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B cTatbe onucaH peakuii KnuHndecknin cnyydai GM2-ranrnmno3nno3sa — 6onesnn Tes—Cakca ¢ No3gHNM Ha4anoMm y naumMeHTkm
27 net. MNpuBeneH kpaTknini 0630p COBPEMEHHbIX NPeACTaBNeHU 00 9TUOSIOrMK, NATOreHe3e 1 KIMHNYECKO KapTuHe 3a60-
nesaHus. O6CyXaaloTCs BONPOCHI ANArHOCTUKU U TakTUKK 06CenoBaHms naumeHToB ¢ 6onesHbio Tes—Cakca.
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MeHTonaTus, aH3umoamarHoctuka, JHK-anarHocTtuka.

GM2-raHrmno3nao3 — nM30comHan 601e3Hb HaKOMeHUs,
Hacnefyemasl no ayToOCOMHO-PELLECCUMBHOMY TUMNY, NPeacTaB-
JIeHHasl TPeMs Pas3fNNyHbIMK BapuaHTammn B 3aBUCUMOCTU OT
MYTaHTHOrO reHa. BbloensioT cnemyiolime reHetTuyeckme Ba-
puaHTbl GM2-raHrnmo3ngosa:

o OoneaHb Tea—Cakca (BTC), unu Bapuant B (OMIM 272800
(OMIM - Online Mendelian Inheritance in Man (3nekTpoH-
Has 6a3a JaHHbIX “MeHaeneBckoe HacneoBaHue y Yenoee-
ka")), — MyTaums reHa HEXA o.-cy6beanHuLIbl FeKco3aMmHK-
[nasbl A B nokyce 15q23-24;

o OonesHb CaHgxodda, unm sapradt O (OMIM 268800), — my-
Taumsi reHa HEXB B-cy6beauHuy, rekco3ammHmaas A n B B
nokyce 5q13.3;

o GM2-raHrnno3npos, nam sapuant AB (OMIM 272750), — my-
Tauua reHa GM2A, kopmpytowero 6enok GM2-akTeatop B
nokyce 5933.1 [1, 2].

Mo Bo3pacty MaHudecTaumn 3aboneBaHus BbIOENAOT
MiaaeH4Yeckylo GopMy, Mpy KOTOPOW MEPBbIE KIMHWUYECKMNE
CYMMTOMbI MOSIBASIOTCS B NEPBbIE MECALLbI XN3HW, I0BEHWIIb-
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Hyto dopMmy ¢ febioTom B Bo3pacTe oT 3 4o 6 net n dopmy ¢
no3aHMM Havanom [3, 4].

Hanbonee yacto BcTpeyarowmmMes BapuaHtom GM2-raHr-
nnoangosa siensetca BTC [5]. 9To 3abonesaHme Gbino onuca-
HO BGonee Beka Ha3af, HE3aBNCUMO APYr OT Apyra 6pUTaHCKUM
odTtansmonorom Y. Teem (1881 r.) n ameprkaHCKMM HEBPONO-
rom b. Cakcom (1887 1) [6]. Y. Teit BnepBble BbISIBUN Y NaLMEH-
ToB ¢ BTC BULLIHEBO-KPACHOE MaKyNsSiPHOE MATHO, KOTOPOE Ha
CEerofHAWHUIA OeHb SABASETCS OOHWM W3 MNaBHbIX AMArHOCTU-
yeckux npuaHakoB 3abonesaHus, b. Cakc, B CBOIO o4yepelb,
onucan HEBPOJIOrMYECKNE NPOSBNEHUS HONE3HN.

bonesHb Tes—Cakca yalle BCEro BCTPEYaEeTCs Y €BPeEB
allKeHa3n, Cpeamn KOTOpbIX MPUMEpPHO 3% SBASITCA HOCU-
TensMu mytauumn B reHe HEXA, yactota Bctpedaemoct BTC
B O9TOM MOMYMSUMOHHOM rpynne cpegn LEeTen cocTaBnsier
1 : 3000. Takxe 6onesHb pacnpocTpaHeHa y GppaHKODOHOB
Keebeka B KaHaze v wrata Jlynauansl B CLUA [6, 7].

3aboneBaHne nepenaeTcs no ayToCOMHO-PELLECCMBHOMY
TUNY HacCNea0BaHMS, BbI3bIBAETCS MyTaLmel B rene HEXA, pac-
NOJIOXXEHHOM Ha A/IMHHOM niieye 15-i XpOMOCOMBbI, COCTOS-
wem n3 14 9K30HOB, KOAMPYIOLWEM CUHTE3 0.-CYObeanHULbI
rekcosammuHmaasbl A. B HacToslee Bpemsi N3BeCTHO Gonee
120 pasnnyHbIX MyTaLWin 3TOrO reHa — Kak AeneLunii, Tak u M1uc-
CEHC- N HOHCeHC-MyTaumit [8]. Hanbonee pacnpocTpaHeHHOM
MyTaumen sensetca gobasneHne TATC-nocnenoBaTenbHOCTM
B 11-M 9K30HE reHa, KOToOpoe NPUBOAMNT K MPEXAEBPEMEHHOM
OCTaHOBKE TPAHCKPUNLMM, OAHAKO Npuv No3aHux popmax BTC
npeobnagaer MucceHc-mytaums c¢.805G>A (p.Gly269Ser) B
COCTOSIHAM KOMMAyHA-reTepo3nroTHOCTA MM FOMO3WUTrOTHO-
¢t [9]. 3TM MyTaLMm BbI3bIBAKOT NMOJIHOE OTCYTCTBUE (MNaAEH-
yeckasi 1 10BEHWIbHAas GOpPMbl) naM HeJocTaTto4yHoCTb (BTC
C MO3AHUM HayanoMm) rekcodamuHmaassl A n peduumt 6enka
GM2-akTmBaTtopa. B Hopme 6enok GM2-akTmBaTop v rekcos-
aMuHuaasa A, B3aMMOZENCTBYS Mexay COoOO0i, y4acTBylOT B
SIMMUHALLMN TAHTNO3UA0B U3 HEPBHbIX kneTok. CooTBETCT-
BEHHO, AePULMT UM OTCYTCTBME rekco3amuHmaassl A u ge-
duumnT 6enka GM2-akTBaTopa NPUBOASAT K HAKOMIEHMIO FraHr-
NIMO3UI0B B HEMPOHAX, BbI3bIBAS PA3BUTUE KIIMHUYECKNX MAHU-
dectaunii BTC.
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Knunuyeckue nposinenns BTC otnnyatoTcs kpaiiHei cTe-
neHblo BapnabenbHocTu. Kak 1 BCe reHeTnyeckne BapuaHThl
GM2-raHrnunosunposa, BTC knaccnduumpytoT B 3aBUCUMOCTH
0T BO3pacTa MaHudecTauuy 3aboneBaHns 1 Bo3pacta cMep-
Tm[10].

MnapeHuyeckaa ¢dopma. 1o 3-mecayHoro, mHorga no
6-mecsiyHOro Bo3pacTa pebGeHOK pa3BMBAETCS HOpPMasbHO,
1 MaTonornio 3anofo3puThb, Kak NpaBuio, He yaaeTcs. B Bo3-
pacTe oT 3 0o 6 Mec y pebeHka BO3HUKaeT cnaboe 3puTeib-
HOe pearnpoBaHKe Ha NPOWCXOASLLME BOKPYr HEro CobbiTuS,
NosIBASIOTCS TPYAHOCTU GOKYCMPOBKM B3MNsAa Ha Npegmere.
B Bo3pacTte 6—10 mec yrHetaetcs gpuratesibHas akTMBHOCTb,
pebeHOK HE MOXET CaMOCTOSTENIbHO CUAETb UM NepeBopayn-
BATbCS, B HEKOTOPBIX CNy4asix He CrocobeH ynbibaThCs, BO3HU-
KatoT NpoBAEMbI CO CNYXOM U 3PEHMEM, PA3BUBAETCS anatus.
Mocne 10 mec 3aboneBaHne CTPEMUTENBLHO MPOrPECCUPYET,
pebeHOK yTpayMBaET NOJTy4EHHbIE HABbIKW, YCUIIMBAIOTCS Mbl-
LIeYHble aTpoduUKn, CTAHOBUTCS BbIPAXEHHON 3adepxka ncu-
XOMOTOPHOro pa3BuTUs. Pa3BMBaEeTCA MPaKTUYECKW MOsHas
noteps ciyxa v 3peHus. MNepnoamyeckn BO3HUKAOT 3Nunpu-
CTyMbl 1 pa3BMBAETCS TETPanapes.

B 18 mec pebeHOK NOMHOCTLIO YTPaYMBAET CIYX U 3pEHMe,
NOSIBASIIOTCA CYAOPOXHbIE MOAEPTMBAHUS B MbILLILLAX, Pa3BM-
BalOTCS! reHepasM3oBaHHbIe Napanuyn. 3paykoBble peakLymm
Ha cBeT OoTcyTCTBYIOT. CNyCTS HEKOTOPOE BPEMSI Pa3BMBAET-
ca neuepebpaumoHHas purinaHocTb. PeGeHok CTaHOBUTCS
MOSIHOCTbIO 06€3ABMXEHHbIM, B CBSI3U C YEM Pa3BMBaAIOTCS UH-
TEPKYPPEHTHbIE MHOEKUMN, BCIEACTBNE KOTOPbIX MIAAEHLbI
yalle Bcero 1 normbatot Ha 1-2-m roay xmauu [6, 11].

Mpy odTanbMonornyeckoM 0o6CneaoBaHUN MNaLAEHLEB
npakTudeckun B 100% cnyyaes BbISBASETCS BULLHEBO-KPACHOE
MakynsipHoe NSaTHO. MNpu 3H3UMOAMArHOCTUKE ONPeaensieTcs
NpPaKTUYeCcky NOHOE OTCYTCTBUE MrEKCO3aMMUHNAA3LI A.

lOBeHunbHaa popma maHndecTMpyeT B BO3pacTe oT 3 40
6 neT n xapakTepuayeTtca 6onee MeaNeHHbLIM MPOrpPeccnpoBa-
Hyem 3ab0N1eBaHNs, HeM NPK MNaaeH4Yeckon popme.

Kak npaBuno, nepeble npuaHaku 3aboNeBaHUS NPOSIBNS-
I0TCS B BUAE AM3apTPUK, KOTOPas B AaslbHENLWeM nepexoauT
B MyTU3M. Pa3BrBaeTcs cnacTuyeckunii napanapes, nosgHee
CMeHsIIoWMInCs napannerveii ¢ NupaMmuaHbIMM 3HaKkamu, B
penkux cnydasix ¢ apednekcuein. Cnycta HeKOTOpoe Bpems
pa3BMBaeTCS MO3Xe4KkoBasi atakcus, CnocoOCTBylOLWas Hapy-
LUEHMSIM MOX0AKM, KOTOPblE B UTOre NPMBOAST K 06e3ABUNXEH-
HocTW. Ha Gonee no3gHux CTagmsx OTMEYaloTCst Cyaopori,
HeaepXaHne Mo4K, NCUXO3MOLMOHANbHBIE HAPYLLEHUS B BUAE
MOBBILUEHHOW Pa3apaxXnTeNbHOCTU U NCUX030B. [emeHuuns
passuBaeTcsa npaktudecku B 100% cnyyaes. [Mpy anekTpoHen-
pomuorpadum (SHMTI) y 60MbHBIX BLISBNSETCS AEHEPBALYS U
atpodus MblwL,. BulwHeBO-KpacHOE MakynsipHOE NSTHO npuv
odTanbMON0rMYECKOM NCCNe0BaHNM 0OHAPYXMBAETCS TakKe
npakTuydecku B 100% cnyyaes.

CoyeTaHne KNMMHUYECKMX MPU3HAKOB 1 3TAMHOCTb KX BO3-
HUKHOBEHMSI BeCbMa BapuabesibHbl Yy Pa3HbIX MaLMEHTOB C
0BeHUNbHOM popmoii BTC, Bkntoyas cubcoB.
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MporHo3 HebnaronpUsTHLIN, TaK Xe, Kak 1 Npu MnageHye-
ckoii dopme, 6onbHbIE NornbatoT B Bo3pacTe Ao 15 ner, yaule
BCEr0 OT WHTEPKYPPEHTHbIX 3a00NEBAHMIA, BO3HMKAOLLMX
BCeACTBME 06e3ABVKEHHOCTU naumeHTa [11, 12].

Bones3Hb Tes—Cakca ¢ no3gHUM Hayanom. Peakve onu-
caHusa 3Toi GpopMbl 3a6051EBaHNSA B IUTEPATYPE BCTPEYAIOTCS
TONbKO B MocnegHue 4-5 net, N0STOMy OTCYTCTBYIOT TOYHbIE
[JaHHble O cpefHeM Bo3pacTe ee MaHudecTaumn. bonesHb
Tea—Cakca C MO3OHUM HAYalOM KIVHUYECKM MPOSIBISETCS
cvmMnToMamMu 60/1e3HM ABUraTeNIbHOrO HEMPOHA, MO3XEYKOBOW
aTakCcum UM Ux codeTaHreM. Y naLneHToB Takke OTMEYaIoTCs
PasIMYHON CTENEHN BbIPaXEHHOCTN addEKTUBHBIE U NCUXMA-
TPUYECKmNe HapyLLIEeHWs, BNIOTb 10 BbIPAXKEHHbIX MCMX0308B [5].

Mpn SHMT BobiSBNSIOTCS AeHEpBaUMs U aTPOdUS MbILLLL.
Mpun odTaNbLMONOrM4eckoM UCCNEA0BaHUM BULLHEBO-KPACHOE
MaKynsipHOE NATHO B 6OJbLIOM NPOLEHTE Cly4aeB He 0OHapy-
XUBAETCS, U3 YEero CNeayeT, 4To Npu faHHon popme 3abonesa-
HVSI FAHMIMO3nabl HE HakanvMBalTCs B ceTyaTke rnasa. Mpea-
nonaraeTcs, YTo C 3TUM CBSI3aHa COXPAHHOCTb 3peHUs y 601b-
HbIX. [pakTMYeckun He pa3BMBaIOTCSA KOMHUTUBHBIE HAPYLLEHWS,
NGO OHW MMEIOT NErKYI0 CTEMEHb BbIPAKEHHOCTY.

MporHo3 xwm3Hu npu atoii popme 3abonesaHns Gnaronpu-
ATHBIN, 0ObIYHO NMaUMEHTLI AOXMBalOT A0 Bo3pacta 70-80 net
[3, 11].

LwnarHoctuka BTC. lMepBbiM aTanom guarHoctukn BTC
aBnseTcs 0hTaNbMONOrMYEcKoe WCCNefoBaHMe, KOTOpPoe
NMO3BONSIET BbIIBUTb BULLUHEBO-KPACHOE MAaKyISpHOE MSTHO,
npeacTasnsioLee Co60i CKONNeHNe raHrmmno3naoB B CETYaTKe
rnasa.

CaMbiM BaxHbIM METOOM AMArHOCTUKU U OnpeneneHns
nporHo3a TeyeHns 3a6oneBaHns ABASETCS 3H3MMOANArHOCTM-
Ka — OLeHKa KOJIMYECTBEHHOrO YPOBHSI rekco3aMuHnaassl A.
Mpn npoBefeHUN 3H3UMOOMArHOCTUKM B AMArHOCTUYECKMX
CUTyaumax 1 B NPOPUNAKTUHECKUX CKPUHMHIOBLIX Mporpam-
max BTC ncnonb3ytoT KONMYECTBEHHYIO OLEHKY FreKCo3aMMHK-
nasbl A [4, 6]. Y naupeHToB ¢ BTC dpakums rekcosaHumMmnaassl
™na A nMbo NOSHOCTbLIO OTCYTCTBYET (NMPU MIaLEHYECKON 1
0BEHUIbHOM Ppopmax), TMOO OTMEHAETCS CHUKEHHBI YPOBEHb
dpakuny depmeHTa Npu HopMasbHOM YPOBHE 0OLLEl rek-
cO3aMMHMAa3kl (B Cydae no3aHero Havana sabonesanus) [9].
CTeneHb akTMBHOCTM rekCo3aMuHnaasbl NpsiMo KoppenupyeT
C KIMHMYECKUMI NposiBieHusmn 6onesHu [8, 9].

CnepnyioLmm 3TanoM AMarHoCTUYECKOro anropmuTMa sBns-
etca AHK-gmarHoctuka, npy KOTopoit Hambosee 4acTo BbisSB-
nsoT MyTaumio TATCins1278, ogHako npu dopmax ¢ NO3LHUM
HayanoM, Kak ykas3aHO Bbille, BbISIBASIOT MUCCEHC-MYTaLMIO
¢.805G>A (p.Gly269Ser) B COCTOSIHUM KOMMAyHAO-reTepo3un-
FOTHOCTY MM FOMO3UrOTHOCTU C APYTUMI MyTaLUMSMU.

HelpoBrayanusaums ronoBHOro Mo3ra He UrpaeT CyLecT-
BEHHOW ponu B xapaktepuctuke BTC u gpyrux GM2-raHr-
NIMO3MA030B, HO B dUHANBbHOW CcTaauy 3ab00NeBaHNs MOXET
06HapyXMBaTLCA aTpOPUa MO3Xeuka, a Takke MMNEePUHTEH-
CVBHOCTb CUrHana Ha T2-B3BELUEHHbIX M300paXeHMsX B CTBO-
Jle rofI0oBHOro Mo3ara u 6enom Belectse [6, 13].
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Takum obpasom, anarHo3 BTC 6a3upyeTcs Ha coyeTaHum
JaHHbIX KJIMHUYECKON KapTUHbI, OTCYTCTBUM rekCo3amMUHUAA-
3bl TUNA A UM CHUXEHUW ee YPOBHS U BbISIBEHUN MyTaLWin B
reHe HEXA o-cy6beanH1Lbl rekco3aMmmHmaasbl A.

B HacToslee Bpems nns aToro 3aboneBaHust He Cylue-
cTByeT abPEKTUBHOM NaToreHeTnyeckon Tepanuu. Nposoast
noazepxuBatoLLIMe Kypcol duanonedeHns, HeipomeTabonunye-
CKOW Tepanuu, 3aHATUS C NCMXON0roM v fnoronegom [12].

MpuBoaum cobcTBEHHOE KMHMYeckoe HabnoaeHne BTC ¢
NO3OHUM HayanoMm.

MaumnenTka X., 27 neT, nocTynuia B 5-e HEBPOIOrMYECKOE
otaeneHve HayuHoro ueHtpa Hesponorum (HLIH) ¢ xanobamu
Ha cnaboCTb HOT, NPEMMYLLECTBEHHO MbILLLL 6efiep, HapyLIeHVe
peuu, nepuoamnyeckue nonepxmeaHus. U3 aHamHe3a 3abosne-
BaHMs1 N3BECTHO, YTO POCNA 1 pa3BuBaNiaCb COOTBETCTBEHHO
BO3pacTy A0 9 NeT, Koraa BrepBble BO3HUKIIN 3aTPYAHEHNS B
peyn no TUMy 3arkaHuii, NPOBOAWUANCH PEryNSPHbIE 3aHATUS C
N10ronefioM ¢ nonoxuTenbHbiM addektom. B 13-14 net nossu-
JINCb HEYBEPEHHOCTb Npu xoapbe 1 cnabocTb B Horax. 3abone-
BaHVE MOCTENEHHO NMPOrPecCUpPoBaso, Yepe3 HECKObKO NeT
NPUCOEANHUANCH HAPYLUEHWS PEYM U [NOTaHWs, TPEMOP PYyK.
C 2006 r. Habntoganacb B MEAUKO-TEHETUYECKOW KOHCYbTaLMM
no MecTy xutenbctea (r. Yda) ¢ amarHo3om “cnvHouepeben-
NnapHas atakcms”. Ha MarHMTHO-pPe30HaHCHbLIX TOMOrpamMmax
rOI0BHOMO M CNMHHOro Mo3ra ot 2006 r. — runonnasvs Mo3xeu-
ka, aTpodust cnnHHoro moara. Ha SHMI ot 2007 r. — nopaxe-
HVEe MOTOHENPOHOB CMHHOIO MO3ra Ha YPOBHE MCCeayeMbiX
cermentoB C~C,, L,-L,, Np1aHaku HeBPONaTui MOTOPHBIX BO-
JIOKOH JIOKTEBOrO HEpPBa MO TWMY akCOHOMATUM, NMPENMYLLECT-
BEHHO cnpaBa, CHWxeHne amnautygsl M-otBeTtos. B 2009 r.
Brnepsble obpaTmnack B HLIH, Gbinn BbINOMHEHbI akyCcTUYeckmne
CTBOJIOBbIE BbI3BaHHbIE MOTEHLMANbI, BbIBAEHO HapyLleHne
npoBeAeHUs Ha YpOBHE MOCTa Mo3ra. Bbin noctasneH auarHos:
“BpoxaeHHas runonnasus moaxedka. CMHAPOM ChvHANbHON
amuoTtpodun. AnddepeHumanbHelii AMarHo3 ¢ MUTOXOHAPU-
anbHon naronorven”. MpoBogunacb Tepanus npenapaTamu
amaHTauHa, uaebeHoHa, menboHus. [pu uccnepoBaHUm
YPOBHS NlakTaTa, N1pyearta, KETOHOBbIX Ten B Meauko-reHeTn-
4eckoM Hay4yHoM ueHTpe (MIMHLL) cogepxaHve metabonuntos B
KpoBM A0 1 nocne eabl 6bino B Npeaenax Hopmel. Ha doxe no-
CTOSIHHOr O Np1ema npenapaToB 0TMeYanach HeKoTopasi cTabm-
N3aUMS KIIMHUYECKON CUMNTOMATUKM.

B Hosi6pe 2011 . naumeHTKa npoLuna Kypc CTaumoHapHOro
neveHns B 5-m HeBposiormyeckom otaenedmmn HUH. Mpoeene-
Ha OHK-gmnarHocTuka, npu KOTOpoW He Oblna NoATBEpPXAEHa
cnvHanbHas amnotpodus llI-IV Trna, ceasaHHas ¢ myTaums-
Mun reHa SMN. Takxke Oblna NpoBeAeHa MbllleyHas buoncus,
npu KOTOPOW BbISIBNEHbI U3MEHEHUS!, XapakTepPHbIe Ans Cru-
HaNbHbIX amMroTpoduiA. YunTbiBas Hannune ou3aMoOpuroreHe-
TUYECKOro CMHAPOMA C MPU3HaKaMn COeAMHUTENIbHOTKAHHOM
ANCNNasun, NPOSBASIIOWMMUCS BPOXAEHHBIMY aHOMaNUaMM
CTPOEHMS KNlanaHHOro annapara cepaua (nponanc Mutpab-
HOro knanaHa | cTeneHn ¢ MWKCOMATO3HOW [ereHepauuen
CTBOPOK W peryprutaumeit | cteneHn, LONOAHUTENbHAS Xopaa
B MOJSIOCTU JIEBOr0O XeNyaoyka, TPUKyCcnuaanbHas perypru-

Taumsa | ctenexHn) n XpycTanmkoB a3 (YnaoTHEHME KanCynbl,
MUHUMaJIbHOE KOPTUKaNbHOE MOMYTHEHWE), NnauueHTke Obln
NMOCTaBNEH KJIMHWYECKUA AmarHo3d: “CUMHAPOM CMUHAbHON
ammotpodumn. fmnonnasms mo3sxeuka. CMHAPOM amcnnasuv
coeanHuTenbHol TkaHn”. CocTosIHME MauMeHTKM B OaNbHel-
LUEeM NOCTENEHHO YXyALIanochb, HapacTanu An3apTpus, Auc-
darunsg, TPyAHOCTU MpY NMUCbME, OHa nepecTana BbIXOAUTb Ha
ynuily 6e3 COnpoBOXAEHMS, OAHAKO B Npefienax NoMeLLeHns
cebs obcnyxmsana. B 2015 r. maTtb nauneHTkn obpatuniach no-
BTOPHO 3a KOHCYNbTATMBHOMN nomoLLbto B HLIH, 6bino pekomeH-
[0BaHO JONOMHWUTENBHO NPOKOHCYNbTMPOoBaTbes B MIMHL, roe
6b1110 ceNaHo NPEANONOXEHNE O HANIMYMK Y NALMEHTKM OQHON
13 $GopM N30COMHbIX BonesHein HakonneHwst. Mpy 3H3UMO-
[ONarHoCTKe aKTMBHOCTW TeKCO3aMUHMAAsbl OMpeaensncs
HOpMasbHbI YPOBEHb 006LLei dpakumm GepMeHTa ¢ pe3kum
CHUXEHWEM NPOLEHTHOro coaepxanus dpakuum A (o 4,1%
npwv Hopme 30,9-72,0%), 4To COOTBETCTBOBAIIO NO3AHEN HOp-
me GM2-ranrnunoaugosa. MNpu nposeaexHnn AHK-guarHoctukm
(mouncke yacTbix mMyTaumnin) B reHe HEXA BbisiBfieHa TUNMYHAsA
ons nosaHen popmbl BTC myTaums.

CemeriHbiii aHaMHe3: CO CNOB MaTepu naumneHTku, y 6abyuu-
ki OblIM @MUOTPODUN HOTF, CTAaBUACSH AMArHO3 CUPUHroMue-
nun. PogHasa cectpa naumeHTkn (1984 r.p.) spoposa.

JIn4HbIi aHamMHe3: 3aKOHYUNia CPEOHIO LUKONY U YHU-
BEPCUTET C XOPOLLEN YCNEeBAEMOCTbIO. FBNSETCA MHBANUOOM
Il rpynnbl, He paboTaeT. o nebiota 3a6oneBaHns NpakTUYeckn
HMYeM He Gonena, anneproaHamMmHe3 He OTSArOLLEH.

HeBposnorndecknyi CTaryc: CO3HaHWE SICHOE, MEHVHre-
aNbHbIX 3HAKOB HET, OPUEHTMPOBAHA, KOHTAKTHA, KOTHUTUBHO
CcoxpaHHa. 3anaxu pasnuyaeT (COo CNoB naumeHTkn). MmasHble
wenm n 3padkm OD=0S, 06bem ABMXEHWUIA a3 OrpaHnUYeH K
Hapy>XHbIM Cnankam, ierkoe cxomsLleecs Kocornasve 3a cHeT
neBoro rnasa. PoTopeakLy X1BblE, KOHBEPreHLMS CHXEHA.
CrnaxeHa neBas HocorybHas cknagka, cnabocTb MbILULL, nua.
Cnyx coxpaHeH, HucTarmMa npy ocMoTpe HeT. usapTpus no
TUMY CKaHAMPOBaHWS, AnchoHus. MNeprogmyeckn nonepxmea-
eTcs (6onblue TBEPAOI NuLLel), Hebo Npy GpoHaLMKM cokpaLla-
€TCS CUMMETPUYHO, MOTOYHbIA pednekc OTCYTCTBYET. A3blk
[OeBumpyeT Bnpago. aTonornyeckne pednekcobl C pyk: KUcTe-
BOV aHanor Pocconumo, pedrnekcol XykoBckoro, bexrepesa,
MapvHecky—PafoBuymn ¢ aByx CTOPOH; ¢ Hor pednekc babuH-
CKOrO C ABYX CTOPOH. MOBOPOTHLI FOI0BbI B CTOPOHbI U MOXM-
MaHve naedamy COXpaHeHbl. CHUXEHVE MBbILLEYHON CUMbl: B
pykax — andodyaHo a0 4 6annos, B HOrax — B MPOKCUMaIIbHbIX
oTaenax nepefHyx rpynn mblwt, 6enep u ronexHein go 2 6an-
NoB, B cTonax A0 3 6annos, B 3aiHWX rpynnax Mbill, HOM A0
4 6annos. OnoddysHas MblleyHas runoToHus. Munotpodumn
PYK 1 HOT, MbILLIL, Ne4eBoro nosica. lguratensHoe 6ecrnokoi-
CTBO MasbLEB PYK B MOCTYypPasbHOM NOAOXKeHUN. CyXOXubHbIE
1 nepuocTanbHble pednekchbl ¢ PyK MOBbILIEHbI C pacLumpe-
HVem pednekCoreHHbIX 30H, C HOI — OTCYTCTBYIOT. BpioLLHbIe
pednekchl xuBble. ManbueHocosas npoba — ¢ AMCMETPUEN,
[OVCONALIOXOKMHE30M, MUMOMOMaAaHNeM C ABYX CTOPOH, Msi-
TOYHO-KONEHHYIO NPoBy HEe BLIMONHAET M3-3a CNaboCTU HOT.
OnemMeHTbl CEHCUTMBHOM aTakcuu. MocTypasbHbIA U CTaTOKM-
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KanHnyecknin pasbop

HeTuyeckuii Tpemop pyk. B no3e Pombepra HeycToitumea. Mo-
xofka nepesanvBarolascs, “yTmHaa”, Ha LWMpPokoi 6ase, Ha
HOCKax ¥ NATKax XoauTb He MoxeT. Jedopmaums cton no tmny
“dpuaperxoBckux”. Mpu nepemeHe NoAOXEHNS Tena UCMoSb-
3yeT npuemMsbl foBepca. HyBCTBUTESbHbLIX HAPYLLEHWI HE BbISB-
NeHo. OYHKLMKN Ta30BbIX OPraHOB He HAPYLLEHBI.

JlaHHble 1abopaTopHO-NHCTPYMEHTAasIbHbIX METOAO0B 00-
cnenoBarus. ObLime aHanM3bl KPOBM U MOYM 63 3HAYUMBbIX
OTKJIOHEHUA OT pedEepPEHCHbIX 3HavyeHuin. Bbuoxmmmnyecknin
aHanm3 KpoBw: kpeaTuHPochokmHasa obwas 241 E/n (Hop-
ma 0-195 E[/n), GunupybuH obwmin 23,39 Mkmonb/n (Hop-
ma 2,0-17,4 mMkmonb/n), GunnpybrH npsiMon 5,2 MKMOnb/n
(Hopma 0-4,3 MKMOnb/n), KpeaTuHuH 47 MKMOAb/N (HOpma
53-97 mkmonb/n), anbbymuH 50 r/n (Hopma 38-44 r/n), o6Lumin
6enok 90,46 r/n (Hopma 64,0-83,0 r/n).

Mpu NpoBeaeHUN UronbYaTo U CTUMYNAUMOHHON SHMI
(2016 r.) Npn3HaKkoB NopaxeHus ManobepLIOBOro HepBa He Bbl-
aBNeHo. MNpu nccnegoBaHUM UroabYaThbiM 371EKTPOAOM B MblLL-
Lax, MHHEPBUPYEMbIX U3 CEFMEHTOB LUEHOMO ¥ NMOSICHUYHOIO
YTOJILLEHWI CIMHHOIO MO3ra, PermcTpypoBanach TekyLlas ae-
HepBaLMOHHas akTMBHOCTb, HaMboEe BblpaXeHHas B MblLULLAX
HVXXHUX KOHEYHOCTel. Habnioganncb KOMMNEHCaTOpHbIe Heil-
POr€HHbIE U3MEHEHUS1 MOTEHLMANOB ABUraTeNbHbIX eOVHWL,
XapakTepHble AN BbIPQXEHHOrO PEMHHEPBALMOHHOIO Mpo-
uecca. Pesynbrathl aHanm3a gaHHbix QHMI nossonunu npea-
NoNOXWTb ONUTENbHOE, COMPOBOXAAIOLLEECH BblPAXKEHHbIMU
PENHHEPBALMOHHLIMA  KOMMEHCATOPHLIMU  U3MEHEHUSAMU B
MbILLAX, FEHEPasM30BaHHOE MOpaXeHue nepudepudeckmx
MOTOHENPOHOB. [0 CpaBHeHUIO C AaHHbIMK 06CnefoBaHUs
ot 2011 r. Habnoganucb yBeNMYEHNE BbIPAXEHHOCTU PeunH-
HEepBaLMOHHOMO MPOLLECCa BO BCEX UCCNEAOBAHHbIX MbILLLAX
N YMEHBLUEHNE YMCna OBUraTesibHbIX €OVHWL, B ANCTaNIbHbIX
MBILLILLAX HKHUX KOHEYHOCTENA.

MaumeHTke NpoBOAMNIACL Tepanusl npenaparamu mnoe-
BOW KMCNOThI, BUTaMUHaMK rpynnel B, npenapatamu amaHTa-
OVHOB, GM3MOTEpanus: Maccax, aNeKTPOCTUMYALNS MblLLLL,
3aHATUS Ha BENOTPEHAXEPE.

B npencrtaBneHHOM KIMHMYECKOM HabMoAeHUN onucaHa
BMEPBbLIE BbISBIEHHAS W MOATBEPXAEHHas NnabopaTopHbIMU
meTogamu gmarHoctukn BTC ¢ no3gHum Havanom B poccuin-
ckoin nonynsiumn [9]. JmarHo3 naumeHTke Obli NOCTaBMEH
cnycta npaktudeckn 20 neT ¢ MoMeHTa geboTa 3abonesaHuns.
OCHOBHble TpyaHOCTU B anarHocTuke BTC 06ycnoBneHsl cxo-
XECTbIO €€ KJIMHWYECKOW KapTWHbI U HEeNpOBU3yann3aumoH-
HbIX [aHHbIX CO CrnMHOLEepebennsapHoi atakcuen, 60ne3Hbo
[BUraTeslbHoro HeMpoHa, a Takke pefkor BCTPe4aeMoCTbio B
KNMHWMYECKOW NpakTuke no3aHux popm 3abonesanms. Otnnym-
TeNlbHbIMY KJIMHMYecknMm ocobeHHocTamu BTC ¢ no3aHuMm Ha-

Late Onset Tay—Sachs Disease

4yanom, NO3BOASIOLLMMU 3aN0L03PUTb €€ Y NaUMeHTa, SBASIOT-
€Sl CoYeTaHve CUMMNTOMOB GONIE3HN ABUraTENbHOrO0 HENPOHA,
MO3XEYKOBOW aTaKCWUM 1, HEPEAKO, KOTHUTUBHBIX HAPYLLEHNIA.
[varHos noaTeepXaaeTcs AaHHbIMU JOMOHUTENbHBIX METO-
[10B 00CNel0BaHNsl, TaKVMU Kak AeHEPBALLMS N aTPODUM MBbILLILY
npu AHMI, CHMXEHWE YPOBHS rekco3ammnHmMaassl A npu 3H3m-
MOAMarHoCcTuKe, BbiiBneHne mytaumin npu JHK-amnarHoctmke.
OH3MMOAMArHOCTMKA B HACTOSILLEE BPEMS CIYXUT KIIOYEBLIM
MeToaoM, noaTeepxpalowmm Hanudne BTC. YunuTtbiBas BO3-
MOXHbI€ MHOTOYMCIEHHbIE MyTaLMK NPy 3TOM 3aboneBaHum,
[OHK-anarHocTuka He SBASIETCS OCHOBOMOMAralowMm MeTo-
nom npu onpegenennn BTC [6, 9, 11].

Ha cerofHAWHMI OeHb He CYLLECTBYET NaTOreHeTU4eCckmx
meTonoB Tepanuu BTC, n0sToMy neyeHne HoCUT CUMNTOMATK-
YecKMin 1 nopaepxuBatoLLMiA xapakTep. PepmeHTo3amecTun-
TenbHas Tepanus, TpaHCcnaHTaums KOCTHOro Mo3sra He fanv
NONOXMTENbHBIX PE3YNLTATOB NPy MAageH4eckon dopme BTC
[11, 12]. B 6anxaiiiem 6yayLiem nnaHupyeTcs NpoBefeHNe
KJIMHUYECKMX NCCNELOBAHUIA TAPreTHOM FEHHOMN Tepanmu.
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Rare clinical case of the GM2 gangliosidosis — late onset Tay—Sachs disease — in a 27 y.o. lady is presented. The authors give a brief review on the current knowledge
regarding etiology, pathogenesis, and clinical features of that disorder. Approaches to diagnostics and workup in a patient with Tay-Sachs disease are discussed.
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