM3UCTOI 060-
JIOUKM TIPSAAMON KMIIKI.

IIpuBeneHHOE HAOIIOfIEHNE TEMOHCTPUPYET BO3MOXKHOCTD
KpaiiHe nospuHero fie6ota TTP-CAIIL Ilpn stom 3abonepaHne
UMeeT XapaKTepHble IIPU3HAKY, CBOVICTBEHHbIE IIO3[THEMY Jie-
OI0TY: OTCYTCTBIE HAC/IEICTBEHHOTO aHAMHE3a, BeTeTaTMBHbIX
IIPOSIBJICHNIT, CTOMKMIT 60/IeBOI CMHIPOM, aCUMMETPUYHOCTD
nopaxkeHus1. [Ipy Takoit KIMHNIECKOTT KapTIHE, 0COOEHHO IpK
HaJIM4MM TaKXKe NPU3HAKOB Aemuenuuusanuu Ha OHMI, He-
136eKHO0 Bo3HMKaeT MbIc/ib 0 XBIIII. Ha BO3MOXXHOCTD Hac/es -
CTBEHHOT'O aMIJIONI03a MOIJIY YKa3bIBaTh TO/IbKO MAPaK/IHI-
YyecKie IPU3HAKY COIYTCTBYIOLIETO MOPaXKeHNs CepHLia, OHAKO
B [OXXIJIOM BO3PACTe MX MOXKHO ObIIO 6bI 0OBSICHUTD U JPYTOi
matororueit. Takum 06pa3omM, y MOKMUIBIX OOTBHBIX € IIpOrpec-
CHpYIOLLIelT TO/TMHePOIIaTell HesSICHOTO reHe3a, 0COOEHHO IIpu
Ha/IMYNY TaKoKe NIPU3HAKOB KapAMONaTUM, CIeRyeT yIUThIBATh
B criekTpe muddepennyanbHbIx guarno3os u TTP-CAIL
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