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TpaHCcTMpeTMHOBaA cemeriHaA amunongHaa nonvHerponatua (TTP-CANT) — peokoe HacneacTBEHHOE HelpoaereHepaTMBHoe 3aboneBaHne, B OCHOBE KOTO-
POro NeXUT OTNIOXKEHNe aMuionaa B nepudepruyecknx Hepeax, YTo BEAET K akCOHasbHON AereHepauun. 3aboneBaHne NPOABNAETCA HEYKTOHHO NPOrpeccu-
pytoLLEeil CEHCOMOTOPHOW 1 aBTOHOMHOW NOnMHeponaTtuneii. B HeaHaeMnyHbIX 061acTAX U NMpW OTCYTCTBUM CEMENHOro aHaMmHes3a nocTaHoBKa AunarHo3a Mo-
>XeT 6bITb 3HAYUTENBHO 3aTPyAHEHA N PaCTArMBaTLCA Ha ANUTENbHOe BpeMA. Hanbonee 4acTo BO3HMKAIOT AMarHOCTUYECKUe TPyAHOCTU Npu anddpepeHum-
anbHon gnarHoctmke TTP-CAIT ¢ xpoHU4ecKkor BOCnanMTenbHOM AeMMenvHnanpytoLlert nonnHenponatuen. MNpeacrasnaem cnyyam TTP-CAlN y naumeHTku ¢
reHeTU4eckn NoATBepXKAeHHOM MmyTaumen Phe53Leu B reHe TpaHCTUPETUHA, AEMOHCTPUPYIOLMIA AMArHOCTUYECKUIA MOUCK NPWU AaHHOM 3aboneBaHnun.
KntoueBble cnoBa: TpaHCTMPETUHOBAA CEMeHaA aMnIonaHanA NnoiMHenponaTaA, XpPoOHNYecKana BoCcnannTenbHaA AeMMenvMHM3npyioLan nonnHenponaTus,
HacneAcTBEHHbIN aMmnonao3s, anddepeHumanbHbIi AMarHos.
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Abstract

Transthyretin familial amyloid polyneuropathy (TTR-FAP) is rare hereditary degenerative disease. It is based on the deposition of amiloid in the peripheral ner-
ves, which leads to axonal degeneration. The disease is demonstrate steadily progressing sensomotor and autonomic polyneuropathy. In non-endemic regions
and in the absence of a family history, the diagnostics is very difficult and it takes a long time. Most often it is difficult to make a differential diagnosis between
TTR-FAP and chronic inflammatory demyelinating polyneuropathy. The case of TTR-FAP in a patient with a genetically confirmed mutation Phe53Leu in the ge-
ne of transtyretin shows a diagnostic search for a given disease.
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pancrupernnosbiit ammnonos (ATTR) - cucremHoe 3a-

6oreBaHIe, IPOAB/IAOIIEECS BHEK/IETOUHBIM OTIOXKEHM-
eM aMMIOUAA, HpeAUIeCTBeHHUKOM KOTOPOTO ABIAETCH
TPaHCTUPETUH, 6e/0K, YIaCTBYIOLIVIT B TPAHCIOPTE TOPMOHA
LM TOBMUIHO XKeyle3bl TUPOKCHHA 1 pernHona [1-3]. 1o 95%
TPaHCTUPETUHA CUHTE3UPYeTCs B Me4eHM, ocTaBLIMecs 5%
CUHTE3MPYIOTCA COCYAUCTBIMU CIUIETEHUAMU SKeTyLOYKOB
Mo3ra ¥ NUTMEHTHBIM SIUTeNNMeM CeTYaTKM rnasa [2, 3].
TpaHCTHPETUH SAB/ISETCS TOMOTETPAMEPOM, KKAasl CyObea-
HMI[a KOTOPOIO BK/IOYaeT 127 aMMHOKMCIOTHBIX OCTAaTKOB I
copepxut B-ctpykrypy [1]. K ATTR oTHOCAT peko BCTpe-
YaeMblll CTap4YeCKUII CCTEMHBIN aMUION/I03, Pa3BUBAIOIINII-
Csl B pe3y/IbTaTe BO3PACTHBIX M3MEHEHMII CTPYKTYPbI T€HeTI -
YeCKM HOPMATbHOTO TPAHCTUPETUHA, a TAK)Ke HACTeCTBEeH-
HBLIT aMWION[03, 00ycmoBIeH bl MyTarueit rena TTR, co-
CTOSILEro U3 4 9K30HOB ¥ PACIIONAralollerocs Ha JIMHHOM
wieye xpomocomsl 18 [1, 4, 5]. K HacrosieMy BpeMeH! OIu-
cabl 6oee 120 myraunii rena TTR [1, 4]. Hanbosee pacmpo-
CTpaHEHHO MyTal[ueil AB/IAETCSA TOYKOBasA 3aMeHa METHOHU-
Ha Ha BanmuH B 30-M nonoxxeryn (Val30Met) [6-8]. B pesynp-
TaTe MyTAI[MU BO3SHUKAKT KOH(POPMALVOHHBIE N3MEHEHIS
TPaHCTUPETNHA, IIPUBOAALINE K TePMOANHAMUIECKOI HecTa-
OMIBHOCTHU TeTpaMepa U paclajiy Ha MOHOMepBbI, KOTOpbIe, B
CBOIO OYepefib, IPeobpasylTCs B IATOJIOTMYECKIE ONIUTOMe-
pol u popmupytor amunons [1, 3, 9]. Hacnencrennsiit ATTR
MOXeT IIPOSIBIATHCA B TPeX KIMHUYECKNX POpMax: TPAaHCTH-
peTMHOBasA ceMeliHasA aMmnoupHasA nomuueiiponatus (TTP-
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CAII), TpaHCTHpeTHHOBAsI CeMellHast aMIIOVIHAS Kap/oIIa-
TUA Y TPAHCTUPETUHOBDIV CEMENHbII JIENITOMEHVHI €a/IbHbII
aMmtonos [1, 4].

TTP-CAII siBnsieTcst Hanbosee pacpoCTPaHEHHBIM TUIIOM
HAC/IeCTBEHHOTO aMIJION 032 C ayTOCOMHO-JOMIHAHTHBIM TH-
oM HaczeoBanus [10, 11]. 1o mporpeccupyrolriee MHBATUN-
3MpyIollee JieTa/IbHOe HellpofiereHepaTNBHOe 3ab0IeBaHNe, B
OCHOBe KOTOPOTO JIEXUT OT/I0XKeHVe aMIUIOV/ia B SIIMHEBPUI,
[IepUHEeBPUY, SHTOHEBPUY V1 KPOBEHOCHBIX COCYAX, UTO IPU-
BOJUT K aKCOHAJIbHOII JleTeHepaLuyt COMaTUIeCKMX U BereTa-
TUBHBIX HepBoB [1]. ITpn orcyrcrBun nevennsa TTP-CAII npu-
BOJIUT K JIETa/IbHOMY MCXOJy Yepe3 7—12 jiet oT Hayana 3aborte-
Banus [12]. Pacnpocrpanennocts TTP-CAII B Esporte n CIITA
cocraBjAeT npuMepHO 1 Ha 100 TbIC. 4e/I0BEK, B 9HLEMUYHbBIX
paitonax - Ilopryrammsa, Hlsenusa, fAnonmsa - pocruraer
3,8-1631 Ha 1 M/IH B OT/I€/IbHBIX cybpernoHax [1, 13].

3ab01eBaHNIO CBOVICTBEHHA MIMPOKAs TeHETUYEeCKast I KIIN-
HIYeCKas reTeporeHHocTb. MyTarus Val30Met Hauboee 4a-
cro accouyuuposana ¢ TTP-CAII, u ee k1uHUYeCKye TposBIIe-
HYsE Hanbortee n3ydeHsl. B aneMuunbix pernonax (Ilopryra-
nn, Bpaswmu, SInoxnn) cpegumit Bospact gebrora TTP-CAIT
y Hocurereit Val30Met cocrasisier okoso 30 jieT, HO 3abojieBa-
HUe MOKeT pa3BMBaThCs B Bo3pacTe ot 20 go 70 nmet [14-16].
OCHOBOI KTMHIYIECKOIT KaPTVHBI ABIACTCA IIPOTPeccupyromasn
CEHCOMOTOpPHAs ¥ aBTOHOMHAs IIOIMHEePOIaTusA, pa3BIUBaIo-
MasgACsA OT AUCTAIbHBIX YIaCTKOB HEPBOB K IIPOKCUMAIbHBIM,
HAuMHAOLIASACA CO CTOII, TOCTEIIEHHO PacIpOCTPAHAIOIAACA
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Ha HIDKHIE KOHEYHOCTH U pyku [1, 17]. BHauasie mopaskaroTcs
TOHKMe CTTabOMIeTMHU3MPOBAHHbIE HEPBHbIE BOJIOKHA, IIPOBO-
psmye 6ONEBYI M TEeMIEPATYPHYIO YyBCTBUTEIbHOCTb.
Y 60/1bHBIX Pa3sBUBAETCSI OHEMEHIE CTOII, ITOSIB/ISIETCS HElIpo-
marndecknit 6oesoit cuuapom. ITosxe CTpafaloT y>ke TOJICTbIe
MUEMHU3MPOBAHHbIE HEPBHBIE BOJIOKHA, IOABIIAIOTCS JIBUTA-
Te/IbHBIE PACCTPOIICTBA, Tape3bl, HAPYILIAETCs ITTyOOKast 4yB-
CTBUTE/IbHOCTD, Pa3BMBAETCS CEHCUTUBHAs aTakcus [1, 17].
OnHOBpeMEHHO NOPa)KaloTCA BOJIOKHA aBTOHOMHOI HEPBHOI!
CHUCTEeMBI, y 60/TbHBIX pasBUBaeTCs Mepudepuieckas BereTa-
TUBHAA HEJOCTATOYHOCTD — IIPOTPECCHPYIONIAsd MOTEPA MaCChI
TeJIa, OPTOCTaTUYeCKasA TUIIOTEeH3M s, Ta30Bble HAPYLIEHN —
HEPOTEHHBIN MOYEBOII My3bIph, MUMIIOTEHIMSA, TACTPOUHTE-
CTUHAJIbHbIE PACCTPOIICTBA — iuapesl, CMEeHAIOIIAsACA 3aII0paMy
[1, 14, 17, 18]. IlonmuHelipomaTsA HOCUT HEYKIOHHO IpoTpec-
CUPYIOLIMIT MTHBATMAU3UPYIOMINI XapaKTep, Y IIallMEeHTOB Ha-
PYLIAeTCs U MOCTEIIEHHO CTAHOBUTCA HEBO3MOJXKHOIL X07b0a,
LA TIepefBIDKeHMA TpeOyeTcs MHBAMIHOE KPeciIo, aIIeHThI
CTAHOBATCSA 3aBUCUMBIMU OT IIOCTOPOHHeNT oMolu. Boiye-
msot 4 craguu (0-3) TTP-CAII B 3aBUCHMOCTY OT COXPaHHO-
CTU QYHKIVOHA/IbHBIX BO3MOXKHOCTeI! 6ompHorO 1,12, 19, 20].
ITpu TTP-CAII pasBuBaeTcs TakXe mopaxkeHMe cepaua (pe-
CTPUKTUBHAA KapAMOMMOIATUA, HAPYIIEHNA PUTMA), TOYeK
(mpoTenHypMs C MOC/IEAYIOIINM Pa3BUTIIEM ITOYEYHOI HEf0-
CTAaTOYHOCTH), [71a3 (BTOPUYHAA I/IAyKOMa, IOMYTHEHIE CTeK-
JIOBUIHOTO TeJa), IeHTPaNbHON HEPBHOI CUCTEMBI (SIIMIENITH-
YyecKye IpUIAfKY, NIleMIYecKye WIM reMopparndeckye nH-
CY/IBTBI, KOTHUTUBHbIE HapyuieHus1). CMepTh HACTYIIaeT OT
Kap/yalTbHBIX HapyLIeHNI (cepiedHas HeOCTATOYHOCTD, Jie-
TaJIbHbIE HAPYIIEHNA PUTMA), KAXeKCHM, BeTeTaTUBHOI Hejo-
CTaTOYHOCTH, BTOPUYIHOI MH(beKuMI/[ [1,12,21-24]. MyTtanyn
He Val30Met MeHee nusy4eHsI B CBsI3M ¢ H0/ee pefKoil BCTpedae-
MOCTbIO, OT/INYAIOTCA 10 KIMHNYeCKoIt KapTuHe. Yare Habmi0-
maetcst Ooyee TO3HIIT BO3pacT febioTa 3aboneBanus (mmocre 50
JIeT), MOTYT BHavajIe MOPaKaThCsA PYKH — KapIaabHbIe CBA3KM,
pasBMBaeTCS [BYCTOPOHHUI CUHAPOM KapIIaIbHOTO KaHasIa,
3aboeBaHme MOXeT OBITh MIPECTABIEHO TOIBKO AaBTOHOMHOI!
IIO/IMHepOoTIaTyeil, MpeyMyIeCTBEHHbIM ITOpayKeHMeM cep/ilia
i ras (17, 19, 25].

Penxoctp TTP-CAII, reTeporeHHOCTb KIMHIYECKON KapTu-
HBI CO3J1aeT TPYSHOCTM B AMAaTHOCTHKe. JIyullle AarHoCTupy-
eTcst 3a0071eBaHIe B 9HAEMIUYHBIX PailOHAX, PV HATUIUL Y
IaIeHTa IOI0>KITEe/IbHOTO HAaCTeACTBEHHOTO aHaMHe3a [12].
B sToM cIydae maunMeHT caM MOXKET IPEAIIONOXUTb ¥ ceOs
TTP-CAII u 06paTuThCs K CIELMANNCTY IO 3TOMY 3abo/ieBa-
HUIO. B HeaHJEMIYHBIX pailOHaX B 3aBUCUMOCTH OT Ipeobira-
Jaolleil CUMITOMATUKY (HEBPOIOIMYECKOTl, KapAualibHOIL,
odTanbMOIOrnYecKoit) 601bHbIE MOTYT 00paIaThCs K pas-
HBIM CIleLManucTaM. BerencTBre HEZOCTaTOYHOI OCBE[OM-
JIEHHOCTY Bpadeil BpeMsi OT IOSIB/IEHNs CUMIITOMOB (0JIe3HN
IO IIOCTAaHOBKY AMarHO3a MO>KeT IIpeBBIIaTh 3 roga [12].

TTP-CAII ciepyer 3a003pUTD IIPY HAIMYUN Y 6OTBHOTO
NIPOTPECCUPYIOLLEN CEHCOMOTOPHOI aKCOHA/IbHOI ITONIMHENPO-
HaTUY B COYETAHUY C BereTaTUBHBIMU PaccTpolicTBaMu (TIpo-
rpeccupyromas IoTepsl MacChl Tefa, Ta30BbIe U XKeMy0IHO-KI-
IIeYHBbIe PACCTPOIICTBA, OPTOCTATUYECKAS TUIIOTEH3NUs) 1 OT-
CYTCTBUU APYTUX HPUINH, 00BACHAIONNX OTNHEPOIATUIO.
Hanb6oree 4acto TakuM 6OIbHBIM BBICTAB/ISIOT AVMArHO3bI XPO-
HIYECKOI BOCIIAJIMTENbHOI NeMIeNMHU3NPYIOI el IOIMHEN-
pomatuu (XB/IIT), npnonaTndeckoi akCOHaTIbHO ITO/IMHENPO-
MaTuu, 1I0MOabHOro creHos3a [12, 26, 27]. CTaBaT TakKe quar-
HO3BI HeBpajibHOIT ammorpodun [llapko-Mapu-Tyra u 6omes-
HI1 JIBUTaTe/IbHOTO HelipoHa [12, 26]. IIpu ommb0o4HOM BbICTaB-
nennu guartosa XBJIII manyeHThl IOMY4ai0T BHICOKME [JO3BI
IIIOKOKOPTUKONIOB ¥ BHYTPMBEHHBIX IMMYHOITIOOYIMHOB 6e3
addexTa, 4TO TOXKeE JOMHKHO HACTOPAXKMBATD B OTHOILICHIN BO3-
mosxkaoctu TTP-CAII [7].

VHCTpyMeHTa/IbHbIE METO/BI, MICIIO/Ib3yeMble /sl 00 BEKTI-
BM3ALMU HOpaXKeHMs Mepudepuieckux HepBOB, BKIOYAIOT
anexkTpoHeiipomuorpaduio (SHMT'), konmudecTBeHHOE CEHCOP-
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HO€e TeCTMPOBaHIe, UCCTeSOBAaHNE BbI3BAHHBIX KOKHBIX CUM-
MaTUYeCKUX MoTeHIuanos [1, 7, 12, 15]. Taxxe obcmeayror
Apyrue opraHsl, crpagatorue mpu ATTR: cepaue (anmekTpokap-
puorpadusa — OKI, xonreposckoe Mounropuposanne KT,
axokappuorpadus), raasa (0pTanrbMOTOTNIECKUIT OCMOTP),
mouky (ananu3 moun) [1, 12]. IIpu BBIABIEHUN CEHCOMOTOP-
HOJI I aBTOHOMHOJI ITPOrPeCcCUPYIOILel TOIMHENPOIIaTIN CIIe-
IyeT moATBepauTh ee cBA3u ¢ ATTR. AMMIOUIHBIE JeTTO3UThI
MOYXHO OOHAPYXXUTh B O1IONTaTaX UKPOHOXKHOTO HepBa, CJII0OH-
HBIX JKeTle3, abJJOMIHATbHOI KMPOBOI TKAHM, CIU3UCTON Mpsi-
Mot kumku [12, 28-31]. buonraThl OKpaIInMBamT KOHIO Kpac-
HBIM JiJIs BBISIB/ICHMS JeTIO3UTOB aMIJION/A, KOTOPBIE B IO~
PM30BaHHOM CBeTe [AI0T CBET/I0-3e/eHoe cBeveHue [31]. [lst
yCTaHOB/IEHNMs Oe/IKa-TIpe/IecTBeHHIKA aMIION A He0OX0/m-
MO VIMMYHOTHUCTOXMMI4YecKoe yccnefosanme [31]. OTcyrcrue
aMWIOUIHBIX MAacC B OMoONTaTax TKaHell He MICKIF0YAEeT IMarHo-
3a TTP-CAII, B cBA3K ¢ 9TMM MOPQOIOrnYecKoe MCccaefoBa-
HUe JOKHO MPOBOJUTHCS OIBITHBIM IIATOIOTOM, 11e7IeC000-
pasHoO McceoBarh 2-3 pasHbIX 0bpaslia TKaHell, u Tpebyercs
TAaK>Ke TeHeTHIeCcKoe nucciaenosanue [1, 12, 32]. B cembsix ¢ pa-
Hee BbIAB/IeHHOI MyTanyell TTR mopTBepkpaloT Ham4ue cIie-
LUQIIECKOil MyTallNK, B CHOPAIYECKNX CITy4asx PeKOMEeH/I0-
BaHO cekBeHVpoBaHue Bcero rena TTR [4, 12].

Jledenne TTP-CAII a¢ppexrusro Ha I cragnn 3aboneBanns,
KOT[Ia MO>KHO 3aMe/IUTh IPOTPeCCUPOBaHNeE MTOMMHepomna-
TUY U YBEINYINUTD BBDKMBAaEeMOCTb 60/bHOTO [4, 12]. B 1990-x
rofjax eAMHCTBEeHHBIM MeTofoM nedenns TTP-CAII 6puta op-
TOTONMYECKAsT TPAHCIUIAHTAL[MS ME€Y€HN, CIOCOOCTBYIOIast
20-7eTHelt BBDKMBAEMOCTH ¥ 55,3% marueHTosB [12, 33, 34].
Omnepanust 6onee apdexkTrBHA NMPU HENPOLZODKUTETHHOM
aHaMHe3e 3a060/1eBaHMsI, MOJIOZJOM BO3pacTe O0IBHOTO, HA/INU-
uyny MyTtamyu Val30Met, OTCyTCTBMM BBIPa>KEHHOI CepedHO
HeJI0CTaTOYHOCTH [34]. YcTpaHsAs OCHOBHOI MCTOYHUK My-
TAHTHOTO TPAHCTUPETVHA B IT€YeHM, TPAHCIUTAHTALV [TeYeH ],
OJJHaKO, He IIpeOTBpallaeT OT/IOKEeHNe aMIUION/ia B ceped-
HOJI MBIIIIE, CTEKTOBU/JHOM Te€JI€ U IeHTPATbHOM HEPBHON
cucreme [1, 20, 35]. IIpu Hanu4um y 60IbHOTO COMYTCTBYIO-
el TsKeNoil cep/ledHOol MM TOYeuYHO HeJOCTaTOYHOCTH
MHOT/IA IPOBOJSATCS KOMOMHVPOBAaHHBIE TPAHCIUIAHTALINN —
IevYeHy 1 CepALa, CepAaLa u moukn [1, 12, 36].

B nocrenHme rofpl MOSIBMINCH BO3MOXKHOCTYE KOHCEPBATIB-
HOTO IIaTOTeHEeTNYeCKOTo iedeHus panumx crapmit TTP-CAIL
PexomenyioBannblii K npuMeHenuio B EBpore u Poccym na I cra-
puu TTP-CAII tadpamupmc crrioco6CTByeT CTabmInsarun Mose-
Ky/Ibl TPAHCTUPETUHA, IPEMATCTBYS PAaClajy ee Ha aMUIOU/O-
reHHble MOHOMepBI. B 18-MecsIuHOM MCCIeTOBaHNM TI0Ka3aHo,
4TO TapaMIINC 10 CPABHEHMIO C IUTane60 CIIocoOCTBYeT 3aMef-
JICHIO TIPOTPECCHPOBAHIS IIOMHENPOIIATUN ¥ CTAOMIN3anu
TeTpaMepa TpaHCTMpeTuHA [37]. AHATOTMYHBIM [eCTBMEM
obajjaeT HeCTePOUIHBII IPOTHMBOBOCIIAIUTENbHBII IIpernapaT
nudrryHusa, B 24-MecsIHOM MCCTIeTOBAHIN TIOKa3aHO 3aMefyIe-
HIe Ha OHE ero IpreMa IPOrPecCUPOBAHIISI IIOIMHEPOIIATIN
o cpaBHeHuw ¢ mrane6o [38]. Ilpumenenne gudnyHnsana
OTPaHNYEHO €ro CePbe3HBIMU MOOOYHBIMYU 3D HeKTaMu €O CTO-
POHBI >KeTyI0OYHO-KIUIIIEYHOTO TpakTa. [ToMnMo maToreHeTmde-
CKOTO JIeYeHUs IMPVUMEHIETCS CUMIITOMATIYecKas Tepanms —
CpefCTBa I KyIPOBAHNUS HEllPONaTHIeCKOro 60/1eBOrO CUH-
IpoMa, IPOTUBOAMAPEIIHbIE CPECTBA, /IeUeHNe OPTOCTaTHye-
CKOVI ITMIOTEH3VM, CEPAEYHON HeTOCTaTOUHOCTY, MMIUTAHTALIVIS
KapAMOCTUMY/IATOPA [PV HAPYIIEHUSAX PUTMA, BUTPIKTOMIUS
[IpY TOPaYKEeHNM CTEKIOBUHOTO Tea.

IIpepcraBnsieM cOOCTBEHHOe HaOJIOIEHNE TALMEHTKU C
TTP-CAII ¢ BoisiBeHHOI MyTanueit B rene TTR 6es Hacnep-
CTBEHHOTO aHaMHe3a, IeMOHCTpUpYIollee TPYSHOCTU JVarHo-
CTUYIECKOTO MTOVCKA IPY 9TOM PeKOM 3ab0jIeBaHNI B HESHJIe-
MUYHOM peTVOHe.
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ObUIM afieHNs TIPY MoAbeMe 10 JecTHutie. Craa BOSHUKATD
CKOBAaHHOCTb B MKPOHOYKHbIX MbIIIIAX. B TeueHme 4 MeC 1MOXYy-
mena Ha 15 kr. C koHna ¢espast 2015 r. manyeHTKa 00Hapy-
XKVJIA 3aMeJi/IeHIe TeMIIa XOAbOBI, TPYAHOCTH PV BCTAaBAHUI
CO CTYy/Ia, 1 € OKTAOPst 2015 I. 3aTPyFHUICA HOABEM IO JIeCT-
Hu1e 6e3 oMoy pyk. Obpaianach K HeBPOJIOTY, OCTEOIaTy
10 MECTY XXUTeIbCTBA. AMOY/IaTOPHO MIPOBOANIOCH I€YeHMEe
THOKTOBOJ KMCIOTOM, HEMPOMUAVHOM, OCYLECTBIIANNCDH
OHMI HWKHMX KOHeYHOCTel (aKCOHAJIbHO-IeMIUEIMHU3Y -
pylolias MONMNHEeIPOIaTuA), MarHUTHO-Pe30HAHCHAA TOMO-
rpadus (MPT) ronoBHoro Mosra (04aru coCyfyucToro reHesa).
B okTsa6pe 2015 r. Ipu UCIaHCEPU3ALUN MBMEHEHNS CO CTO-
POHBI BHYTPEHHUX OPTaHOB He BBIABIEHHL. B cBA3M ¢ Hapac-
TaloIIell ¢1aboCTbI0 B HOTAX, HEYCTOYMBOCTBIO IIPK XOfIb0Oe U
naJileHNAMH NalYeHTKa ToCIuTanusuposana B KmHuky Heps-
HbIX Oose3Heit uM. A.f.Koxesuukosa PIAOY BO «Ilepsblit
MIMY um. I.M.CeuyeHoBa», Tie HaXOAUIACh HAa CTAllMOHAP-
HoM stedenuu ¢ 05.11.2015 mo 23.11.2015.

ITpu ocmorpe B KHB nm. A.fl.KoxxeBHUKOBaA B coMaTnye-
CKOM CTaTyce: IPaBUIbHOTO TEIOC/I0XEeHNA, YLOBIeTBOPH-
Te/IbHOTO NMUTaHuA. Ko)XXHble IMOKPOBBI YMCTBbIE, OOBIYHOIL
okpackn. Typrop koxmn coxpanen. ITepudepuyueckne mumdo-
y371bl He yBemudeHsl. O6/1acTb CycTaBOB He M3MeHeHa. ApTe-
puanpHoe gasrenne (AJl) — 120/80 MM pT. CT., 4acTOTA Ceped-
HbIX cokpatternit (YCC) - 64 ya/mun. HeBponorunyueckuii cra-
TyC: 001IIeMO3TOBBIX I MEHMHTea/IbHbIX CMMITOMOB HeT. Opu-
eHTMPOBaHA, KOHTAKTHA, SMOLMOHA/IbHO TabuibHa. Yepen-
Hble HEPBBI 0e3 MaTOMOTMYeCKNX M3MeHeHU. CUMITOMBI
OpaIbHOTO aBTOMATU3Ma: X000TKOBBIIT, MapuHecKy-PagoBu-
91 ¢ 2 CTOpOH. JIBuraTenbHas chepa: yMepeHHas TUIIOTPOpUA
MBILIL, KOHeYHOCTell. Cua aKCManbHONM MyCKy/IaTyphl JOCTa-
TOYHAas, MBIIIL, KOHEYHOCTEI — CHU>KeHa [0 3,5-4 6annoB B
IOVCTA/IbHBIX I B MEHbIIIEl CTeIIeH) — B IPOKCUMA/IbHBIX OTHe-
nax. [TaccuBHBIE ABYDKEHMA B HOMHOM 06beMe. TOHYC MBbIIII]
KOHEYHOCTel! CHIDKEH B pyKax u Horax. CyxoxXuabHble ped-
JIEKCBI HU3KUe, cuMMeTpuyHble. [TaTomorndyeckne cMMITOMbI
He BBI3bIBaIOTCA. KoopuHaTOpHbIe IPOODI BHIOTHSAET YHAO0B-
neTBopuTebHO. B m03e Pombepra — jierkas HeyCTOMIMBOCTb.
YyBCTBUTENBHOCTD: TOBEPXHOCTHAs (60/IeBast 1 TeMIlepaTyp-
Hasl) M3MEHEeHa I10 MO3aMYHOMY TUILy C YPOBHS KOJIeH, BUOpa-
L[MOHHAs YYBCTBUTENLHOCTD CHIDKEHA C YPOBH:A IPeOHs MO~
B3JJOIIHBIX KOCTeil. CycTaBHO-MBILIEYHOE YYBCTBO CHIDKEHO C
ypoBHs KojieH. TaszoBble pyHKIMM He HAPYIIEHDL

JlaHHBIe TaOOPATOPHBIX MCCIEFOBAHMIL: OOIINIT 1 OIOXMMIU-
YEeCKMI1 aHANU3bl KPOBU — B IIpefieNIax HOPMBbI; IEKOLUTYPUS
u 6akTepuypust B obuiem ananuse moun; RW, BUIY, HbsAg,
HCV - orpunatenbHo. AHTUHEIPOHA/IbHbIE aHTUTE/IA B KPO-
Bl He OOHApY>KeHbL. Y pOBeHb BUTaMIHa B, B KpoBU — B IIpe-
Jenax HopMbl. VIckmioueHa nmapanpoTenHeMns. AHaNIu3 auK-
Bopa: 6eCIBETHBIIl, IPO3PAYHOCTb MOTHadA, 6emok 0,12 1/,
[II0K032 — 65 Mr/%, unTo3 — (6/3) 2 kierkn B 1 Mr®, mumdoriu-
THI - 4, HeﬁTPO(’pman — 2, aTUIIMYIHBIX KJIETOK HET.

JlanHbIe MHCTPYMeHTanbHbIX uccnegobanmii. IKI: cunyco-
Bb1il put™, YCC 75 yzi/MUH; 3puTe/IbHbIe BhI3BaHHbIE TOTEHIINA-
JIBL — B HOPMe; COMAaTOCEHCOPHbIE BbI3BAHHbIE TOTEHLIMATIBI —
opakeH1e GBICTPOIPOBO/SIIIVX BOTIOKOH C HOT IO THUITY CHI-
KeHMs 06'beMa addepeHTal iy, BepOATHOCTD MeprdepudecKo-
IO yPOBHSI, IPU3HAKN LIeHTPaTIbHON ceHcUTU3aun. Vronpyaras
anekrpomuorpadus (OMI): monydeHHble JaHHbIE He I103BO-
JIIIOT VICK/IIOUUTD HEBPAJIbHBIN YPOBEHD ITOPasKeHMA C HEYeTKN-
MU IpU3HAKaMU TEKYILEro JeHepBaIlJIOHHOTO IIPOLIecca B MbIII-
Ijax HIDKHMX KoHeuHocTell. OHMI': MoTopHas akcoHOIaTus ye-
BOTO CPe[IMHHOTO HepPBa, MOTOCEHCOPHAA MMEIMHONATHA IIpa-
BOTO JIOKT€BOTO HepBa, MIUEIMHO- 1 aKCOHOIIATIA JIEBOTO MajIo-
6ep10OBOrO HepBa, AKCOHOMATHSI MPABOro 6O/bIIE6EPIIOBOTO
HepBa, aKCOHOMUETMHOIATIA IIPABOI0 MKPOHOXKHOTO HepBa.

ITaeHTKe OBUI IOCTABJIEH JUIATrHO3 BeposaTHol XBJIII, He-
CMOTpsI Ha HOPMa/IbHBIIT YPOBEHD OeIKa B JIMKBOPe.

IIpoBonunoch nedyenue: rpaHlakCcuH, paHutugut, Comy-
Meppon - 1000 Mr BHyTpMBEHHO KarenbHO Ne5. Brito pexo-
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MEH/JOBAaHO IPOJO/DKUTb IpUeM IPEeJHU30/T0HA B J03€
1 Mr/Kr B cyTKu — 60 MI/CyT B TeueHue 2 MeC C HOCTeyIomtei
KOppeKIjueli 1035l 1o/ HabogeHneM HeBposora. B 1-it me-
CsII1 JTeYeH NS TTALIEHTKA OTMeda/Ia HeOOIbIUIYIO IOTOKUTEb-
HYIO PeaKklMIo Ha IIPEeJHM30/I0H, OJJHAKO B Ja/IbHelIeM Ca-
60CTb B KOHEYHOCTAX HapacTana, HeCMOTPS Ha IPOJ0KAI0-
IIYI0CS TepPANMIo.

25.01.2016 (uepes 2 Mec 1OC/IE BBIIMCKNU) — IOBTOPHO T'OC-
nutanusuposana B KHb um. A.fI.KoxxeBHIUKOBa ¢ [uarHo3omM
«IIpOTpeCCUpyIolas CEHCOMOTOPHAA MONMNHENPONaTHA, IPe-
IIOJIOXKUTE/IBbHO MapaHeoIUIacTnyecKas» (B 1995 r. mposeeHa
9KCTUPHALMA MaTKM C IIPABBIM ANYHMKOM I10 TIOBOJLy MMOMBbI
6071pIINX pa3MepoB, B 2012 r. — pe3eKIysa TOHKOM KUIIKA IO
HOBOJY aHTMOIUIIOPUOPOMBI).

IToBTOpHO BbImonHeHa IHMI': o cpaBHeHMIO C MCCIenoBa-
HyeM oT 11.2015 B gBUTaTENBHBIX BOJIOKHAX CPEVIHHOTO HEP-
Ba BOZHUK/IM IPU3HAKU MUEIMHONATAN, HAPOC/IO aKCOHAIb-
HO€E MOpaKeHye YyBCTBUTEIbHBIX BOJIOKOH JIOKTEBOTO U JIBM-
raTe/IbHBIX ¥ YyBCTBUTEIbHBIX BOTIOKOH HEPBOB HOT.

IIpoBopunoce nedyenne: Merumpes 36 MT yTpOM C IIOCTe-
IIEHHBIM CHIDKEHMeEM J03bl, asatuonpuH 50 mr, CepminoH, Ak-
TOBETVH, 1lepeOpONN3NH, NupaimeraM. 3a BpeMs Je4eHNs B
CTalIOHApe OTMeYanach HeOOIbIIas IIOIOKNTEeIbHASI IIHA-
MUKa B BUJI€ YMEHbIIEHNs HEYCTOMNYMBOCTY NPU XObbe 1
yYMeHbIIIEHNA TMIIeCTe3UM B rojeHaAx u cromax. ITanmenrtka
ocTaBaaach HETPYAOCHOCOOHOI 13-3a BBIPa)KEHHOTO JIBUTA-
TeJIbHOTO JleMIIMTa B HOTaX.

08.02.2016 6b110 OTMEUEHO HOAB/ICHNE KL ¥ MOKPOTBI C
IIpOXXKMIKaMM Kposu. Ha peHTreHorpaMmmax rpyiHOI K/I€TKM B
HIDKHUX IOJISIX 00OMX JIETKVUX ObIIN BBISBIEHBI yIaCTKM MH-
¢dubTparyy, 6osblie cripasa. V3sMeHeHVsI HA KOMIIBIOTEPHOI
tomorpaduu (KT) mornu coorBercrBoBars mHeBMOHNUN. ITa-
LIVIeHTKa OblIa IlepeBefieHa B IIy/IbMOHOIOTMYECKOe OT/ieIeHIIe
T'opopckoit KIMHMYeCKoi 60MbHMIBI Ne3, rie HaXOAMIach ¢
11.02.2016 o 01.03.2016 ¢ AMarHO30M «MHTEPCTUILIMATBHOE
3a007IeBaHNe JIETKUX — KPUIITOT€HHAsI OPTaHNUSYIOLAsICS [THEB-
MOHMS, JIe4eHHAA TTIIOKOKOPTUKOMUJAMIU M LIUTOCTaTUKAMMU,
pecnupaTOpHBIN 6POHXIONNT; IPOTPeCcCUPYIOLIasg CEHCOMO-
TOpHaA MOoNMHelponaTyA (ITapaHeomnnacTndeckaa?)». IIposo-
AwIack Tepanus nesogrokcanuHoM mo 500 mr/cyr 14 pgHeit,
Merunpegom - 32-28-24-20 Mr/cyT, a3aTMONPMHOM IO
100-150 mr/cyT. PekoMeHI0BaH AMUTENbHBIN TpueM MeTu-
Ipesia Mo 8 MT eXXeJHEeBHO 1 asaTmonpuHa no 50 mr 3 pasa B
IleHb.

OpHako mocie cTalMoHapa y MalMeHTKN MOSABUINCH OTEKU
HIDKHUX KOHEYHOCTE, JOKEHME B CTOIIAX, CTala XOMUTb C Ofi-
HOCTOpPOHHeIT 0IIopoii. AsaTnorput 1 Merurpes Obuin oTMe-
HEHBI.

O6cnegoBanne 65110 POJOIKeHO aMbymaTopHo. [IpoBo-
IVJICST OHKOIIOMCK, He BBIABMBIINII TepBUYHOI omyxonu. KT
OPIOLIHOI TIOIOCTHU — TerraToMeranyus 1 fobaBoYHas JOTbKa
cereseHKN. YIbTpasBykoBoe ucciegosanne (Y3V) murosug-
HOI1 XKeresbl — A1 y3Hble USMEHEHM IUTOBUAHON JKeJIe3bl,
y3710Boe obpasoBaHie B IIpaBoit gone. Mammorpadus — ocra-
TOYHbIE siB/IeHNsT GMOPO3HO-KICTO3HOI MacTomaTuu. J3oda-
rOracTpOAYOJeHOCKOMMA: MUKOTUYECKOe TOPAXKEHNe CIIU3M-
CTOJI NUIEeBO/Ia, HELOCTATOYHOCTb KapAuM, aKCHaIbHasA IPbl-
Ka MUIEBOJIHOTO OTBepCTUA AuadparMbl ¥ MOBEPXHOCTHBIN
ractput. CunHTUrpadms KocTell ckenera — 6e3 MaTOTOTUN.
ITpu Y3V BeH HMXHUX KOHEYHOCTEN BbIABIE€HA MPOXOIM-
MOCTb ITyOOKMX U ITOJJKOKHBIX BeH HOT 6e3 MPU3HAKOB KJla-
naHHOI HecocroATenbHocTy. IIpu MPT rpynnoro orzena mo-
3BOHOYHIKA BBbIAB/IEHBI IIPU3HAKY OCTEOXOH/[PO3a.

C navasa Mas 2016 r. manmeHTKa CTaaa XOAUTb C OIOPOIL Ha
XOJYHKI, B CBA3M C 4eM OblTa FOCIINTaN3MpoBaHa B Hay4HbIit
LIEHTP HEBPOJIOTUM, Tie HaXo[uIach Ha edeHnn ¢ 24.05.16 mo
22.06.2016 ¢ [arHO30M «IIOJIMHEPOTIATHST; CUCTEMHOE 3a00-
JIeBaHMe COeMVHUTETbHON TKaHM».

Brosb nposenena SHMI HepBOB BepXHMX U HIUKHUX KO-
HeuHocTeil. [TpoBojAmas GyHKUNA IBUTaTeTbHBIX BOTOKOH
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Cpe[MHHBIX ¥ JTOKTeBBIX HEPBOB C IBYX CTOPOH He HApYILEHa,
OTMEYalOTCsl HapyLIeHMs IPOBeleHNs 110 YYBCTBUTENIbHBIM
BOJIOKHAM yKa3aHHBIX HepBOB. B Horax (BepoATHO, 113-3a BBI-
P@XXEHHOTO OTEKa) HeT OTBETA BO BCEX MCCIEyeMbIX HEPBaX.
IIpu nposepenuy uronbyatoit IMI' BbIABIEHBI IPU3HAKY Jie-
HepBalYIOHHO-PEVHHEPBAIVIOHHOTO IIpoliecca.

JlaHHbBIe 1a00PATOPHBIX MCCIAELOBAHNMIL: 00N aHANINS —
TPOMOOUMTOIIEHNST; OOIMMIT aHANMN3 MOYM — OaKTepUypus;
61MOXUMITYECKIIT AaHAMN3 KPOBY — TUIIEPXOTeCTePUHEMNsI, TH-
nokaemus. C-peakTUBHBIN 0eJI0OK — HOpMa, peBMaTOVIHbII
¢daxTop - HOpMa, BuTaMIH By, 1 GonmeBas kncnora B KpoBM —
HopMa. AHTHHYK/IeapHblit pakrop (ANA screen) - 5,80 (11o-
BBILIEH), aHTUTeNA K LuTorasme Heiirpodunos 0,2 Ex (Hop-
Ma), aHTuTena K upycnupanpHoit JHK - 7-7,60 Ex/min (Hop-
Ma), aHTUTeNa K OVKINYeCKOMY IUTPYIIMHCOAepIKaIleMy
nentuny - 2,60 ME/mn (Hopma). KoHcynbraunsa repamnesra
«baxTepuypust; HePUTUIECKIUIT CUHAPOM?».

PexomeHl0BaHa KOHCY/IbTALMA PEBMATOJIOTA I ICK/IIOYe-
HUSA CUCTEMHOTO 3a00/IeBaHUs COENMHUTENbHON TKaHMU.
16.08.2016 mannmenTka obpatunacs 8 HVV peBmartomornu nm.
B.A.HacoHoBOI1, rjie ObUIHN BBIAB/ICHBI IMIepIpoaykius ANA
(1:320), aRo>200 (HopMma 0 25) u ymepeHHOe cHuKeHMe C4
1o 0,6 (Hopma 0,9-16), CTOMaTOIOT BBISABII TIAPEHXMMATO3-
HBIII TAPOTUT CO CHIDKEHMEM CeKpenuu 3-11 crerneHn, opraib-
MOJIOT IMArHOCTUPOBAJI TUIIOAKPUMUIO 1-2-71 cTenenn. beuta
PeKOMeH/[0BaHa Tepalnis BbICOKMMU [J03aMU BHYTPUBEHHOTO
Y€/I0BEYeCKOTO IMMYHOITIO0Y/INHA.

23.08.2016 B HIIH HasHavyeHO j1e4yeHIEe YeTOBEYECKUM VM-
MyHorno6ymmaoM (OKTaraM) BHYTPUMBEHHO KalleJIbHO B 703
0,4 r/xr B TeueHne 5 fHeit. 05.09.2016 manyeHTKa KOHCY/IbTU-
poBaHa B MOCKOBCKOM MMACTEHMYECKOM IIeHTpe, Tie BHOBD
ObIT peKOMEH/JOBAH KyPC JIeYeHNS Y€/I0BEYeCKIIM UMMYHOI/IO-
6ynuHOM B cyMMapHoit fose 100 r nmpemnapara.

C07.11.2016 1o 14.11.2016 Haxopmnachk Ha nedenun B HITH
¢ puarnosoM «XB/ITI, acconumpoBannas ¢ cungpomom Ille-
rpena». [lanyeHTKa IPOXOAWIA KYPC MMMYHOTI/IOOY/IMHA 110
HasHayeHHOI cxeMe. [IpoBoAuMas MMMyHOCyNIpeccHBHas,
MMMYHOMOZYIMPYIOIIas 1 MeTabonndecKast Tepamust He OKa-
3a1a JO/DKHOTO 3¢ deKra.

Yepes 7 mec, 14.06.2017, B HITH 6b1a mpoBefeHa 6momncust
MKPOHOXKHOTO HepBa. 3aK/I04YeHne: ONUCaHHast MOPHOIOrn-
Jeckas KapTyHa 60jiee BCET0 COOTBETCTBYET XPOHMYECKOI aK-
COHaJ/IbHOJI NMONIMHEPONaTUM C MpU3HaKaMy BacKyauTa. Ilo-
BbILIIEHHAsI Ipo/ndepanys MBAHHOBCKIX KJIETOK IIPeAIIOa-
raeT akCOHAJbHYIO pereHepanyio. OKkpacka KOHTO KPacHBIM
oTpuuarenbHas. Takum o6pasoM, 6MOICKs HepBa BbIABIMIA
AKCOHA/IbHYIO IO/IMHENPONATHIO — HexapakTepHyto g XBIII
KapTuHy. HecMOTps Ha OTCYTCTBME MIIONIHDIX [IETIO3UTOB B
HepBe, MAallleHTKa 00paTmiIach K TeHETUKY [ BBIABICHIS
MYTaluil B TeHe TPaHCTYPEeTIHA.

PesynpTaThl IpPOBEJEHHOIO TI'€HETUMYECKOTO aHaamsa OT
05.10.2017: mpoBefeHO MCCIEeNOBaHME BCEMl KOAMPYIOLIEN
[IOC/IeZOBATEIbHOCTY 00/I1acTelt 9K30H-UHTPOHHBIX COef{MHe-
Hunit reHa TTR, oTBETCTBEHHOTO 3a pa3BUTHE HACTIECTBEHHO-
ro ammunaonujosa. B pesynbrare ananusa B 9k3oHe 2 rea TTR
BBISIBJIEH ITATOTeHHbIN BapuaHT ¢.157T>C9 (Phe53Leu; p.F53L;
ycTapesiiee HasBaHme Myraunun — Phe33Leu) B rereposurot-
HOM COCTOSIHUM. JIMarHO3 «HAC/IeICTBEHHBIN aMIIOUI03» MO-
TIEKY/IAPHO-T€HEeTUYECKUMY METOIAMY IOATBEPKIEH.

B panpHeiineM nanueHTka KoucynbTuposana B HIJH u xoH-
CUILYMOM CIIELVaTNCTOB-HEeBPOIOroB. IIpu ocMmoTpe obiee
COCTOsIHIE yHOBNeTBOpUTeabHOe. KoyKHble TOKPOBBI U BUJM-
Mble CIMBUCThIe O7IefHble, CyXue, TPO(UIeCcKIe U3MEHEHNs KO-
KU KIUCTel pyK u crom. Yacrora gpixanuii 16 B munyty, Al
100/60 mm pr. ct., YCC 68 yi/mMun. CTyt cO CKIIOHHOCTBIO K 3a-
opaMm. B HeBpO/IOIn4ecKoM cTaTyce MEHUHI€AIbHBIX I 001Ile-
MOS3TOBBIX 3HAKOB HeT. UepenHble HepBbI MHTAKTHBI. OTMeuaeT-
Cs1 BSUIBLIL TeTparapes: B PyKax IIPOKCUMAIbHO 4 6ajia, fjuc-
TAIBHO — 3 6a/Ta, B HOTaX MPOKCUMAIbHO 2 6ajIa, JUCTANTbHO —
wierus. CyxoxxnnbHas apednexcus, auddysHas MbllIedHas
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TUIOTOHMA. YyBCTBUTEILHOCTD HAPYIIEHA 10 TOTMHEBPUTIYE-
CKOMY THITy € IIpeo6yIaJjaHyieM PacCTPOIICTB IITyOOKOI YyBCTBHU-
TEJIBHOCTH B TTA/IbL[AX KUCTEIT ¥ CTOII, BETeTaTUBHO-TPOdude-
CKUe I3MEHEHNS KOXKI KOHeYHOCTeil, uddY3HBII IUIIOTUAPO3.
OprocraTudeckas '’MIIOTeH3Ns He BbIpakeHa. TasoBble PyHK-
LM KOHTPONMpYyeT. BpIonTHeHe KOOPAMHATOPHBIX P06 HO-
raMy HeBO3MO>KHO, B PyKaX MHTEHIINY HeT.

3akmouenne: y manyeHTkn nmeet Mecto TTP-CAITIL. Hespo-
normdecknit perorurr. ITaryeHTKe MO XKM3HEHHBIM ITOKA3aHIAM
Ha3HaYeH IpenapaT BuHpakenb (MeXayHapoJgHOe HellaTeHO-
BaHHOe HalMeHOBaHe TadaMync) B JO3MpoBKe 20 MI/CyT I10-
>KU3HEHHO.

l'eHeTHYeCKNiT aHAIN3 IPOBETEH B3POCABIM [eTSIM IaI[i-
eHTKU, Ha MOMEHT 00C/IefjOBaHNA 30POBBIM. Ta ke MyTarus
rera TTR (Phe53Leu) BbLsiB/IeHa y ChIHA HALMEHTKI, Y JOUYEPU
He OOHapy>KeHa.

O6cyxaenne

ITpepcraBnen cayyait reHeTndecKn MOATBepKAeHHoi TTP-
CAII, pebrotypoBasiiest Ha 60-M rofy )XM3HU y NALMEHTKN B
HeaHAeMUYHOM (KuTenbHUIA MOCKBBI) pernote, 6e3 Hacmes-
CTBEHHOTO aHaMHe3a. BriABeHa penkas myraunsa Phe53Leu,
He CBOJICTBEHHAs PerroHaM C HarbOoIblleil pacIpoCTpaHeH-
vocrbio TTP-CAII Val30Met. JInurenbHblil — 3-I€THUN — Tie-
PMOJ IIOCTAaHOBKM [MArHO3a JeMOHCTPUPYET OOBIYHBIE AMAr-
HOCTUYECKYe TPYJHOCTH IIPY IAHHOI aTOIOT M.

Y marueHTKyU pasBUBaeTCA CEHCOMOTOPHAsA MOMMHEIpoIIa-
TV, PACIPOCTPAHSIONIASCS «CHU3Y BBEPX», AeO0THPOBABIIAs
HapyIIeHNAMM HOXOJKMU, HEYKIOHHO IIPOrpeccUpyrolas 1
IpUBOAAIIAA B KOHEYHOM MTOTe K MHBamuausanyuy (omopa
CHayaja Ha TPOCTb, IIOTOM Ha XOIYHKI, ellle o3Xe — Iepe-
ABIDKeHMe Ha Koysicke). DHMI ykaspiBaeT Ha Ipemmylie-
CTBEHHO aKCOHA/IbHBIN TUII IOPAYKeH!A CEHCOPHBIX ! MOTOP-
HbIX HEPBHBIX BOJIOKOH (M3MeHEHMs YITyO/IA0TCs Ipu 0bcrte-
TOBaHMAX B [UHAMIUKE), B IMKBOpPE He BBISB/IAETCS IIOBBILIEH-
HOTO ypOBHsI 6€/IKa, TeM He MeHee MALMeHTKe «I10 KIMHIKE»
BbIcTaBAercs auarno3 XB/IIT 1 HasHavyaeTca uMMyHOCyTIpec-
CMBHas Tepamus (IMOKOKOPTUKOVIDI, IMTOCTATUKY), He IPU-
Hecuras addexra. [IpoBoanTcs BcectTopoHHee 06CIejoBaHMe
I/IS BBIABJICH S IPYYMHBIL IIPOTPeCcCcUpYIoIell ToIMHeipona-
TUM — THIATENbHOE 00LeCOMATYECKOe 00CIefOBaHNE, aHAIN3
KPOBU Ha cofiepkaHie By, u GponmeBoit KMCIOTI, OHKOIMOUCK
IS MICK/TIOYeHMsI IIapaHeoIIaCTUYeCKOro TeHe3a, 00Cc/eoBa-
HIe Y PEBMATOJIOTA J/IsI BBISBJIEHMSI CHCTEMHOTO 3a00/IeBaHs
COeVIHUTENIbHON TKaHU. B pesy/nbTare BbIABIAIOTCA HeCIeLy-
¢uveckne nsmenenus (mospimenHble yposuu ANA u aRo),
TUITOCEKPenNs CNe3bl ¥ CIIOHBI (BO3SMOXHO, B pe3ynbTaTe
csoitctBenHoro TTP-CAII mopaskeHNA BereTaTUBHBIX BOIO-
KOH MHHEePBUPYIOILINX JKeIe3bl HEPBOB), YTO TPAKTYETCs KaK
cunpipoM Illerpena, a monmHetponaTus — Kak acCOLMMPOBaH-
Had ¢ HuM. HasHayeHHbIe KypCBI JIedeHNA BHYTPUBEHHBIM de-
JIOBEYEeCKMM MMMYHOITIOOYIMHOM TaKxe He AaioT s deKTa.
Js BoisgBIeHUA GOPMBI IOMHEIPONIATUN IIPOBOJUTCS O1O-
IICYS HEPBA, BbIABUBIIASA aKCOHAIbHDIN XapaKTep IOpaKeHMs
U He 0OHapy»uBIuas xapakreproit ast XBIII xaprunsr. [Ipu
OKpacKe KOHTO KPacHBIM He BBLABJIEHO aMIJIOM/IHBIX OT/IOXKe-
HUIA, YTO He UCKI0YaeT AMAarHo3 aMMIOU03a, TaK KaK MeTo-
AMKa He 06J1ajaeT BBICOKOI YyBCTBUTEIBHOCTDIO, U TPeOYIOTCA
[IOBTOPHbIE OMOIICHY, JOCTATOYHAs KBaIM(UKALVS [TaTO/I0Ta
U MOJIEKY/IIPHO-T€HeTNYeCKOoe MCCIefjoBaHue, KOTopoe 1 Obl-
JIO IIPOBEJEHO.

B pesynbraTe, HeCMOTPs Ha TLIATeIbHOE U BCECTOPOHHEE
obcnenoBanne, okoH4yatenbHbil guaraos TTP-CAII BeicTaB-
JIEH IIPY 3HAYUTENbHOI NIPOTPECCUM ITONMNHENPOIIAaTUN —~ TET-
pamapes, apediekcusi, rpybble YyBCTBUTE/IbHbIC HAPYIICHN S,
IIPUCOeNMHEHNEe BETeTaTUBHBIX PacCTpoiicTs (Tpoduyeckne
M3MEHEHUs KOXXI, TUIIOTUAPO3, IUnoToHu:). Ha aroit cragumn
3G PeKTUBHOCTD JI€YeHUs MOXKET OBITh HEJIOCTATOYHOI, Tpe-
6yercs manbHeiillee HabmofeHMe A ee OLjeHKuU. [Ipn BbI-
sSIBJIEHNY HACTIEiICTBEHHOTO aMIION03a TaKkKe TpedyeTcst 1o-
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obcenoBaHue y Kapamuonora (teM 6osee 4TO y HMalMeHTKU
HPUCYTCTBYIOT OTEKM Ha HOTAX M TellaTOMeTranusA, KOTOpble
MOTYT OBITH IIPOSIB/IEHIIEM, B TOM UMCIIe, CEPHIeIHOI HeIoCTa-
toyHoctn). [TopaxxeHns movek (Kpome bakTepuypun) u rias
(xpoMme IMIIOAKPUMMII), CBOICTBEHHBIX OT/IOXKEHUIO aMUTON-
Za, y 60/IbHOII He BBIABIICHO.

Takum 06pasom, IpUBeJeHHBIII IPUMep [eMOHCTPUPYET
HEOOXO/MMOCTh HACTOPOXKEHHOCTV B OTHOIIEHMV HAC/Ie[-
CTBEHHOTO aMWIONZO3a [aKe B HEIHIEMMUUYHBIX pailoHax.
Yder Bcex ocobeHHOCTEN 3a60/IeBaHNsI — IPEUMYIECTBEHHO
AKCOHAIIBHOTO XapaKTepa [OpaKeHs epudepudecKux Hep-
BOB, OTCYTCTBMA 3 (PeKTa OT MIMMYHOCYIIPECCUBHOIL Tepariuy,
HPMCOENNHEHNS] BereTaTUBHBIX HaPYLIEHUI — HOJDKEH I10-
Moub B auddepennmanbuoi guarnoctuke ¢ XBJIII u ycko-
PUTDb HalpaBjieHye GONbHBIX Ha OMOICHIO (H/IsI yTOYHEHMs
MOp(OJIOrUY MOPAXKEHNUsI HepBa 1 BbISIBJIEHNUST OTIOXXEHNUIT
aMIUIONJIA) ¥ MOJIEKY/IAPHO-TeHeTIYecKoe 1ccefoBanue (s
BbIABJIeHNA MyTauii B rene TTR).
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