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Hereditary transthyretin amyloidosis belongs to a group of diseases with an autosomal dominant type of transmission and a heterogeneous clin-
ical picture, which depends on the type of transthyretin gene mutation. The leptomeningeal form is a rare phenotypic variant of amyloidosis with
a predominant involvement of brain and spinal cord meninges, as well as cortical meningeal vessels. The main manifestations of this phenotype
include cephalalgic syndrome, episodes of acute cerebrovascular accident, hearing impairment, epileptic seizures, progressive cognitive impair-
ment reaching the degree of dementia, impaired consciousness, etc. The article describes a clinical case of revealing of amyloidogenic mutation
Ala45Thr with a hereditary family history and typical manifestations of leptomeningeal amyloidosis at the onset of the disease, as well as
impaired renal function. Neuroimaging with contrast enhancement revealed a characteristic thickening of the meninges of the spinal cord due
to the deposition of amyloid masses.
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HaciencTBeHHBINT ~ TPaHCTUPETUHOBBI  aMWJIOUIIO3
(hATTR) — penkoe HaclieACTBeHHOE 3a00JieBaH1e, XapaKTepu-
3ylolieecs: TPerMYIIeCTBEHHBIM MTOpaXkKeHNeM HEPBHOM CUCTe-
MBI, Cepalla, XeJyIOYHO-KUIIEYHOTo TpaKTa M IPYTHUX opra-
HOB, B OCHOBE MaTOreHe3a KOTOPOro JEXUT OTJI0XEHUE B MeXK-
KJIETOYHOM MPOCTPAHCTBE MAaTOJOTMYECKOro 6ejka — aMUIou-
na. hATTR BoigBieH 0osee yeMm B 30 cTpaHax, MpUYEM CYLIECT-
BYIOT DHIEMMYHBIC 30HbI, Takue Kak [lopryranms, IBeuwms,
SAnoHus, TAe pacrnpoCcTpaHEHHOCTh MOXKET BapbUPOBaThb OT
0,91—-204 cnyvaeB Ha 1 muiH HaceneHust 1o 3,8—1631 ciyuas
B OTHENIBHBIX cyopernoHax [1—4]. B Poccuiickoit @enepanm
SMUAEMUOJIOTUS JaHHOK (OpMbI aMWIOWI03a OO KOHIA He
u3yvyeHa, OJHAKO C MOSIBIEHUEeM TeHeTUUECKOTO TECTUPOBAHUS
W yIydlIeHWeM JUArHOCTUKU YacTOTa BCTPEUYaeMOCTH 3a IOo-
clIeHUe JecaTWIeTHsT Beipocia ¢ 1 1o 8% cpenu maMeHTOB
C CHCTEMHBIM aMUJIOMI030M, YTO MPHUOIMXKAETCS IO CBOEMY
3HAYEHMIO K CpeJHeeBpOIeicKUM TaHHbIM [5]. Ha ceromnsi-
HUIi 1eHb B MUPE HACUUThIBAETCS 0KOJIO 50 ThIC. 3apeTUCTPUPO-
BaHHbBIX ciydaeB hATTR [6].

B xauecTBe MpuUYMHBI 3200JIeBaHUS paCCMaTPUBAETCS MY-
Talus B reHe Oenka TpaHcTupernHa (18ql2.1), ocymiecTBisito-
1IIETO TPAHCIIOPT PETUHOJIA U TUPOKCHHA. OCHOBHBIM MCTOUYHM -
KOM CHHTe3a TPaHCTUPETHHA B OpraHU3Me SIBJISICTCS TTeYCHb,
a TaKXKe COCYIMCTBIC CIUIETCHUSI OOKOBBIX XEIYIOYKOB TOJIOB-
HOT0 MO3ra Y MUTMEHTHBI CJ10ii ceTyatku miasza [7]. MexaHusm
repenayr HacJIeICTBEHHOTO aMWJIONI03a — ayTOCOMHO-IOMMU-
HAHTHBINA, OJHAKO OIMKMCAHBI M CIIOpaanyeckKue ciydan. B pe-
3yJIBTaTe MyTallMU M3MEHsIeTCsl KOH(hOpMaLMs TpPaHCTUPETUHA,
0eJIOK CTAHOBUTCSI HECTAOMJIBHBIM M pacrajaercs Ha OTIeb-
Hble cyobeanHULbI (MOHOMEDHI) [1, 8]. [1yTeM nmoaumepuszauuu
MOHOMEPbI COOMPAIOTCSI B HEPACTBOPUMBIE CTPYKTYPhl — aMU-
JIOUAHbIE (PUOPUILIBI, KOTOPbIE OTKJIAAbIBAIOTCS B MEXKKJIETOU-
HOM MpOCTpaHCTBe. K OCHOBHBIM MeXaHU3MaM IMOBPEKICHUS
OKpYXXarollleil TKaHU OTHOCAT CHaBJICHUE U HapylIeHUe CTPYK-
TYPHI BCIICACTBHUE «Macc-3(hdeKTa», UIIEMUI0 U3-3a OTIOXKECHUS
AMWJIOMIHBIX MacC B CTEHKAX COCYIOB M HETIOCPEACTBEHHOE 1T -
TOTOKCHUYECKOE JIECTBUE TTPOMEKYTOUHBIX ITPOIYKTOB 00pa3o-
BaHUs amuonaa [1].

Knununueckas kaptuna u teueHue hATTR Becbma Bapua-
GeJbHBI M 3aBUCSIT OT TUIIA MyTallUM TeHa TPAaHCTUPETHHA, BO3-
pacta e010Ta U STHUYECKOTO MPOUCXOXKIEHUS NanreHTa. B Ha-
crosiiee BpeMs onucaHo 6osiee 160 MyTaluii reHa TpaHCTHUpPE-
TUHa, MpUYeM Hauboyiee pPacrpOCTPaHEHHOM W M3YYEHHOM
B mupe sBiasercsa ValS0Met (npexHee HazBaHue — Val30Met),
Ha KOTOPYIO MPUXOAUTCS 0Kosio 50% ciiydaeB HaCJAeICTBEHHOTO
aMuonago3sa [9].

B 3aBuCcHMOCTH OT MpeobiagaHus TTOPaKEHUST TOTO WU
WHOTO OpraHa MU CUCTEMBI YCIIOBHO BBIACIISIIOT TPU OCHOBHBIX
¢denotumna 3adosneBanus: 1) hATTR-amunounHast HeBporarusi;
2) hATTR-amwiouaHasa kapauomuonatusi; 3) hATTR-nento-
MEHUHTeaJbHbI aMmionno3. CyliecTByeT psii MyTaliuid,
MPY HAJTUIMK KOTOPBIX BBISIBJISIETCS ONpeieieHHast (eHOTUITH-
yeckasl KapTuHa. Hanpumep, 11 HEBpOJIOIrMYECKOro BapuaHTa
xapakTepHbl Mytauuu Val50Met, Leu78His, Ile104Ser,
Tyr134His; nis kapauosorunyeckoro — Vall22lle, Leul31Met,
Pro44Ser, Glul12Lys; nis nentomeHuHreaabHoro — Leu32Pro,
Asp38Gly, Ala45Thr, Val50Gly [3, 7, 9].

Penko BcTpeuaromascs JenToMeHUHTea bHast hopMa Ha-
CJIEICTBEHHOTO aMUJIOMI03a BbI3BaHA CMHTE30M JCCTAOMIIN3H -
POBAaHHOTO TPAHCTUPETUHA COCYIUCTBHIMU CIJICTCHUSIMU XKEJTy-
JIOYKOB MO3Ta C TTOCJIEIYIONIUM OTJI0KEHEM aMUIOUITHBIX (pu-

Opwi1 B 000JI0YKAX TOJIOBHOTO U CIIMHHOTO MO3Ta U B CTEHKAaX
MEJIKAX KOPTUKATBHBIX 000JIOUEYHBIX COCyIOB. BriepBble maH-
HbIll heHOTUN ObUT onucaH B 1980 . aMepuKaHCKUM HEBPOJIO-
rom H. Goren u coabr. [10], koTopble 0000LININ KIMHUYECKHE
cayyau naieHToB ¢ hATTR ¢ npusHakamMu mopaxkeHus LeHT-
panbHoit HepBHoOI cuctemsl (LIHC). B HacTosiiiee BpeMsi B Mu-
POBOI1 TUTEepaType MPEeACTaBIeHO OKOJIO 72 CiiydyaeB C JaHHBIM
deHoOTUIIOM 3a00JIeBaHUS, CPEeAd KOTOPbIX Haubosee 4acTo
BcTpevatorcst ciepytomue Mytamuu: Asp38Gly, Tyr89His
u Val50Met, xapakTepHble 111 eBporneickoii (60%), ameprKaH-
ckoit (33,3%) u simoHckoii (26,7%) nonynsuwmii. [Ipumeuarenb-
HO, uTO TOJBbKO Tipu MyTanusix ValS0Gly u Gly53Arg onmcaHbt
npusHaku nopaxenusi LIHC 6e3 pa3Butus KapauOMUONATUH,
rnepudepuyeckoli coMaTUYeCcKoi U aBTOHOMHOI HEBpOIaTUU
[7, 10].

K OCHOBHBIM KJITMHUYECKUM IPOSIBJICHUSIM JICTITOMEHUH-
reaJbHOro aMUJIOUA03a OTHOCATCS: Lie(alrMuecKuii CUHIPOM,
NBUTATEIbHbIE U UyBCTBUTEJIbHbIE HAPYLLIEHHUSI TIO LIEHTPAJIbHO-
MYy THUITY, TOBTOPHBIE 3MU30Abl OCTPOTO HAPYILIEHUS] MO3TOBOTO
kpoBoooOpaieHus (OHMK), nmporpeccupytoiiiie KOTHUTUBHbBIC
HapylIeHUsI, TOCTUTAIONINE CTeTIeH! NeMEHLIUU, OOCTPYKTUB-
Has ruapouedanus, SMUIenTUYeCKe TPUCTYIIBI, HAPYIIEeHUS
CO3HaHWS BIUIOTh IO KOMBI, KpaHUATbHAsI HEBPOIaTUs (ITopa-
xkeHue VIII mapel yepenHbIX HEPBOB), MOMEPEYHbI MUEIUT,
Mo3xkeukoBast arakcus [10—14]. B ciiyuae BoBjieueHHUs B TaTO-
JIOTUYECKUIA Mpolecc opraHa 3peHusl paccMaTpUBaeTCsl OKYJI0-
JIeITOMeHUHrealbHasi dopma 3aboseBaHusi. [lpumeuatesnbHo,
YTO, B OTJIMYME OT IPYTUX (heHOTUIMUIECKUX (GopM, TIPH KOTO-
PBIX BCTPEUaloTCsl pa3HOOOpa3HbIe CUMITTOMBI TOPaXKeHUS I1a3-
HBIX SI0JI0K, ISl OKYJIOJIeNTOMEHUHTeaIbHON (hOPMBI XapakTep-
HO B OCHOBHOM NTOMYTHEHME CTEKJIOBUIHOTO TeJa.

[TpuBOIMM KIMHUYECKUI CTydail MallMeHTKH C JIETITOME-
HuHTeanbHbIM (peHoturiom hATTR, monTBepkneHHbIN TeHeTH -
YeCKUM U MOP(OTOTUIECKUM METOAMU.

Ilayuenmra Y., 36 nem, nocmynuna ¢ Knunuky HepeHbix 60-
nesneil um. A.A. Koywcesnuxkosa Ceuenoeckoeo Ynueepcumema
¢ Jcanobamu Ha nepuoouvecKue 20106Hble 601U 0agauee0 Xapax-
mepa, komopule docmuearu unmercugHocmu §—9 6ai106 no euzy-
anvroll ananoeosoll wkane (BAILI) 6oau u conposoxcoarucs moui-
HOMOII, UuHo20a PBOMOIL; CHUICCHUE CAYXA HA Npagoe yXo; @blpa-
JICEHHYI0 HEYCMOUYUBOCMb, NOWAMbIBAHUe NPU X00b0e, oujyueHue
«OHeMeHUs» U c1abocms 8 Ho2ax, Hedepicarue Mo4u, Kaia; nepuo-
duyeckue 6one3HeHHble Cy00poU MblUuly, KOHEUHOCMell, OMeKU Hoe.

Ilo dannvim HacneOcmeenHO20 aHaMHE3a U3GECIHO, YMO
mMamb nayueHmkuy ymepaa 6 gospacme 47 aiem, cmpadana 20106HOU
001610, CONPOBONCOAIOWETICS MOUHOMOLL U PEOMOTL, NPOCPECCUPYIO-
weil xponuueckoil 6oneznvio nouek. Bnocaedcmeuu npu neghpo-
Ouoncuu 06Hapycern amuaoud, omcpoHeHHoe UMMYHOLUCHOXUMU-
uecKoe UCcedo8anue ¢ AHMUMeNamu K mpancmupemumy bisiguo0
axcnpeccuto TTR y mamepu nayuenmku. /[205 co cmopoHs: mame-
Dpu maksice cmpaoan XpoHu4eckoli 601e3Hbl0 no4eK, ymep 8 603pac-
me 40 nem npu A6aeHUAX npocpeccupyroujeli noueuHoi Heoocma-
mounocmu [15].

H3 conymemeyrowux 3ab601e6anuil y nayueHmku paree 8boi-
A6AANU: MUPeHb 6e3 aypbl; CUHYCO8YI0 MAXUKAapOUuio, aymoumMMyH-
HbLil mupeoudum (MeOuKameHmo3Has KoMneHcayus), Jcene3ode-
duyumnyio anemuro, ducaunudemuro U NPagoOCMOPOHHION Helipo-
CEHCOPHYI0 MY20yX0cmb 4-ii cmenenu.

U3 anamuneza 3aboneeanusi u3eecmuo, 4mo NAUUEHMKY
¢ demcmea 6ecnoKouay yacmole NPUCHYNbL 20A08HOU 601U 0assuye-
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20 Xxapakmepa, conpogodcoaroujuecs MouwHoOmol, docmuearoujue
8—9 6annoe no BAIIl. Panee conoenas 6046 Kynuposaiacsy uumpa-
monom. C meuenuem epemeru UHMEHCUBHOCHb U HACTOMAa 20106~
Holl 6oau Hapacmanu. B nacmoswee epems becnoxoum ejceones-
Has 20108HAs1 601b 0A63UE20 XAPAKMepa UHmMeHcUsHocmoio 3—4 6an-
aa no BALIl, snuzoduuecku docmuearowasn §—9 6arnoe no BAILI
u conpogocdarouascs mouHomoti u pgomoil. Umerowjuiics yegpan-
euyecKull CUHOPOM PaccMampueancs 6 pamKax muepeHu 6e3 aypoi.
B 2008 2. énepevie pazsuics npucmyn CUCmemMHo20 201080Kpydice-
HUs, CONPOBONCOAUUICS MOUHOMOL, MHO2OKPAMHOU pPEOMOil,
Komopulii Onuacs okono 3—4 u. beina eocnumanusuposana 6 Hegpo-
JNoeuteckoe omoenetue, ede nPogoouaacs, memaboruueckas mepa-
nus ¢ nocaedyrouwum yayuuenuem cocmosnus. B 2010 e. nayuenm-
Ka cmana ommeuams usmeHernue noxooku, NOABUAUCH Hcanolbl HA
Yy6cmeo «oHeMeHus» 6 Hoeax. Yepes 200 noemopuacs npucmyn cu-
CMEMHO20 201080KPYICEHUS, KOMOPblil dauacs okoao 104 u conpo-
6odcdanca mowHomoii u peomoii. [Ipoeodunace maeHumno-pe3o-
Hancnas momoepaghus (MPT) eoa06bt, dannbix, ceudemenbcmeayio-
wux o Haauwvuu OHMK, noayueno ne 6vi10. B 2014 2. koncyavmu-
D08aHA SHOOKPUHON020M: YCIMAHO8AEH CYOKAUHUMECK ULl eunomupe-
03 (no Hacmoswee epems npuHumaem 3ymupokc 125 mke).
B 2017 e. noxcanrosasacy Ha ocmpo GO3HUKWIULL «360H 8 NPABOM
yXe», nogvluleHue apmepuanrvhozo oasaenus 0o 140/90 mm pm. cm.,
MHOo20Kpamuyio peomy. [lanHsle Hcanobvl cOXpAHANUCH 8 meyeHue
2—3 OHell, a uepes mecay, NAuUEHMKA OMMemud, 4mo Omcymcm-
eyem cayx Ha npasoe yxo. Koncynbmuposana cypoonoeom, no pe-
3yabmamam ayouoMempuu 8bii6AeHA CEHCOHEe8PANbHAA MY20-
yxocmb 4-ii cmenenu cnpaea. B 2017 e. haxodunacs Ha 06caedosa-
HUU 8 HeBPOA02UHECKOM OmOeneHUl, N0 OAHHbIM MeOUUUHCKOU 00-
KyMeHmayuu, 8bis61eHbl HUdICHUL napanape3 0o 4 641108, 0Jicug-
JNeHUe CYX0NCUNbHBbIX peghaekcos 6 pykax u Hoeax. MPT eon06bi:
6e3 namonaoeuu, MPT weiinoeo omdena: evisieaen ouae Ha yposHe
Cyr_yi- O6cyncoancs duaernos cocyoucmoii mueaonamuu. Toeda jce
6 CYMOYHOM AHAAU3e MOHU OMMEUAAUCh NOBblULeHIe YPOBHS beaKa
(1,3 e/n), mukpocemamypus. 3anodos3pen cucmemublil amuioudos,
nposigassuiuiics Hegppomuueckum cunopomom. B 2017 e. npogedena
Hegpobuoncus — npu OKpacKe KOHe0 KPACHbIM GblABAEHbL AMUAOUO-
Hble omaodcenus. bouau uckaouenvr AA- u AL-amunoudos [15].
B3zam cenemuueckuii ananu3z na Haauuue Mymayuu 2eHa mpaHcmu-
pemuHna, eviserena amusoudoeennas mymavus Ala45Thr. Anano-
2UMHAS MyMAayUsl 8blsi8AeHa y ColHa nayuenmxu 16 sem, pooHoli ce-
cmpbl 34 nem u bpama 32 aem. B amo xce epems nposedena Ixokap-
duoepagus — npu3HAK08 amusouoHol KapouomMuonamuu He ooHa-
pyaucero. B 2018 e. y nabarodaemoil nayueHmku npucoeouHUAUCh
Hapyulenuss Moveucnyckanus (nepuoduyeckoe Hedepicanue mouu),
degpexcayuu, npoepeccuposana caabocmy 8 HUNCHUX KOHEHHOCMSIX.
s danvueliueeo 0006cae006anuUs nayueHmKa 6biaa HanpasieHa
6 Heeponoeuteckoe omdenenue Kiunuku nepenoix oonesneii Ceve-
HO6CK020 YHugepcumema.

Ilpu ouenxe comamuueckoco cmamyca odpaujaru Ha ceos
GHUMAaHUe 01e0HOCMb KOICHbIX NOKP0B08, omeKu 00eux Hoe. Boipa-
JceHHoe cHudiceHue cayxa Ha npagoe yxo. Cuaa é npoKcumanbHoix
u ducmanvHbiX omoenax pyk — 5 6a1108, 8 NPOKCUMANbHbIX OMOe-
2aX Hoe — 5 641108, CHUJICEHUe CUAbL 8 OUCMANbHBIX 0Mdeaax Hoe 00
4 6annos. llogviwenue mbluiedHo20 MOHYCa 8 HO2AX NO cnacmute-
ckomy muny. CyxodxcunbHole pegpaeKcyl ¢ pyK, ¢ Hoe 8bicoKUe, ¢ pac-
wupenuem pegaexcoeennuvix 301, D=S. Knonycei cmon. Ilamonoeu-
ueckue pegaexcot Tpemnepa, logpmarna, babunckoeo ¢ obeux cmo-
pon. KoopdunamopHsie npobul (nansyenocogyio, namo4HO-KoaeH-
HYI0, RAAbUE-MOA0MOUKO08YI0, NPOObI HA OUCMEmMpPUr0, OUcoUadoxo-
KUHe3) ebinoaHsem yooesemeopumenvto. B npooe Pombepea ¢ om-
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KPbIMbIMU U 3AKPLIMbIMU 2Aa3aMu yemotiuuea. boresas eunecme-
3us 6 cmonax. Inybokas 4yecmeumensbHOCMb 6 6epXHUX U HUNICHUX
KoHeuHocmsax coxparnena. Hapywenue mazoevix gynkyuil: neiipo-
2EHHbII MOYeB0ll Ny3bipb (Hedepicanue U UMnepamueHsle no3blebl
Ha Moueucnyckanue), nepuoduueckoe Hedepiucanue Kand.

Tayuenmke nposedena opmocmamuueckas npoba, KOmopas
0bLAa PACUEHEHA KAK OMPUUAMENbHASL.

Jlabopamopnvle ananu3svl: 00wl AHAAU3 KPOBU: CHUMICEHUE
ypogHs eemoenobuna do 92 e/a (nopma — 117—180); ygemoeoii no-
xazamens 0,7 (nopma — 0,8—1,05); nosviwernue COD do 64 mm/u
(Hopma — 2—20). Obwuii aHasuz mMouu: nogvluleHue yposHs 6eixka
do 2,8 e/a. B buoxumuueckom ananuse Kpogu — CHUICEHUE YPOBHS
anvoymuna do 31,2 e/n (nopma — 32—48), nogviuieHue ypogHs xo-
necmepuna 0o 17,01 mmonv/n (nopma — 3,2—15,6). Obwuit anaius
yepebpocnunanvholl weuokocmu (L[CXK): becusemmnas, npospau-
Hocmb noanas, ypogens oeaxa — 0,41%o (nopma — 0,16—0,3%0),
enokoza — 69 me% (nopma — 40—60 me%), uumos — 1 knemka
6 1 mm’ (Hopma — 0—15), mukpockonus — mpu aumgpouyuma u 00uH
Helimpoghua.

IIposedennvie uncmpymenmanvHole 00cAe008aAHUSA: FNEKMPO-
Kapouoepagus — CUHYCO8bLi PUMM,; YACMOMA CEPOCHHbIX COKPA-
wenuii — 74 yoapa 6 munymy.

Cuyunmuepachus muoxapoa c¢ nupogocghamom: é obracmu
cepoua onpedensemces Oup@ysrnoe HaKonienue uHOUKamopa ¢ He-
uemkoll eparuyell, ¢ Koagouuyuenmom Haxonaenus 1,23 no cpas-
HEeHUI ¢ KOHMpanamepanvHol pegepercHoll ooaacmoio. AHomany-
HbIX 04a208 HAKONACHUS NUPODOCchama UHbIX N0KANUZAYULL He OM -
MeUeHo.

Dnexmponeiipomuoepaghus: Komnpeccus npagoeo cpeOUHH020
Hepea 6 00aacmu KapnaibHo2o KAHaAd, npu Uccaedo8aHUU Hep8os
HUJICHUX KOHEYHOCHeEl Npo8oouMOCmb 8 NPOKCUMAAbHbIX U OUC-
MAnbHbIX 0MOeNax MOMOPHLIX BONOKOH, A MAKice no ObICMPOnpo-
B00AUUM CEHCOPHBIM BONOKHAM He HapyuleHd, napamempsl AMAAU-
My MOMOPHBIX U CEHCOPHBIX OMBEMO08 — 8 Npedesax Hopmbi.

Koauuecmeennoe ceHcopHoe mecmuposarue: 6bis61eHO No-
8blULEHUE NOPO208 MEMNEPAMYPHOL MENA0B0I HYECMEUMENbHOCIU
Ha yposHe Ly u S}, x01000600 wyecmeumensnocmu Ha yposre Cyy,
Ly u Sy, umo moxcem ceudemenscmeosams o oughghyzHom eoeneue-
HUU 68 NamoA02U4ecKUil npoyecc MOHKUX 8010KOH HeP808 KaK 6epX-
HUX, MAK U HUJICHUX KOHeYHOCmell (cM. mabauyy).

Jlazepnas KOHQOKANbHAA MUKPOCKONUS HEPE08 PO208ULb
(JIKMP): npu ouenke HepeHbIX 80N0KOH PO2OBUUbI 00paAUAIU HA
ce0s BHUMAHUEe MHOLOYUCACHHbIE OMBEMBACHUS OM OCHOBHIX HEPE-
HbIX cme0a08 (puc. 1).

MPT chunnoeo mo3ea ¢ 6HympUeeHHbIM KOHMPACMUPOBAHU-
em: UCCcAe008anue nposedeHo 8 aKCUANbHOU U CA2UMMANbHOU NPO-
exyusix 6 pexcume T1 ¢ HympUBEHHbIM KOHMPACMHBIM YCUACHUEM
(Maenesucm 0,5 mmonv/ma, 20 ma). Ha noayuennvix uzobpasiceHu-
AX nocae 66e0eHUs KOHMPACMHO20 8euleCmea onpedensiemcst HaKo-
naeHue e2o no 000404KAM Ha YPOSHe Om Npodoa208amozo mo3ed
u 0o KoHyca. 3akaroueHue: HAKONAEHUe KOHMPACMHO20 Belyecmea
N0 000104KAM 20106H020 U CHUHHO20 MO32d 8 WIeLIHOM, epYOHOM
U NOSCHUMHOM 0mdenax no360HoYHUKA (puc. 2).

Koncyaomayus ogpmansmonoea: Vis OD = 1,0; Vis OS = 1,0.
Buympuenasnoe dasaenue OD = 17,0; OS = 19,0. OU: poeosuua
npo3pauHas; nepeoHss Kamepa cpeouell enyOuHbl, 61a2a npo3pat-
Hast; paoyjcKa CmpyKmypHas, 3pa4ox Kpyeaslil, 8 yeHmpe, peaKuyust
Ha ceem Jcusas; xpycmanuk npospaunsiii. Inasnoe ono: OU duck
3pUMenbHO20 Hepea 01e0H0-Po308blil, eparuybl Yemkue. Makyasp-
HbLil pegreKc coOXpaHeH, caeea 6 Makyiae eOUHUHHble CyXue Opy3bl.
Xo0 u xaaubp cocyoos 6e3 ocobenHocmeil.
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Kowncyaomauus negpponoea (0.m.n. B.B. Pamees): y nauu-
eHmKU ¢ 00KA3AHHbIM MPAHCMUPEMUHOBbIM AMUAOUOO30M COXPA-
HAOMCS NOAUHeeponamus, Hegpponamus ¢ mendenyuell Kk ycyeyo-
NeHUI0 Heppomu1ecko2o CUHOPOMA, 8bICOKUM PUCKOM (POPMUPOBA-
HUSL MEePMUHANbHOU CMAdUU XPOHU4ECKOU 60e3HU NOHeK.

Knunuueckuii duaenos: nacaedcmeeHHbli mpaHcmupemuHo-
8blil AMUAOUOO3 C NOPANCCHUEM UCHMPAAbHOU, nepugpepuvecko
comamu1eckoil U a8MOHOMHOU HepeHoll cucmembl, novex. Myma-
yus Ala45Thre eemepozucomnom cocmosinuu. [lauuenmke peko-
MeHdosaH npuem magamuduca  doze 20 me/cym NONUCUZHEHHO.
Beudy evipanicenHoil aHemul HA3HAYEHO NeUEHUE JCeNe30C00ePIHCa-
wumu npenapamamu. C yeavio npedomepauieHus OmeKos 6 pam-
Kax Hegppomuueckoeo cuHopoma nayuenmie 0bl10 YKA3AHO HA He-
00X00UMOCMb CMP02020 COONOOCHUS MANOCONCEOL OUembl, Npuem
sepownupona 50— 100 me/cym.

Obcympenne

[IpencraBiaeHHbINA KIMHAYECKUI CTydaii SIBJISIETCS WJLTIO-
crpauueii peakoro peHoruna hATTR — nenroMeHUHreasbHOro
aMWIONWI03a ¢ TUMMMYHOI MyTauueit Ala45Thr reHa TpaHcTHpe-

Pe3y/1bmambz Koau4ecmeeHHoec0 CEHCOPpHO20 mecmupoearnus

nayuenmku Y., 36 nem

Results of quantitative sensory testing of the patient U.,

36 years old

ITopor x0.J1010B0}i

ITopor TenoBoii
yysctBuTeabHOCTH (CDT), °C  wyBcTBHTeabHOCTH (WDT), °C

tuHa. OCOOBI MHTEpeC MpencTaBsieT aHaMHe3 3a00JIeBaHUs:
C TIOAPOCTKOBOTO BO3pacTa MAIMEeHTKY 0€CITOKOUIN WHTEHCUB-
HbIE TOJIOBHBIE 0OJIM, CONPOBOXIAIOIIMECS TOLUTHOTOW M PBO-
ToM. M3HaualbHO UMEIOIIMIACS Lie(aITMYeCKUil CUHIPOM pac-
CMaTpUBaJICSd B paMKaxX MEpPBUYHON KOMIUIEKCHOI TI'OJIOBHOM
0011 (rOJIOBHOM 00N HAMPSIKEHUS U MUTPEHU 0e3 aypbl), PU-
HMMas BO BHUMaHMe Ae00T 3a00JIeBaHMsI B TOAPOCTKOBOM BO3-
pacTe ¥ JaHHbIC HACIEICTBEHHOTO aHaMHe3a (aHAJIOTMYHbBIE TO-
JIoBHBIEe O0n y Matepu). OMHAaKO, YUUTHIBasI YCUTICHUE MHTEH-
CUBHOCTH, TIPOJOJIKUTEIBHOCTM UM YacTOThI TOJIOBHOU 0o
¢ TeYeHUEM BpPEMEHU, MOXHO OOCYXKIATh IMPUCOCANHEHNE BTO-
PUYHOTO 1ie(aJrTnIecKoro CMHIpOMa KaK OIHOTO U3 IPOSIBIIC-
HWI1 JIETTOMEHUHTeaTbHOTO aMuionao3a. [1o JaHHbIM JuTepa-
TYPBI, aHAIOTUIHBIE CUMIITOMBI HaOJTIOIaTMCh BO MHOTHMX CEMb-
SIX C YKa3aHHBIM (DeHOTUIIOM: MUTPEHETIOT00HbIE TOJIOBHBIE 60-
JI OBLTY OTMTMCAHBI Y WIEHOB CEMbU UTATbSIHCKOTO IIPOMCXOXKIIE-
HUS C JOKa3aHHOU MyTtanueit Phe64Ser reHa TpaHCTMpPETHHA;
Yy WIEHOB BEHIepcKoil cemMbu ¢ Mytanueit Asp38Gly, KoTopbie
MPEAbSIBISIIN KaJI00bl HA MPUCTYIIbI TOJIOBHOM 00U ¢ TOJOBO-
KPYXEHUEM, TOIUHOTOM U MHOTOKPATHOW PBOTOM, C IMPEXOIsi-
LIeH OUIUIONMEN U TPaH3UTOPHOW TJIO-
GanbHOM amHesueit [13, 16, 17]. OnHoii
W3 IPUYKMH TOJIOBHOM GO MOXET OBITh
00CTpyKTUBHas ruapouedanusi, Mopho-
JIOTMYECKOW OCHOBOM KOTOPOW SIBJISIETCS
HapylIieHne STMeHINMAaTbHON BBICTUIKA
KEJTYIOYKOB U TIpoJrdepanust acTpoI-
TOB ¢ (hOpMUPOBAHKMEM STEHAMMATBLHBIX

O0JacTh MCCIeI0BAHUSA O pedepencHbie T pedepencHbie IPAHYIALMIL ¢ OTIOXEHUEM B HUX aMy-
3HaYeHus, 3HAYEHHS,
nanuenTa min—max® nauuenTa i p— JIoua, B TOM YMCJE€ B CTEHKAxX COCYIOB,
YTO BbI3bIBAET HApylLIEHUE JIMKBOPOIU-
Tewn neBoit ctonsl MenuaabHo (Ly) 0,5 26,9—33,4 42,8 30,6—41,9 Hamuku [10]. B HaGmomaemom ciyvae
AHHbBIX, CBUWJETEJbCTBYIOIIMX O HaJIU-
Tew1 1eBO# CTOMBI JJaTEPATbHO (S;) 0,1 26,9—33.,4 44,8 30,6—41,9 x ’ A YOI
YUK TuApoLedanu, moaydeHo He ObLIO.
Bo3BHIIIIEHIE GOJTBIIOTO TATbIA 26,2 28,7-32,1 34,1 32,4-34.9 [lpunumasa BO BHMMaHuE NEOIOT

kuctu ciesa (Cy,)

Ilpumenanue. * — nnst mau ot 30 no 39 ner.

Puc. 1. Chumox monkux nepgoé
poeosuubl nayuenmiu Y., 36 nem,
noayuennwlii ¢ nomouivro JIKMP
(cmpeakamu yKazanvl 0meemeneHus
OM OCHOBHBIX HEPEHBIX CMBO08)
Fig. 1. An image of cornea thin nerves
of the patient U., 36 years old, obtained
using laser confocal microscopy
of the cornea nerves (arrows indicate
branches from the main nerve trunks)

70

Puc. 2. MPT weiinoco omdena

NO360HOYHUKA € KOHMPACHHbIM
yeunenuem. [layuenmrxa Y., 36 rem
(cmpeakamu ykazano ymoaujeHue
U HaKonaeHue KOHMpPaAcmHo20
Beuecmea Mo3208biMu 000104KamiL)
Fig. 2. MRI of the cervical spine
with contrast enhancement. Patient U.,
36 years old (arrows indicate thickening
and accumulation of contrast
agent in the meninges)

3a00J1eBaHKS B MOJIOJIOM BO3pacTe, IpH-
3Haku nopaxeHus: LIHC (cnactuueckuii
HUKHUI Tlaparnape3 ¢ Ta30BbIMU Hapy-
LIEHUSIMU ), TpOBOAMIACh TUddepeHIu-
aJibHasl IMarHOCTUKA C IeMUSTUHU3UPY-
oM 3adoneBaHueM. IlanmeHTke He-
ofHOKpaTHO npoBoauiaack MPT ronossl,
LIEHOTO, TPYAHOTO OTAEJIOB MO3BOHOY-
HUKa, OJHAKO XapaKTePHBIX OYaroBbIX
HapylIeHU ¢ TUCCEMUHALMEN BO Bpe-
MEHU M TIPOCTPAHCTBE TOJy4EeHO HE ObI-
J10. BBISIBIICHHBIN paHee ovar Ha ypOBHE
Cyi_yy, BEPOSITHO, CJIEOyeT paccMaTpu-
BaTh KaK pe3yJibTaT HapylIeHUs KPOBO-
CHaOXEeHMSI CIIMHHOTO MO3ra, 00YCJOB-
JICHHBIN OTJIOXXEHUEeM aMUJIouaa B CTeH-
Kax MEJIKMX COCYIOB U KaIllWJLUISIPOB C UX
najbHeie okkiosuei. Takke mis na-
LIMEHTOB C JIENTOMEHUHTIeaIbHBIM (heHO-
TUIIOM XapakTepHbl moBTopHbie OHMK
M0 UIIEMHUYECKOMY M TeMOpparuyecko-
My tumy. CiaenyeT OTMETUTD, YTO aMUJIO-
WIHBIE OTJIOXEHUS TIPUBOIAT K TUOEIN
HEPOHOB M Pa3BUTHUIO aTPOGUUECKOTO
Ipoliecca B TOJIOBHOM MO3Te, YTO CTaHO-
BUTCS B MEPCIEKTUBE TPUINHOM KOTHU-

Heesponoeus, Heilponcuxuampus, ncuxocomamuxa. 2022;14(6):67—72



TUBHBIX HapylieHuii [10]. B mpuBeaeHHOM KJIMHUYECKOM CITy-
Yae KOTHUTUBHBIE (DYHKIINU OBITH COXPAHHBI.

B nepuona npeObiBaHMS MAIIMEHTKU B CTallMOHAPE MPOBE-
neHa MPT 1ieiiHOro u rpynHoOro otaesna ¢ KOHTPACTHBIM YCUie-
HUEM, e ObUTM OOHAPYXEHbI XapaKTepHBbIE ISl TPAHCTUPETU-
HOBOTO aMWJIOM103a paMoIornyeckre Mpu3Haky B BUIE YTONI-
1IeHUs 000JI0YEK TOJIOBHOTO U CITMHHOTO MO3Ta ¢ HaKOTUIEHU-
€M KOHTPACTHOTI'O BellleCTBA. YTOIeHHEe 000JI0YEK ITPU aMUJIO-
WI03€¢ CBSI3aHO C Mpojudepalnneil COeNMHUTENIbHONU TKaHU
1 i y3HBIM OTIOXKEHUEM aMUTIOUIHBIX IEMTO3UTOB B CTEHKAX
COCYIOB, BBI3BIBAIOIIUM yMEHBIIEHUE Cy0apaxHOUIATHLHOTO
mpocTpaHCcTBa. JlaHHbIE M3MEHEHUsI SIBJISTIOTCST JIOTIOJTHUTEb-
HOU TIPUYUHON T HapylIeH!sT KPOBOCHAOXKEHUST U KOMITpec-
CUU CIIMHHOIO MoO3ra U KopelkoB. Haumbosnee BbIpaxeHHOE
yToJ1IeHre 000JI0ueK HabtoaaeTcs B 001aCTU CTBOJIA TOJIOBHO-
ro Mo3ra, Mo3xeuyka M CIIMHHOTro Mosra. [ToMumo yrosiieHus
000J104€K, ONMUCAHbl KIMHUYECKKE CyYyar MOBBIILIEHHS] CUTHA-
na B pexxume FLAIR oT mapeHXuMbI TOJIOBHOTO MO3Ta B BUCOU-
HBIX 00JIACTSIX BCJIEACTBUE MOPAXKEHUS LIepeOpaTbHbIX COCYI0B,
a Takke, B peKMMe TPaaIueHTHOTO 9Xa, — MPU3HAKU MTOBEPXHO-
CTHOTO TeMOCHIeP03a B 00JIACTH MO3XKeUKa BCIIeACTBUE TTOBTOP-
HBIX MUKPOKpoBou3musHuii [7, 11, 12, 18, 19].

[Tpu uccnenoBannu LIC2K manmeHTKN obpaliano Ha ceOst
BHUMaHUE HeOOoJbIoe TMpeBbIlieHne YpoBHs Oenka. [lo maH-
HBIM JIUTEPATYPhI, y IALIMEHTOB C JIENTOMEHUHTIEAIbHBIM (PEHO-
TUTOM 3aYacTyl0 BBISBJSUIMCH IMOBBIIIEHHBIN YpOBEHb OejKa
BIUIOTb 10 KCAHTOXPOMUU, TuieolMTo3. Ha Gosee mo3aHux cra-
IUsIX 3a0ojieBaHUsI TUIepIIpOTeMHapXxusi Hapactaet (>1 1/1),
YTO CBSI3aHO C YBEJWUYEHUEM KOHLIEHTpallMu MpeaabOyMHuHa
B LLCXK [13, 17].

K xapakTepHbIM [JIs1 IENTOMEHUHTEAIbHOTO aMUJION103a
CHUMIITOMaM, KOTOPbI€ BbISIBISUIUCH y HAOMI0aeMOl MallueHTKH,
OTHOCHUTCSI HEIPOCEHCOPHAsI TYTOyXOCTb, CBsI3aHHAsI, KaK Tpa-
BUJIO, ¢ nmopaxeHueMm kopemika VIII mapbl yepenHbIX HEPBOB.
OCHOBHBIM MEXaHU3MOM ITOpPaXKEeHUsI HepBa SIBISIETCS TIepU-
¥ SHIOHEBPATbHOE OTJIOXKEHWE aMIJIONIA, TIPUBOISIIEE TIPEKIIe
BCEro K MIIeMU3alluu CTBoJIa HepBa. CUMIITOMATUKA MOXKET HO-
CUTb KaK OHOCTOPOHHUI, TaK U IBYyCTOPOHHUU xapakTep. [1o-
MMMO CJIyXOBOTO HEpBa, OMUCAHO MOpaxKeHue TPOWHUYHOTIO,
JIULIEBOTO HEPBOB; 110 AHAJIOTUU C KPaHUAJIbHBIMU HEPBAMU, OT-
MEYaeTcsl TAKXKE BOBJIEUEHUE B MATOJIOTMYECKUIA TPOLIECC CITUH-
HOMO3TOBBIX KOPEIIKOB C Pa3BUTUEM KIMHUYECKOU KapTUHbI
panuKyjaonaTuu, rmiekconaruu |7, 10, 12, 14, 16, 17].

[Ipy KJIMHUYECKOM HEBPOJIOTUYECKOM OCMOTpE HaOJIIo-
JaeMoii MalMeHTKN o0pallano Ha ce0s BHUMaHUe HaJTu4Ke Mo-
JIMHEBPOTIATUYECKOTO CUHAPOMA B HUXKHUX KOHEYHOCTSIX, KO-
TOPBIIl HEe TIONTBEPAWIICS NaHHBIMU SJIEKTpOHeHpoMuorpabu-
YecKOro uccienoBaHus. B To ke BpeMsi KOJTMYeCTBEHHOE CEeH-
COPHOE TECTUPOBAHUE BBIIBUJIO MOPaXEeHUE TOHKUX BOJOKOH
HEPBOB KaK BEpXHUX, TaK U HUXKHUX KoHeuHocTel. [Tpu JIKMP
BBISIBJISITIACH BbIPaXKEHHAs U3BUTOCTbh HEPBHBIX BOJOKOH POro-
BULbI, UYTO TakKe MOATBEPXKAAIO HATUYME MOPaAKEHUS] TOHKUX
HEPBHBIX BOJIOKOH. [IpuMmeyaTenbHO, 4TO 1s1 TENTOMEHUHTE-
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aJIbHOTO (heHOTHTIA He XapaKTepHO Tpyboe mopaxkeHue repude-
pPUYECKUX HEPBOB KOHEYHOCTEH, YTO TTOATBEPKIACT MPUBEICH-
HbIl KIMHUYECKUUl cayvail. Takum oOpa3oMm, y MNalMEHTKU
MOXHO BBIICJIUTD CJSIYIONIEe HEBPOJIOTMISCKIE CUHIAPOMBI:
1) LeHTpaJbHBI HUXHUI mapanape3, pedIeKTOPHbIN
NUPaAMUIHBIA CUHIPOM;
2) MOJMHEBPOMATUYECKMI1 TUTT PACCTPONCTB YYBCTBUTEb-
HOCTH B TUCTAJbHBIX OTAE/IaX HUKHUX KOHEYHOCTEI;
3) mepudepuyeckas aBTOHOMHAasI HEIOCTATOYHOCTD B BU-
e HapylIeHUs MOTOPMKHU XeJyIOYHO-KHUIIEYHOTO
TpakTa, HEHPOTEHHOTO MOYEBOTO ITy3bIPsl, HAPYIICHMS
nedexkalnuu;

4) nopaxenue VIII Hepsa cripasa.

I[ToMrMoO HeBpOJIOTUYECKUX HapyIIeHWi, K (akropam,
CBUIETEIBCTBYIOIIMM O TPOrPEIMEHTHOM TeueHUM 3aboJieBa-
HMS Y TTAIMEHTKH, OTHOCSTCS HedponaTrs ¢ JajbHerIIei TeH-
NEHIIMEN K YcyryoJieHU0 He(pOTUUECKOTO CUHIPOMa U Keje-
301e(ULIMTHAST aHEMUSI, CBSI3aHHAsI C OOMJIbHBIMU MEHCTpYyallu-
sMU. BblsgBisieMas rurepxosiecTepuHeMust 00yC/OBIeHa CUHTE-
TUYECKON aKTUBHOCTHIO TEYEHU B YCIOBMSIX HEOOXOAMMOCTH
KOMITEHCAIlU OHKOTMYECKOTO JaBJICHUS KPOBM HM3-3a BbIpa-
JKEHHOI TTIOTepH aJIbOyMUHa.

J171s1 UICKITFOUEHMST TIOPaKeHUST MUOKap/a MallueHTKe TTPo-
BOAWJIACH CHUHTUTpadusT MUoOKapaa ¢ mupodocdarom, rie Ko-
3 dUITMEHT HaKOTUIEHUSI TT0 CPAaBHEHUIO C KOHTpaIaTepaTbHOMN
pedepercHoit obmacteio (H/Cl) coctaBun 1,23, 9TO SBISIETCS
HeonpeaeeHHBIM 3HaUYeHEM, TaK KaK B Ka4eCTBE OPUEHTHUPO-
BouHoli moporoBoii BennunHbl H/Cl mis onpenenenust TTR-
aMuIoua03a MpuHITO 3HaueHue >1,5. [pu sxokapauorpaduu
HE TMOJIy4eHO JaHHbIX, CBUAETEJIbCTBYIOIIMX 00 YTOIIIIEHUM CTe-
HOK cepaua. Takum o0pa3oM, TOCTOBEPHBIX TAaHHBIX O HATUYUU
aMWJIOWIHOIM KapAMOMUOIIATUH TIOJy4eHO He ObLIO.

3aknwyenune

[pencraBneHHsblil ciydail SIBIsIETCS] TIPUMEPOM PEIKOTO
(enoruna hATTR. B TedyeHue NIUTENBHOTO BPEMEHU TE€HE3
MHOTHX HEBPOJIOTMYECKUX CUMIITOMOB, C KOTOPBIX J1€0I0TUPO-
BaJl JIEITOMEHWHIE€AbHbI aMUJIOUA03, OCTABAJICS HESICHBIM.
[IpumeyarenbHO, YTO HEBPOJOTrMYECKME CUMIITOMBI paccMmar-
PUBAINCH HE3ABUCUMO JAPYT OT Ipyra U MpPeACTaBIsUIMCh CAMO-
CTOSITEJIbHBIMU HO30JIOTUSIMU (HEHPOCEHCOPHAsl TYrOyXoOCTb,
MepBUYHAs TOJIOBHAsI 00JIb, COCYMCTasi Muesonarust). BaxHyio
POJIb B MOCTAHOBKE AMATHO3a ChITPaio HAIMYKUE MPOTPECCUPYIO-
el HedponaTuu, BBISIBICHHON Yy MAlMEHTKU U ee OJIM3KUX
poAacTBeHHUKOB. [loncK mpuymH HePPOTUUECKOTO CUHApPOMA
TIOCITYKWJI OCHOBAaHWEM TSI TPOBeAeHUsT HeppOOUOTICUM, BbI-
SIBUBIIEH OTJIOXKEHWSI aMIJIONIA, Y TIOCIIEAYIOIIETO MOJIEKYISIp-
HO-TEHETUYECKOTO WCCJIEIOBAaHMS, TTONTBEPAUBIIETO HAIUINE
myTtauuu Ala45Thr reHa TpaHcTupeTuHa. JanbHeiuii aHaius3
KIMHUYECKUX COMaTUUECKUX W HEBPOJIOTUIECKUX CUHAPOMOB,
a Takke pesyabratoB MPT ¢ KOHTpacTHBIM yCUJIEHUEM MO3BO-
JIAT OOBEAVHUTD UX B €IMHYIO KAPTUHY JIEMTOMEHUHI€AIbHOTO
aMUJIOU03a.
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