HeBpoJiorus / Neurology

Ypanbckuil MeguuuHCKUH xKypHast 2021, T. 20, Ne 6. C. 89-93.
Ural medical journal. 2021; Vol. 20, no 6. P. 89-93

Knunnueckoe HabroeHNe
YIIK: 616.8-056.7
DOI: 10.52420/2071-5943-2021-20-6-89-93

KOMBUHUPOBAHHOE HEMPOJAETEHEPATUBHOE 3AB0JIEBAHUE,
ACCOODUUPOBAHHOE C MYTALIMSIMU B TEHAX SLC5A7 U TGM

[laBes1 AugpeeBry Enudanos 1, Anekceir BragumMmupoBuu JIMUTpuUeB 2,
Jlapuca UBaHoBHa BosikoBa 3

1 2TAY3 CO «CBepaJioBCcKas o6yacTHasA KJIMHAYecKas 6osbHUIA N2 1», EkaTepuH6ypr, Poccus

3 @T'BOY BO «Ypanbckuii locynapcTBeHHbIH MeguuuHckuil YHuBepcuteT» Mun3gpasa Poccuy,
Exatepun6ypr, Poccus

1 epifunn@yandex.ru

2 elik2130@rambler.ru

3vli@okb1.ru, https://orcid.org/0000-0002-2478-727X

AHHOTaAUA

BBeaeHue. Haciie/icTBeHHble Helpo/iereHepaTUBHbIe 3a00/1eBaHUsI — KpyINHas reHeTHUYeCKH JleTepMUHU-
pOBaHHasl TpyMNIa HO30JI0TUH, B OCHOBE KOTOPOU JIEXKUT KJIMHHUKA HEyKJIOHHO NPOrPecCUPYIOIMX NPOLeCcCoB
pa3pylieHHUs] HEWPOHaAJNbHBIX cucTeM. [lopa’keHre HEPBHOW CUCTEMBI MOXKET UMETh pPa3/IMuHble KOMOWHALUH,
0JlHaKO HanboJiee YacTbIMU SIBJIAIOTCH aTpodrs MO3KedKa, CTBOJIAa MO3r'a, CT0JI60B CIMHHOI'0 MO3Ta, a TaKXKe
BO3MOXKHO NopakeHHe neprudeprudyecKoll HepBHOW cucTeMbl. HecMOTps Ha KJlacCMyecKHe OMMUCaHUSA KJIWHU-
YeCKOW KapTHHBI Pa3JIMIHbIX GOPM HelpoJereHepaTUBHON MATOJOTUN U COOTBETCTBYIOIUX M€HETUYECKUX
MapkepoB 60JIe3HU, B NPAKTUYECKOU [JlesITeJIbHOCTH Bpaya-HeBpoJIora BCTPEYAIOTCs C/ly4daH, CI0KHbIE /115
omnpejiesieHUs1 HO30J10TU4YecKol GpopMbl 6os1e3HM. MaTepHuasibl U MeTOAbL. B cTaThbe onucaH cjaydyail KOMOU-
HUPOBAHHOHW HAC/IeJCTBEHHOHN MAaTOJIOTUU C JJAaG0PaTOPHO-MOATBEPXKJEHHBIMU MyTalusMu B reHax SLC5A7
(cBsI3aHHOTO C pa3BUTHEM HAC/IeJCTBEHHON MOTOPHO-CEHCOPHOM HelponaTuu 7A Tuna) u TGM6 (accoruupo-
BaHHOTO C Pa3BUTHEM CIIMHOIEpe6eUIIPHON aTaKcuy 35 TUNA) U KIIMHUYECKOW KapTUHOM HIXKHEeH ciacTuye-
CKoH mapanvieruu. PesynbraThl. KiimHU4ecKuit ciydail mpecTaB/sieT coOueTaHHY0 GopMy Hac/e[CTBEHHOU
CIAaCTUYECKOU MaparjieTuy C MceBA00Y/Ib6apHBIM CHHAPOMOM, JIETKOM MOTOPHO-CEHCOPHOU HeWpomnaThen
HIDKHUX KOHEYHOCTeH, IpU3HaKaMu F’MNOTpodUH Noylapuil Mo3xeuka 1o MPT 1 yMepeHHBIM HapylleHHeM
byHKIMY X0ABOBI U peur Ha POHE JIBYX MyTallMi, paHee BbISIBJIEHHBIX IPU CIIUHOLEpe6e/ITPHON aTakcuu 35
THUIIA U HACJIeICTBEHHON MOTOPHO-CEHCOPHOU HelponaTuu 7A Tuna. 06cykaeHue. [[uarHoCcTUKa OTAeJbHbIX
HO030JI0TMYeCKUX GOPM HacC/leCTBEHHOH NaTOJIOTUH, IPOABJIAIOILENCA coyeTaHUeM NNopaXkeHUs neprudepuye-
CKOH U LleHTpa/IbHOH HepBHOM cucTeM, TpebyeT OT Bpaya-HeBpOJIOTa [eTaJlbHOI0 aHa/1u3a Hac/le,CTBEHHOI0
aHaMHe3a, HeBPOJIOIMYECKOro cTaTyca U FeHEeTUYeCKUX pe3y/bTaToB 06c/e/joBaHusl. 3aK/Il04eHne. KinHu-
YeCKHUH cydyall leMOHCTPUpYyeT NoJUMOp(PU3M KJINHUYECKUX IPOSABJIEHUH Hac/leACTBEHHbIX $OpPM Helpo/e-
reHepaTHBHOM NATOJIOTHMH U BO3MOXKHOE COYETaHHE Pa3JIUYHbIX PEHOTUNNYECKHUX U TEHOTUIINYECKUX BapH-
aQHTOB.

KiloyeBble c/10Ba: Hac/e[iICTBEHHAs CllacTU4YecKas Napansierus, HacjleACTBEHHAass MOTOPHO-CEHCOpHas Hell-
ponaTtus 7A Tumna, cnuHolepebesisipHas aTakcus 35 Tumna.
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Abstract

Introduction. Hereditary neurodegenerative diseases are a large genetic deterministic group of nosologies,
which is based on the clinic of steadily progressing processes of destruction of neuronal systems. Damage to
the nervous system can have various combinations, but the most common are atrophy of the cerebellum, brain
stem, spinal cord columns, and also possible damage to the peripheral nervous system. Despite the classical
descriptions of the clinical picture of various forms of neurodegenerative pathology and the corresponding
genetic markers of the disease, in the practice of a neurologist, there are cases that are difficult to determine
the nosological form of the disease. Materials and methods. The article describes a case of combined
hereditary pathology associated with laboratory-confirmed mutations in the SLC5A7 genes (associated with the
development of type 7A hereditary motor sensory neuropathy) and TGM6 (affecting the development of type 35
spinocerebellar ataxia) and the clinical picture of lower spastic paraplegia. Results. The clinical case presents a
combined form of hereditary spastic paraplegia with pseudobulbar syndrome, mild motor-sensory neuropathy
of the lower extremities, signs of cerebellar hypotrophy on MRI and moderate impairment of walking and speech
function against the background of two mutations previously identified in type 35 spinocerebellar ataxia and
hereditary motor-sensory ataxia of type 35 type 7A neuropathy. Discussion. Diagnosis of nosological forms of
hereditary pathology, manifested by a combination of lesions of the peripheral and central nervous systems,
requires a detailed analysis of the hereditary history, neurological status and genetic examination results from a
neurologist. Conclusion. The clinical case demonstrates polymorphism of clinical manifestations of hereditary
forms of neurodegenerative pathology and a possible combination of various phenotypic and genotypic variants.
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BBEJEHHUE UCcCUBHBIX) [3, 5]. [Ipu coueTaHHBIX GopMax HAPAAY

CO CIAacTUYeCcKOW mnaparmJierved HabJII0JalTCcsa yM-
CTBEHHas OTCTAJIOCTb U IeMeHIIUs, CHIDKEHHE OCTPO-
ThbI C/IyXa, JlereHepanus ceT4aTKU U aTpodus JUCKOB

K HacsieCTBEHHBbIM Heﬁpo,&el"eHepaTl/IBHblM 3a-
60JIeBaHUSIM C NperMMylmecTBEeHHbIM IOPa*KeHUueM

MO3KeuKa, CTBOJIOBBIX CTPYKTYP U CIMHHOTO MO3ra
OTHOCSIT Hac/Ie[ICTBEeHHbIe CIACTUYeCKHe mNaparie-
run (HCII) u Hac/ieacTBeHHBbIE CIUHOIEpebesIsp-
Hble aTakcuu (CUA) [1, 2].

B 1880-1904 rr. 6112 ONIMCaHa Ay TOCOMHO-/10MU-
HaHTHas HCII, Ha3BaHHasA B YeCTb HEBPOJIOTa, OIHU-
CaBIIero JaHHYH MaTOJIOTHI, «6osie3HbI0 LTproM-
neJsisi». 3a MocCJe/[Hee CTOJIETHE HAKOIIUIOCh HEMAJIO
Hay4yHOI'0 MaTepuasa, KOTOPbIH M03BOJISIET 3asIBUTh,
YTO 3TO Ype3BbIYaHHO reTeporeHHas rpymnmna 3a6oJe-
BaHUM, HACUUTHIBalIast He MeHee 80 caMOCTOSATEb-
HBIX TeHETHYECKUX GOPM C 06IIUM NaTOPHU3HOJIOTH-
YeCKUM Cy6CTpaTOM — MOpaXKEeHHWEM MHUPaMUJIHbIX
nyTed U O6GIIMM KJIMHUYECKUM CUMITOMOM — MPO-
IPeCCUPYIOIMM MNOBBILIIEHHEM MBIIIEYHOTO TOHYCA B
HIDKHUX KOHEYHOCTSX [3, 4].

Hacne/cTBeHHbIE cHAacTUYeCKHWe MaparJieruu
(HCIT) — umupokas rpymnmna 3a6oJieBaHUH C ayTOCOM-
HO-ZJOMUHAHTHBIM, ayTOCOMHO-PELECCUBHBIM, JHGO
X-clenJieHHbIM HacJie/loBaHHWEM, C KJHWHHUKOW Ipo-
rPeCCUPYIOIIEro CNACTUYECKOTO HIKHEro mnapara-
pesa B 4KUCTON (M30JIMPOBAHHOM) WJIM COYETAHHOHU
(«mTroC» Apyrvie HEBPOJIOTUYECKHe CUMIITOMbI) ¢op-
Max. PacipocTpaHeHHOCTD B Cpe/IHEM CcOCTaBJIsIeT 3,8
Ha 100 000 yesoBek B o61elt nonysasuuu (1,95 : 100
000 pns1 somuHaHTHBIX popm 1 1,88:100 000 auis pe-

3pUTEJIBHOI'O HEpBa, SMHJENCHs, LepebesnnspHas
aTakcus, nepupepudeckue Heiponatuu. C4uTaercs,
YTO YACTOTA «CJIOXKHBIX» CMIACTHYECKUX Maparnerui
He npeBbimaeT 10% ot o61iero yucsia 3a6oseBaHUIN
JlaHHOH rpynnsl [5]. «C0xKHBIE» cIacTUYECKUe Iapa-
IJIETUY UMEIOT 06liMe KJIWHUYeCKHe MPOsiBIeHUs C
JPYTMMH HeWpoJereHepaTUBHBIMU 3a00JIeBaHUSMU
— ¢ uepebe/UIIPHBIMU aTaKCUSIMU, 6GOKOBBIM aMHO-
TpodUIECKHUM CKJIEPO30M, MOTOCEHCOPHBIMU HeHpo-
NaTusMHU [6].

Ha Tekymuil MOMeHT BeJylllee 3Ha4eHUE B pas-
BuTuK HCIl 3aHMMalOT MyTalMM B reHax, OTBeyalo-
IIUX 32 MUTOXOH/pHUa/JIbHbIA MeTAa60/IM3M U aHTHOK-
CUJAHTHYIO 3alUTY; aKCOHAJbHbIA U Be3UKYISPHBIH
TPAHCIIOPT; COCTOSIHUE 9H/0IIa3MaTH4YeCKOI'0 peTH-
KysayMa; ayTodaruio u MopdoreHes HEMPOHOB; MHUe-
JIMHU3aLMI0 U 0OOMEeH JIMNH/OB; pa3BUTHE aKCOHOB;
KJIETOYHYI0 CMI'Haju3anuio; pernapauuio JHK u me-
Tab0/IM3M HYKJIEOTHIOB [7, 8, 9].

HsyvyeHue apyroi rpymnmbl 3a6ojieBaHUA — Ha-
C/IeICTBEHHBIX  CIHUHOLlEpebe/IAPHBIX  aTaKCUH
(CLIA), cBA3aHHBIX C pa3BUTHEM IPOTPECCUPYIOIUX
paccTpOMCTB KOOPAMHALMM JBHXKEHUH, I[OKasaJo,
4YTO B OCHOBe nartorenesa CLIA moryT siexaTb pas-
Hble U3MEHEHUS OZJHOTO U TOrO Ke r'eHa, 6y/ib TO TO-

Ypanbckuit MeguuuHcKu# )ypHas / Ural medical journal. Tom 20, Ne 6. 2021 90



HeBpoJorus / Neurology

YyeyHble MyTalMy (BCTaBKa, 3aMeHa, yAajleHue) UIu
CTPYKTypHble (AYIJIMKALUSA JIMOO Jeslelus 4YacTh
Wiy tesoro resa) [10].

B 2010 r. Jun Ling Wang et al. [11] ugentudunu-
poBanu HOBBbIKA reH TGM6 (TpaHriyTamMuHasbl 6) c
IpYMMeHeHHeM IO0JIHOI'O 3axBaTa 3K30Ma, BbI3blBaB-
LIeM y AeBATH NMalMeHTOB W3 OJJHOW KUTaMCKOM ce-
MbH B YeThbIpex NOKoJeHUAX cuMnToMbl CLIA. /lanHas
MUCCeHC-MyTanusa B reHe TGM6 npuBoJUT K pa3BU-
THI0 pEPMEHTONATUH U HAPYIIeHUI0 GYHKIUU Gesika
TpaHIJIyTaMuHa3bl 6. 3abosieBaHME XapaKTepHU30-
BaJIOCh Me/lJIeHHbIM IPOrpeccCUpoBaHUEM C BO3pac-
Ta cTapiue 40 JileT ¢ paHHUMHU NPU3HAKaMH aTaKCUHU
XOABOBI M AMa3apTpPUH, MO34HEe MPHUCOESUHSINCH
HapyuleHUs1 KOOpJUHALUU PYK, ICEBA00YIbOApHBIN
napaJjud, MMpaMy/iHasl HeJJOCTaTOYHOCTb C MaTOoJIO0-
TUYECKUMH CTONMHBIMU 3HAaKaMH, B €JJUHUYHBIX CJIy-
yasx HabJioJjajach CacTU4yecKasl KpUuBolesl.

[Tospuee B 2013 roxy M.Li et al. [12] onucanu
KUTAWCKyl0 CeMbl0, B KOTOPOH M3 Tpex NMOKOJEeHUH
y ABYX 4eJIOBEK OTMeyaJUCb CHUMIITOMBI Iporpec-
cUpyoLel CIHMHOLepebe/JIAPHONH aTaKCUU U NHpa-
MU/JIHOW HEJOCTATOYHOCTH B HIKHHUX KOHEYHOCTSIX.
ABTOpamu 6bly1a 06Hapy»KeHa reTepo3UroTHass MyTa-
nus B rene TGM6 (D510H; 613900.0003). B 2014roany
JIaHHbIE TI0 T€HETHYECKOMY IMOJMMOPPU3MY Tpes-
cTaBJieHbl B paboTe Yuh-Cherng Guo et al. [13], gaHo
KJuHUYecKkoe onvcaHue CIIA35 — HeoObIYHOrO CHH-
JlpoMa aTaKCUH, COMpoBOXZJaBiuerocs Auddy3HOH
atpodueir Moz:xkeyka Ha MPT 1 Ha KOTOpbIHM mpuxo-
nutcs 0,6% CLIA cpeay XaHbCKO-KUTaKWCKOTO MPOUC-
X0JleHus Ha TaliBaHe.

3HaYUTeNbHON TIeTeporeHHOCTbI U I0JHUMOp-
dusMoM oTiiMyaeTcs Apyras ¢opMma U3 IpyIIIbl Ha-
CJ1e/ICTBEHHBIX HEHpOoAereHepaTUBHbBIX 3a001€BaHUHN
— HacJe/i,CTBEHHble MOTOPHO-CEHCOPHble Helpomna-
tuu (HMCH) ¢ kiMHuKON nepudepryecKrx mape3on
[14]. B 1993 rony Xapauur kiaccudunuposan HMCH
Ha 7 MOATHUIIOB B COOTBETCTBUM C THUIIOM Hacjefo-
BaHUA U KJIMHUYECKUMHU NpU3HaKaMU. B suTeparty-
pe onucaHo zABa Bapuanta HCMH VII tuna [15, 16].
HCMH VIIA Ttuna cBsi3aHa ¢ pa3BUTUEM reTepO3UroT-
HoW MyTanuu B reHe SLC5A7 Ha xpomocome 2Q12,
HCMH VIIB tuna — myrtauueid B reHe DCTN1 nHa
xpomocoMe 2p13. Kaxkaplit BapuaHT Hac/leAyeTcs Mo
ayTOCOMHO-JIOMHUHAHTHOMY THIY Y KIMHUYeCKHU IPO-
SIBJISIETCSI Pa3BUTHEM MeJIJIEHHO MPOTPeCcCUpYIoLien
MOTOPHOH NOJIMHEWPONATHUH, C IPEUMYIleCTBEHHBIM
Nopa)keHWeM BepXHMX KOHEeUYHOCTeH, BO3HUKalollel
BO 2-3-M AeCATUJIETHHU C NOC/eyIIMM pa3BUTHEM
napaJinya roJIoCOBbIX CBS30K.

MATEPHAJIbBI U METO/Z bI

[IpencTaBieHO KJIMHUYECKOe HaOJIlOJleHHe Ta-
[MeHTa KJWHWYeCKOM KapTHHOM HacjeJCTBEHHOU
CHacTUYeCKOW TeTpamjierud ¢ JiabopaTOPHO-MOJ-
TBEPXJEHHBbIMU JIByMsI MyTalusaMu B reHax SLC5A7
1 TGM6, cooTBeTcTBYOIMX coueTanuo CIIA u HCMH
VII Tuna, nosy4yaBlieMy JiedeHUe U 06C/eJoOBaHUE B
2020 rogy B HeBpoJioruyeckoM otgesnenuu 'AY3 CO
«CBep/yioBCKast 06J/1aCTHAsA KJIWMHUYecKash 60JIbHUIA
Ne 1». OmucaHHe KJIMHUYECKOTO CJy4asi OCHOBAHO
Ha pe3y/IbTaTax CO6GpPaHHBIX aBTOPAMH JAHHBIX aHa-
MHe30B 3a00JIeBaHUs, XU3HU U HEBPOJIOTUYECKOTO
0CMOTpa NalueHTa B epuoJ, roCIUTalU3al Uy, aHa-
JIi3e JJabopaToOpHbIX U HHCTPYMeHTaJIbHbIX METO/I0B
ucciaenoBanus. OT manueHTa MOJIYyYeHO TUCbMEeHHOoe
MHOOPMUPOBAHHOE cOIVIacue Ha My6IMKaLIUIOo OIKCca-
HUS KJIMHHUYECKOTO CayYasi.

[ManuenT 10., 33 roaa, HaUOHAJbHOCTL — OY-
pAT (poausics U BbIpoC B pecny6sivke BypsaTus, moc.

Onoxait). ['ocnuTasU3MpoBaH B IJIAHOBOM IOPsJKe
€ ’kas106aMM Ha CKOBAaHHOCTb B HOTaX, YCUJIMBAIOILY-
10csl Tocje yMepeHHbIX QU3MYeCKUX Harpy3ok U B
BeyepHee BpeMs, OlyllleHUWe CTATMBaHUA B 6GeJpax
U TOJIeHSIX 00erX HOT, U3MEeHeHUe MOXOJKU/bera c
NepruoMYecKUMHU CyA0poraMuy B Horax B HOYHOe Bpe-
Ms1, 6eCIIOKOM/IO HapylIeHHe Peyr CO CHIKEHHEM ee
OErJIOCTH Y MepUoAUIeCKON HEXBATKON BO3/yXa AJIst
03BYYMBAHMUA NPEJJIOKEHU 1eJTMKOM.

W3 aHaMHe3a U3BECTHO, YTO OKpy»Katoliue (keHa,
KOJIJIETH) CTaJId OTMeYaTh U3MEHEHHUE PEUU U IOXO/-
Ky ¢ 2017 r., 0 lHAKO CaMOr0 NaLMeHTa B 3TOT IEPUO],
HUYero He 6ecrnokouI0. B ciepyouero rosa nadeHT
OTMETUJI U3MeHEeHHUe MOXOAKU — CTajla HeCKOJIbKO
CKOBaHHOH, a B KoHLe 2018 r. peuinys o6paTUThCS K
HEBPOJIOTY C JaHHBIMU CUMITOMaMH — peKOMeH/J0-
BaHo npoBegeHue JHMI koneyHocTeit. [lo faHHBIMU
ctumyasuuoHHod IHMI koHeyHocTel OT Jekabps
2018 r. — BbIAABJIEHbl IPU3HAKU YMEPEHHOHN JeMU-
eJINHU3UPYIOIIed MOTOPHOW HeHpomaTtuu 6oJiblie-
6epLoBOro HepBa cjeBa (KopellKkoBas AUCPYHKIUS
Ha ypoBHe L4-L5) u ymMepeHHOU JeMUeNTNHU3UPYIO-
nield CeHCOPHOW MOJIMHEWPONaTUM HHKHUX KOHed-
HocTel. [loce 06¢cnejoBaHUS K HEBPOJIOTY He o6pa-
jasics, jedyeHue He poBoAuJock. B 2019 r. BMecTe ¢
YKEHOW 00PaTH/IMCh 38 MEJULIMHCKON TMOMOIIBIO JIJ/Is1
npoBefenus IKO (akcTpakopnopaibHOTO OIJIOAOT-
BOpEHHUsI) — B CBSI3U C OTATOLIEHHBIM y NalMeHTa
HacJIe/[CTBEHHbIMU aHaMHe30M (3aboJsieBaHMEM Ma-
TepHu) U HaJIMUUEM COOTBETCTBYIOLEN KJIMHUKU pe-
KOMeHJIJ0BAaHO TpOBeJieHNe reHeTH4YeCcKoro TecTa. B
okTsi6pe 2019 1. Mo pe3y/bTaTaM reHeTUYeCKOro Te-
CTa BblJleJIEHbI 2 MyTalMu: xpomocoMa 2 reH SLC5A7
u xpomocoMa 20 redn TGM6. B mapTe 2020 r. y manues-
Ta COXPAHSIJIMCh ’KaJI00bl HA yCTAJI0CTh, HANPSIKEHHUE,
cna3Mbl B HIDKHUX KOHEYHOCTSAX, HapylleHHe MOX0/-
KM, TIOSIBUJIMCh NepUoJAYecKre MOoNepXUBAaHUA NPHU
[JIOTaHWM, U3MeHeHue rosoca. Ha KoHcynbTanuu re-
HeTHKa yCTaHOBJIEH [IUAarH03, COOTBETCTBYIOINH Bbl-
SIBJIEHHbIM MyTanusM: [le610T HelpoJereHepaTUBHO-
ro 3abosieBanus: 1) CnuHouepe6esIspHas aTaKCcUst
TUN 35, ayTOCOMHO-IOMUHAHTHBIN THUIl HacJeJ0Ba-
HUd, 2) lucranpHass MOTOpHas HelpomnaTus. Peko-
MEeH/J0BaHO NOBTOPHOE TECTUPOBAHUeE JJIs IPOBEPKU
pesysnbTaToB. C jieta 2020 r. cTaso TsSKeJso 6eraTh U
JU3apTPHS POA0JIKaIA yCUIMBaThesd. OkTaopb 2020
I. — MeTOZOM IpSAMOro aBTOMATH4YeCKOTO CeKBe-
HUpoBaHUA 1o CeHrepy NpoBe/ieH MOMCK BapuaHTa
TGM6. Y npo6aHza BbIsSIBJIEH BEPOSTHO-ITAaTOT€HHBIN
BapuaHT c.425_435del B reTepo3uroTHOM COCTOSIHUH.
[Tocne koHcynbTanuu B noaukanHuke COKB Ne 1 6611
HalnpaBJIeH Ha TOCIUTAIU3al{I0 B HEBPOJOTHYeCcKoe
OTAeJIeHre JJ19 YTOYHEHUS JruarHosa.

B aHaMHe3e >U3HU OTCYTCTBOBAa/M XpOHHYe-
CKHe 3ab6osieBaHUS M NpodeccHoHaIbHbIE BpeJHO-
cty, UYMT, oTpuual XpOHUYECKHE HWHTOKCUKALUU
(KypeHHe, aJIKOT0Jb, yIOTpe6/IeHHEe ICUX0AaKTUBHbBIX
npenapaToB), NOCTOSSHHBIM NpHeM KaKuX-JM60o Me-
AvKaMeHTOB. HacsecTBeHHBIM aHaMHe3 OTSTOLIEH.
Y MaTepu c 35 JieT Hab/0AaMUCh HAapylleHue pedyu
Y X0/bObI, CKOBAHHOCTb B HMXXHUX KOHEYHOCTAX. B
2010 r. mpoxoausia o6CaeloBaHME U JIeYEHUE B He-
BpoJsiorndeckoM crapuoHape 'AY3 CO «COKB Ne 1x».
Beinucana c fuarHosoM: HaciefcTBeHHas cnacTrve-
CKasl maparnJerds mirc ¢ GopMUPOBAHUEM TI'Py6GOTO
CHacTUYecKoro TeTpanapesa, nceBJo0y1b6apHOro U
JIMCTOHHYECKOI'0 CUHAPOMA C HapylleHHeM QYHKIUH
X0/1bOBI U caMOoO6CIyKMBaHUA. B TOT mepuo/ reHe-
THUYecKoro o6c/e/j0BaHUs He mpoxoausa. CMepThb Ha-
CTyNuJa B pe3y/bTaTe CepAedHON HeJoOCTaTOYHOCTH
B Bo3pacte 45 seT. Takue ke CUMIOTOMBI HabGJII0/1a-
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JIMChb Uy CECTPbI MaTepH, KOTopasi yMmepJia B Bo3pacTe
52 neT (mpu4YrHA He U3BECTHA).

[lo pesysbraTaM KJHHUYECKOTO OCMOTpa Ia-
IMeHTa 06lecoMaTUYeCKUi craTyc 6e3 oco6eHHOo-
cTell. B HeBposiornyeckoM cTaTyce: CO3HaHHUE SICHOE,
HECKOJIbKO 3iidpopuueH. /IBHKeHUe IVIa3HbIX 516JI0K
BBEPX He3HAYUTEJbHO OIPaHUYEHO, aKT KOHBepreH-
UM 0CIa6JIeH C 2-X CTOPOH, 60JIbIIIE CTPABA, UMEETCS
YCTAaHOBOYHBIM MeJIKOAMIJIMTYAHBIA HUCTAarM BIIpa-
BO. Bblcokuil MaHAuOyIsApHBIA pediiekc. YMmepeH-
Has runoMuMusl. [Ipy 3aKpbITHIX [J1a3ax OTMEYaeTcs
JpoXKaHue BEPXHUX BeK. [lu3apTpus u JuchoHUs —
roJIoC [JIyxXoH, TpeGyeTcsl BAOX MPHU MPOU3HOIIEHUU
npe/JIoKeHHUs], OTMeYaeT HedyacTble MOMEPXUBAHUS
cyxoH nuiei. [JoToyHbll pedJiekc BbICOKUH. fA3bIK
1o cpeJiHe JTMHUH, 6e3 aTpoduit. Pedsiekc MapuHe-
cky-PozmoBuuM ¢ 2-x cTopoH, rpy6siii cieBa. OTMeua-
€TCsl MO3auyHble BbINAJIEHUs IOBEPXHOCTHOU GoJie-
BOH YYBCTBHUTEJbHOCTU NO NepeAHed NMOBEPXHOCTU
oboux Oenep. BubpanuoHHass YyBCTBUTEJBHOCTh
YyTb CHIKeHa B mpaBod ctome (10 cek). Mplmey-
HO-CyCTaBHOe 4YyBCTBO He HapyuleHo. Cuia B pykax
M HOrax JlocTaTo4yHad, o 5 6a/toB. ToHyc Bo pykax
Y HOT'aX MOBBIIIEH 10 TUPAaMUAHOMY TUIY, 60Jiee Bbl-
pakeH B HMXKHUX KOHEYHOCTSX. Pediekcel Ha pykax
BBICOKHE C pacliupeHreM pedieKCOreHHbIX 30H S>D,
C NATOJIOTMYECKUMHU KHUCTEBBIMHM 3HAaKaMH, Ha HOrax
BbICOKME, S>D. CumnToM BabUHCKOTO C 2-X CTOPOH,
cumntoM Poccostumo ¢ 2-x ctopoH. B mo3e Pom6Gep-
ra Jierkoe INnollaTbhlBaHUE, KOOPAUHATOPHbIE MPOGEI
BBIIIOJIHSIET YZAOBJeTBOpUTebHO. [loXoAka cracTu-
Ko-napeTtudeckasi. Ta3oBble QYHKIIMHM KOHTPOJUPY-
eT. OTMedarTcs cKesieTHbIe JehopMalui — JIEFKUH
KUQPOCKOJIMO3 BJIEBO, MIEPJIOPAO3 B NOSCHUYHOM
OT/ieJie TO3BOHOYHMKA. B AMCTaNbHBIX OTAE1ax roJie-
Held — Jierkasi aTpodus, JIeTKO BblpaKeHHble «pH-
Jipeixonoio6HbIe CTONbI». [Io MoHpeanbckoi mKase
OLleHKH KOTHUTHUBHBIX QYHKIMH — 26 6ayy10B (HUXK-
Hsisl TPAHULA HOPMBI).

PE3YJIBTATbI

KiimHM4Yecky BBIABAAICA CHHAPOM HUXHEro cna-
CTUYEeCKOro Iapanapesa C HapylleHHeM OQYHKLHHU
X0 b0Obl, TCEBAOOYIbOAPHBINA CUHAPOM, COMHUTE/b-
Has MOTO-CeHCOPHasl HelponaTHUsa HUKHUX KOHEYHO-
CTeH.

[Ipu npoBesenun MPT rosioBHOro Mosra BbISB-
JIeHbl NPU3HAKU JIEFKOH TUIOTPOdUH MHoJyLIapui
Mo3:xedka (puc.). MPT cnuHHOTO M03ra Ha IeidHOM U
IPy/lHOM YPOBHAX 6€3 NaTOJ0rNYeCKUX U3MeHeHUH.

(coMHUTeIbHAsA TUIOTPOGUs MOJTyILIapUH MO3KeYKa)

[IpoBeseHo o6c1ejoBaHM e Ha BO3MOXKHbIE COIYT-
CTBYIOLIME COMaTUYeCKHEe U3MEHEHHUS, XapaKTepHble
JJI1 HelpoJereHepaTUBHbIX 3aboJieBaHUM, Mpexje
BCero GbIO HM3Y4YEHO COCTOsSIHUE CepJledyHO-COCy[H-

ctoi cucteMsbl. [lo pesyabratam IKI peructpupo-
BaJICsl CHHYCOBBIM pUTM, 86 y/. B MUHYTY C CUH/PO-
MOM paHHeH penoJdapusaluu KesayAodkoB. Ilpu
yJIbTPa3BYKOBOM HCC/IeJOBAaHUU Cep/lia NaToJIOrui
He BbIABJIeHO. [IpyU yJIbTPa3ByKOBOM HCC/Ie[0BAaHUHU
3KCTPaKpaHUA/TbHbIX COCYZOB BbISIBJEHbI NPU3HAKH
aTepoCKJIepOTUYECKUX H3MeHeHUH Opaxeonedasb-
HBIX apTepuil 6e3 reMoJHHaMUYeCKU 3HAYUMbBIX Ha-
pYyLIEHUH.

Pemaroiiee 3HaueHue /1J11 OKOHYATEJbHOTO JUa-
rHO3a MMeJa JJOMUHHUpYIOLAs KJWHUYecKass KapTH-
Ha NpOorpeccupyolleil cnacTH4ecKod nmapamnjeruu u
ceMelHasl OTATOIEHHOCTh N0 JaHHOM HacJe/ICTBEH-
HOH naTtosioruu. [l0aTOMy nauueHTy 6bL1 NOCTaBJIEH
JINarHo3 «KOMOWHUPOBAHHOE HAC/Ie/ICTBEHHOE HeM-
poJilereHepaTUBHOe 3aboJieBaHUe: Hacse/iCTBEeHHast
criacTU4yecKasi MaparJierust «IJIHC», ONoCpe0BaH-
Has MyTauusmu B reHax SLC5A7, TGM6, ceMelHBIN
cly4yai, ocsokHeHHas $opMa, ¢ pa3BUTHEM YMepeH-
HOTO CIIAaCTUYEeCKOro TeTpanapesa, 60jiee BbIpa)KeH-
HOT0 B HI)KHUX KOHEYHOCTSX, MCEBJ00Y/Ib6apHOTO
CHH/IpOMa U JIETKOM MOTO-CEHCOPHOM HelponaTheu
HIKHUX KOHEYHOCTeH B COYeTaHUU CO BTOPUYHBIMHU
CKeJIeTHbIMU JlebopManusaMu (Jierkuit Kudpockoanos,
TUIepJIOPZ03 MOSICHUYHOIO OTZesla NMO3BOHOYHMKA,
«puapenxonoo6HbIE» CTOIBI) U yMEPEHHBIM HApY-
meHreM QYHKIIUHU XOAbObI U PEYH».

Ha ¢onHe mombopa aHTHCHACTUYECKUX Mpenapa-
TOB, 3aHATHUN CO CHELHUATUCTOM JieueOHON PU3KYJIb-
Typbl U NpPOBeJileHUs Kypca HelpoMeTabonuecKon
Tepanuy, JOCTUTHYTa IOJIOKUTe/NbHas JUHaMHKa
COCTOSIHUA NMallMeHTa B BUJe yMEeHbIIeHUs CTATUBA-
IOLIMX OLIYLUIEHUH B HOTAaX U YBEJUYEHUST BBIHOCJU-
BOCTHU NIPH IJIUTEbHOMN X0/ b0e.

OBCYXJAEHHUE

JlaHHBI KJWHUYECKUH CcJy4all MpejcTaBJseT
YHUKaJbHOE HaOJI0ZleHue KOMOWHHUPOBAHHOTO Ha-
C/Ie[ICTBEHHOI0 HelpojereHepaTUBHOro 3aboJieBa-
HUSI — HacJe[CTBEHHOUN CHacTUYeCKOW MapamJeruu
«IJIIOC» Ha (OHe JIBYX BbISIBJIEHHbIX €HETHYECKUX
MyTauui, coorsetcTByomux CLIA u HCMH VIIA tuna.
OKoHYaTeJibHasg JUardHocTuka 3aboJieBaHUs Oblja
OCHOBaHA Ha KJIMHUYECKOW KapTHUHE 00JIe3HU C J0-
MHUHUPOBaHKEM NMPU3HAKOB MOPaXKEeHUSI NUPaMULHO-
ro TpakTa C HapyuleHueM QYHKLIUHN XOAbObI U NCEB-
Jl0O0Yy/IbOAPHBIM CUH/APOMOM. BhIsSiBJIeHHas1 B JaHHOM
ciaydae reHetuvyeckass Mmytauuss TGM6 cooTBeTCTBO-
BaJia KpaiiHe peJIKOMy BapHaHTy XPOHHUYECKOH mpo-
rpeccupymolled ayTOCOMHO-JJOMUHAHTHON CIHUHO-
LebesIIpHON aTakcuu 35 TuIa, HabJOAaBIIENCa V
HECKOJIbKUX 4JIEeHOB KHUTalckux cemeicts [11, 12,
13]. BaxkHOM 0COGEHHOCTBIO CIIHHOIEPeOeEISTPHBIX
aTaKCUU sBJsseTCS GeHOTUIINYEeCKUH MOTMMOpPPU3IM
C BOBJIEUEHUEM B JleT€HEpPaTHUBHBIM IMpollecc pas-
JIMYHBIX OTJEJIOB LIEHTPaJbHOU U mepudepuieckon
HEPBHOUM CUCTEMBbI U 3KCTPaHEBpPaJbHBIX OPraHOB,
HO NEePBBIMU U JOMHUHHUPYIOIIMMU KJIUHUYECKUMU
MpHU3HAKaMHU SIBJISIETCS aTAKTUYEeCKUN cuHpoM [17].
B KJIMHWYECKOW KapTUHEe MpeACTaBJIEHHOTO CIydast
OTCYTCTBOBAJIM MPHU3HAKHU aTaKTUYECKOT'0 CHH/IPOMA,
KpOMe COMHHUTEJIbHbIX MPU3HAKOB aTPOPHUYECKOTO
npolecca B MOJIyIIapUsX MO3KeUKa, YTO He T03BOJIU-
Jio moctaBuTh CIIA Kak OCHOBHOM AHUarHo3 3aboJsieBa-
Hus. C y4eToM Toro, 4To no 6ase gaHHbIx Weizmann
Institute of science ren TGM6, kKogupyOUIUi GeOK
CynepceMelcTBa TPAHCIJIyTaMUHA3, SBJSETCS IMpPHU-
4yuHOU He TosbKO CLA 35 Tuma, HO U oCcTporo mue-
JIOUAHOTO Jieliko3a [18], He UCKJIIOUYEHO, YTO AAHHBIN
reH MOXeT ObITb CBSI3aH C pa3BUTHUEM JpYyroro Ha-
C/e[ICTBEHHOTO HelpoJereHepaTUBHOro 3aboJieBa-
HHUSI — HaCJe[CTBEHHOHN CIAaCTHUYECKOU Maparsieruu
KILJTIOC».
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[lpyrass BbisIBJleHHass B [JaHHOM KJHWHHUYECKOM
ciay4yae reHetudeckas myTtanus SLC5A7 cooTBeTCTBYy-
eT Hac/JeJ[CTBEHHOW CEeHCOMOTOPHOW HelpomnaTuu
VIIA Tuna ¢ XapaKTepHbIMHU MpPU3HAKAMU MeJlJIEHHO
Nporpeccupymolleldl MOTOPHOM MOJIMHEWPONaTUuU C
NpeuMyIleCTBEHHBIM MOpPaXXeHHEeM BepPXHUX KOHed-
HOCTeH € NoC/eAyI0IUM pa3BUTHEM Napajinya roJjo-
COBBbIX CBsI30K [19]. /laHHBIA BapuaHT HaCJeAyeTcd
[0 ayTOCOMHO-JOMUHAHTHOMY THUIY U KJIWHUYECKHU
MpOosIBJIsIeTCS BO 2-3-eM AecATUIeTHH xusHu [20]. B
OTJINUME OT JINTEPATYPHOTO OMUCAHUSA XapaKTePHbIX
KkJIUHUYeckux npusHakos HCMH, B ganHoMm onwuca-
HUM KJIMHUYECKOTO CJIy4yasi GbLIM BbISIBJIEHBI TOJbKO
JIerKMe NpPU3HAKW HeMponaTUuu [eMUeJWHU3UPYIO-
mero xapakrepa no IJHMI u sierko BelpakeHHas JAucC-
TaJIbHAsl TUNIOTPOGUS HIDKHUX KOHEYHOCTeH. B cBA3u

JlaHHBI KJIMHUYECKUN cay4all BHepBble Npej-
CTaBJseT paCXOXKJeHUe KJIWHUYEeCKONM KapTHUHBI
60JIE3HH C JOMUHUPYIOLUIMM CHH/JPOMOM HIKHEH
CHacTUYeCKOW Mapansierud U reHeTHUYeCKUMHU IpHU-
3HaKaMU CHUHOLiepebe/IIPHON aTaKCUU U CEHCO-
MoTopHo# Helponatuu VIIA Tumna. [lanueHty peko-
MEH/I0BaHO TpOBeJleHHe KJHUHUKO-TeHEeTHYeCKOTo
o6cJie/JoBaHUs POACTBEHHUKOB [/l YTOYHEHHSI OC-
HOBHOT'O I'€HOTHUIIMYECKOT0 BapuaHTa 3abosieBaHus,
MeXaHU3MOB Ilepe/iayy MaTOJOTUYeCKUX I'eHOB B Lie-
JIbIO OIIEHKU PUCKA Pa3BUTUS F€eHETUYECKON MaTOJI0-
MU B OYAYLIHUX TOKOJEHUSIX.

3AK/IIOYEHHUE

KnuHuveckui ciyvyail JeMOHCTPUPYET HOJUMOP-
$U3M KJIMHUYECKUX NPOSIBJEHHUH Hac/eACTBEHHBIX

¢dopM HellpoJiereHepaTUBHOW MATOJOTUHU U BO3MOXK-
HOE COueTaHHe Pa3JUIHbIX QEHOTUIIUYECKHUX U TeHO-
TUIIAYECKUX BAPUAHTOB.

¢ atuM, HCMH He Moryia 6bITh pacCMOTpPEHa, KakK OC-
HOBHas NATOJIOTHS B OKOHYATEJIbHOM JUArHO3eE.
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