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Pesiome

OnucaH CAyyain peakoi ayTOCOMHO-AOMMHAHTHOM CMHOLEPebeAAIpHOM aTakcum 28 Tina, 06yCAOBAGHHOW reTepO3MroTHOM My-
Tauwveit rena AFG3L2 (CLIA 28, SCA-AFG3L2, OMIM: 610246). KAnHMYeckas kapTiHa NpeACTaBAeHa CodeTaHUeM NaToAOr MM 3pe-
HUWS, FAQ30ABMIAaTEAbHbIX HAPYLWEHWH, SKCTPANMPAMMAHOTO CUHAPOMA, SMMAEMCHUM N MO3XKEUKOBOM aTakcum. [NpobaHa XeHwmHa,
21 roa, 2 roaa HabAoAeHns 3a naumeHToM. C AeTCTBa OTMEHaAaCh MUMOMKS TSHKEAOW cTeneHn. AebioT 3aboaesaHms € 14 AeT C pas-
BUTUS TPEMOPA PYK, FAA30ABUraTeAbHbIX HapyleHui. [porpeccupoBaHne CUMNTOMATUKKM B TeUeHWe 5 AeT C HapaCTaHWeMm rAa-
30ABUraTeAbHBIX HAPYIIEHWIA, TPEMOPA, TMNOKUHE3NN, LePBUKAAbHOM AMCTOHWUM, AMCTOHNK ACBOI PYKM, SAEMEHTOB MO3XXEH4KOBOM
aTakCumn, pasBuUTMS snNnAencun. PoanTeAan passeseHbl, AaHHbIe 0O OTLe OTCYTCTBOBAAM, HACACACTBEHHbI aHaMHE3 He MOATBEpPX-
AAACS AO MOMEHTa BOCCTaHOBAGHMSI OTHOWEHKIA. Y OTua NpobaHAa M CBOAHOM CECTPbl NOAOOHAs CUMMNTOMATHKa CO CAOB NMpobaHAa
(He oLeHMBAAKNCH aBTOPAMM KAMHUYECKM). AAUTeAbHOE Bpemst HabAIOAAAACh C AMArHO30M (OYHKLUMOHAABHOTO PAaCcCTPOMCTBA HEPBHOM
cnctembl. AnarHos «CnmHouepebeasipHas atakens 28 Tuna» ycTaHoBAeH B Bo3pacTe 19 AeT. BeinoOAHeHO NoAHOe cekBeHMpoBaHue
reHoMa, BbisIBA€HA retepo3urotHas Mytaums ¢.838C>T (p.Arg280Trp) B reHe AFG3L2, myTauns noaTBepxkaeHa no CaHrepy. Bbinoa-
HEHO npamMoe cekBeHMpoBaHue no CaHrepy y oTua npobaHAa, NOATBEPXKAEHO HaAMHME aHAAOTMUYHOM MyTaLIMK B FreTepO3MIrOTHOM
COCTOSIHMM 1 UCKAIOYEHO Y ee 3A0POBOI MaTepu. YCTaHOBA@HA CerperaLmst AaHHbIX MyTaLMid B CeMbe MO ayTOCOMHO-AOMUHAHTHO-
My Tuny. [NaureHTKka NoAy4daeT npenapartbl AEBOAOMbI B CYTOUHOM A03e 1250 Mr/CyTKM, AaMOTPUAXMH 400 Mr/CyTKM, a TaKKe Aa-
Kocamma 200 Mr/cyTku, GOTYAMHOTEPANMIO MbILLLL LEW U AeBOM PYKW. TPemMop 1 rMNoKMHe3ust GbIAM HyBCTBUTEABHBI K MpenapaTtam
AeBOAOMbI. COXPaHSIOTCS @AMHMYHbIE SNUAeNTUHecKMe NpUCTyNbl. CoLMan3mpoBaHa, 0by4aeTcs B BbiCLIeM y4eOHOM 3aBeAeHMN.

Karouesbie croBa: cnmHouepebearsipHas atakcus 28 Tuna, reH AFG3L2, aTakcus, raa30ABMraTeAbHble HapyLeHus, SKCTpanmpa-
MUAHBIFA CUHAPOM, SMUAEINCHSI.
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Abstract

We present a case of rare autosomal dominant spinocerebellar ataxia type 28 caused by a heterozygous mutation of the AFG3L2 gene
(SCA 28, SCA-AFG3L2, OMIM: 610246). The clinical presentation included a combination of visual and oculomotor disorders, ex-
trapyramidal syndrome, epilepsy, and cerebellar ataxia. Female proband, 21 years old, 2 years of observation of the patient. Se-
vere myopia has been reported since childhood. The disease manifested at the age of 14 with hand tremor and oculomotor dis-
orders. Symptoms progressed over 5 years with an increase in oculomotor disorders, tremor, hypokinesia, cervical dystonia, left
hand dystonia, elements of cerebellar ataxia, and the onset of epilepsy. Her parents were divorced; no data on the father was avail-
able; the family history was not reported until the relationship was restored. The proband’s father and half-sister have similar symp-
toms, according to the proband (not medically confirmed by the authors). The patient was followed up for a long time with a di-
agnosis of a functional disorder of the nervous system. Type 28 spinocerebellar ataxia was diagnosed at the age of 19 years. Com-
plete genome sequencing was performed; a heterozygous mutation ¢.838C >T (p.Arg280Trp) in the AFG3L2 gene was detected,
and the mutation was confirmed using Sanger method. Direct Sanger sequencing was performed for the proband’s father, and a sim-
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ilar mutation in the heterozygous state was confirmed. The proband’s healthy mother had no such mutation. Segregation of these
mutations in the family by the autosomal dominant type was found. The patient received levodopa 1250 mg/day, lamotrigine
400 mg/day, lacosamide 200 mg/day, as well as botulinum therapy for the muscles of the neck and left hand. Tremor and hypokinesia
responded to levodopa. Sporadic epileptic seizures persist. The patient is socialized and studies at a higher educational institution.

Keywords: type 28 spinocerebellar ataxia, AFG3L2 gene, ataxia, oculomotor disorders, extrapyramidal syndrome, epilepsy.
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CnuHouepebennspHas arakcus 28 tuna (CLA 28,
SCA-AFG3L2) (OMIM: 610246) (MKB10: G11.1; MKB11:
8A03.16) — o4eHb peIKHii TOATHUIT ayTOCOMHO-IOMUHAHTHOI
Mo3xkeukoBoit arakcuu I Tuna (AIIMA 1), o0ycioBieHHbI re-
TepO3UTrOoTHOI MyTalueit reHa AFG3L2.

I'en AFG3L2 0bln BriepBble KapTUpOBaH B Jokyce 18pl1
B 1999 roay [1]. B 2006 romy 6bu1a nneHTUGUIIMPOBaHA MyTa-
uus 18p11.22-ql1.2, aBasiBuiasicst IpUYUHOM pa3BUTUSI HOBOM
dopmbl AIIMA, koTopasit 0bl1a 0603HauyeHa Kak CLIA 28 [2].

T'en AFG3L2xonupyet hepMeHT ATD-3aBUCHMYIO METATI-
JIONPOTea3y, HaXOISIIYIOCST BO BHYTPEHHE MeMOpaHe MUTO-
XOHAPUIA. DTOT (hepMEHT yJacTBYeT B IIpolieccax IMpoTeoImn3a
Y OpraHu3alyu/nerpaganum 6eaKoBbix komruiekcon. [Tpu CLIA
28 myrtanTtHasg AT®-MmeTtamnonpoTeasa TepsieT ClIOCOOHOCTh
OKMCIUTEIbHOTO (hochOPUINPOBAHUS CBOMX CYOCTPATOB, YTO
TIPUBOIUT K HAPYLICHUIO COOPKU CYOhEIMHMII KOMITIEKCOB JIbI-
XaTeJbHOM e MUTOXOHIPUIA, a TAKXKe HapyILIEHUIO pacIer-
JIEHUsI HEeTIPaBWJIBHO YITAKOBAHHBIX OEIKOB U K TUCHYHKIIUN
HEPBHBIX KJIETOK. Y MjeKonuTalomux red AFG3L2, konupyto-
it AT®-MeTtatonporeasy, TOBCEMECTHO 9KCIIPECCUPYETCsI
B HHC, B ToM uncie u B kiietkax ITypkunbe. [ToaTomy Kin-
Huyeckas kaptuHa CLIA 28 nipeacraBiieHa He TOJIBKO, U Jaxe
HE CTOJIbKO MO3KEUKOBOI aTaKCHeil, CKOJIBKO IPYTUMU CHUH-
npoMamu nopaxkenus LITHC [3].

Bnuaemuosiorndeckas pacrnpocrpaHeHHocTh CLIA 28 nocto-
BepHO HeusBecTHa. [Ipennomnaraercs, uro Ha nomo CLIA 28 mpu-
XomuTcs puMepHo 1,5% Bcex cliydyaeB ayTOCOMHO-TOMMHAHT-
HBIX MO33KEUKOBBIX aTaKCHIA, 3apeTUCTPUPOBaHHBIX B EBpore.

Bospact ne6iota CLIA 28 — paHHMII B3pOCIbIM BO3-
pact (26,5£17,2 roga), oAHAKO OMUCaHBI cliydau aebiora
ot 3 no 78 net. Yale Bcero 3adojieBaHMe IeOIOTUPYET C aTakK-
CHUM B HIDKHMX KOHEYHOCTsX. boJiee penkuit BapuaHT ae6ro-
Ta — ¢ NT03a/0(GTaIbMOILIErMY W TU3apTPUN WU aTaKCUU
B BEPXHUX KOHEYHOCTSIX. [1p1 HEBPOJIOrMUECKOM OCMOTPE MO-
I'YT BBISIBJISIThCS MITO3, HUCTArM, o(TabMOIIape3 ¢ orpaHuyJe-
HHEM TOPU3OHTAJIBHOTO M BEPTUKAJIBHOIO B30pa, aucdarus
(nerkas), au3apTpus (CTENEHb TSKECTU CUIIBHO BapbUPYET),
aTakCcHsl, CHHIPOM MapKUHCOHU3Ma, TUCTOHUS (TIperMyIiie-
CTBEHHO (hOoKajibHasT); runeppedIeKcrs B HIXKHUX KOHEYHO-
CTSIX, CUMITTOM BaGuHCKOro, CHIKeH1e BUOPAIIMOHHOM YyB-
cTBUTEIbHOCTH. [IporpeccrupoBaHue MeuieHHOe, 6e3 Hapylie-
HMSI QYHKIIMOHATBHOM aKTMBHOCTH IaXKe CITYCTSI IeCATUICTUS
riocJie ne6iora. [TarmeHThl MOTYT XOIUTh 63 TOCTOPOHHEH T10-
MOIIM 0 CEAbMOTO AECATUIETUS KU3HU. [10 TaHHBIM MarHUT-
Ho-pe3oHaHcHoM Tomorpacduu (MPT) rosoBHoro mosra Mo-

2KET BBIABJIATHCA anO(bI/IFI MO3XKeE4YKa C MPpEUMyHIECTBEHHbBIM
BOBJICUCHUEM YEPBA, CTBOJI MO3Tra OCTACTCA MHTAKTHBIM [4]

Kinnnnueckoe Ha0.moeHe

IMammentka 2., 21 ron, pycckas. Habmonaercs B LleHTpe akc-
TpanupaMuaHbIX 3a6oneBannii @I'BY «Bcepoccniickuii LieHTp
9KCTPEHHOM U paaraliMOHHONM MeauLiMHbl UM. A.M. Hukudo-
poBa» MUC P® B teuenue aByx jieT. C paHHEro 1eTCTBa HAOII0-
Jaiach C TMAarHO30M «MHOIMsI». 3a0ojIeBaHue 1e0I0TUPOBAIO
¢ 14 niet, Korma crajia oT™MeuaTh TpeMop npaBoii pyku. C 15 ner
OTMeYaeT TPeMOP JIEBOU PYKH, JICBOII HOTY 1 TPEMOP TOJIOBHI.
B ne6roTe 3a601eBaHUs TPEMOP MMeJT HEITOCTOSTHHBII XapakTep,
3HAYMMO YCWJIMBAJICS TIPY SMOIIMOHAIBHBIX Harpy3kax. B cBsi-
31 ¢ HapacTaHUEM TpeMopa Bo Bpemst ypokos, B 10—11 kiac-
cax HaxoIuaach Ha ToMalllHeM o0ydeHuHU. JIBaxapl Haxonuaach
Ha CTAllMOHAPHOM JIeYeHUU B IICUXUATPUUECKUX CTallMOHApaX,
COCTOSTHME PACLIEHUBAIOCH KaK «OpraHM4eCcKOe IMCCOLIMaTUBHOE
JIBUTaTeJIbHOE PACCTPOIMCTBO», MOJTydaa HEHPOIEeNTUKY, aHTH -
JIENPECCaHThl ¢ HE3HAUYUTEIBHOM MOJOXUTETbHOM TMHAMUKOMN
B BUIIE CHIDKEHMSI BRIpasKeHHOCTH Tpemopa. HerponosskureabHo
Ha3HayvyaJIuCh Ipernaparbl JieBonornbl (10 300 Mr/cyTku), coryiac-
HO TpeaCTaBIeHHBIM BhITTCKaM — 6e3 addekTa. C 16 1eT oT™Me-
YyaeT pa3BUTHE ABYCTOPOHHero nTo3a, S>D. [1pu obcnenoBaHumn
y HeiipoodTabMoIIora IMarHocTUPOBaHa HapyKHasi o TaTbMO-
IJIETHST, MMOIIVSI BRICOKOM CTEeTIeHU, TeprdepryecKasi BATPEOXO-
pHropeTUHAIbHAS TUCTPOMHUST, KOHIIEHTPUUIECKOE Cy>KeHUe ToJIeit
3peHusi. BoimoaHeHo MPT rosioBHOro Mosra, BbIsiBJIeHa BEHO3-
Hasi aHTMOMa B 00JIaCTH MOCTa, He ONpeIesIsIBIIasiCsT Ha IIPeIbl-
nytux uccaenosanusix. C 17 mo 19 get oTMevana HapacTaHUeE Bbl-
PakeHHOCTH TPEMOpa U IJ1a30ABUTaTeIbHBIX PACCTPOMCTB, TOsI-
BUJICSI TOPTUKOJUIHC BJIEBO, IMCTOHMSI JIeBoii pyKu. I[TpoBomuiioch
YIIyOJeHHOE 00CIeIOBAaHUE C LIEJIbIO MCKITIOYEHUST TeMaTOJICHT -
KYJISIpPHOM iereHepaliuu, MUacTeHUU, He OATBEPAMBIIIECE HATU-
yye BbIlIeYKa3aHHbIX TMarHo30B. B 19 jieT BbIcTaBIeH 1MarHos:
«CHHIPOM MapKUHCOHM3Ma» , BHOBb ObLITM Ha3HAYeHBI Iperapa-
ThI JIEBOIOIIBI C TTOJIOKUTEIbHBIM 3(D(MEKTOM B BUIE 10303aBH-
CHMOTO CHIZKEHMSI BRIPAXKEHHOCTH TPEMOPA, a TAKXKE CHIDKEHMSI
BBIPAXXEHHOCTH 1T03a. B TeueHue roma mpoBoaMIOCh ITOCTENeH-
HOE yBeJIMYeHHe CyMMapHOI CyTOYHOM T03bI JIeBOAOIBL. K KOH-
11y ToIa MpreMa IperapaToB JIEBOIOIbI OTMEYEHO Pa3BUTHE MO-
TOPHBIX IIyKTyalMii, 10OaBIEH MpaMuUIieKco [5].

B Bo3pacte 19 set o6partunack B LIeHTp aKcTpanupamui-
HBIX 3a00JIeBaHUIA.
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Puc. 1. MaruuTHo-pe3oHaHcHasi Tomorpagms 3 TA roAOBHOro Mo3ra nauneHTku 3.
a — caruttaibHbiil cpe3 (T2-B3BeleHHOe n300paxeHue); 6 — KopoHapHbiii cpe3 (T2-B3BeleHHOe U300paxeHue); B — akcuaibHblil cpe3 (T2-B3BeleHHOe U30-

OpaxkeHue); I — akcuaibHbIi cpe3 (T2-B3BeleHHOe U300pakeHue).

Fig. 1. Patient E.’s 3 T magnetic resonance imaging of the brain.

a — sagittal view (T2-weighted image); b — coronary view (T2-weighted image); ¢ — axial view (T2-weighted image); d — axial view (T2-weighted image).

HacnencrBennslit anamHe3. Ha MOMeHT obGpaliieHus 1aH-
HBIX 3a OTSITOIICHHBII HAC/IeACTBEHHBIII aHAMHE3 TOJIy4eHO
He ObUIO: POIUTENH Pa3BedeHbI; IIPOKUBACT C MAaTEPhIO, C OTIIOM
KOHTAKT He IMOIePXKMUBAET; MaTh U POACTBEHHUKM ITO IMHUM Ma-
TepH 3IOPOBBI; Y MaTepu pebEHOK OT BTOPOTro Opaka — 310POB.

AHaMmHe3 Xu3Hu. Ponunack oT nepBoii 0epeMeHHOCTU
B 35 Hedeb, OLleHKA COCTOSTHMS 110 1IKajie Anrap 7 0aioB,
45 cm, 2400 r. OTMeyanoch OOBUTHE TTYTTOBUHbBI BOKPYT ILIEH,
HepacKpbITue Jierkux, nposoauiack MBJI B teuenue 13 nHeid.
B BeIMUCHOM 3MMKpHU3e YKa3aH IMarHo3: «[epuHaTaIbHOE Th-
IMOKCHYECKOE MOPakeHUe TOJIOBHOIO MO3Ta ¢ CHHIPOMOM JBU-
raTeJibHbIX HapyLIEeHU, CyTOPOXHBIN CUHAPOM», 6€3 yTOY-
HEHUST XapaKTepa IBUTaTeIbHBIX HAPYIICHUI 1 CYTOPOKHBIX
NpUCTYNoB. Beinmucana u3 ponuibHOro foma yepes 1,5 mecsi-
1a. Havana cunets B 7 MecsilieB, Moliljia U 3aropopuiia B 1 ros.

ObTaNbMOIOTUYECKUI U HEBPOJIOTUIECKHMI CTaTyChI
Ha MOMeHT obpaieHus B LIeHTp (yKa3aHa BbIsSIBJIEHHAasI M1aTo-
norust): VisODsph-7,25D=0,3; VisOSsph-8,25D=0,2. KoH-
LIEHTPUIECKOe Cy>KeHHMe ToJieii 3peHust. CHIDKeHIe KOHBePTeH-
LIMY, TBYCTOPOHHUI MTO3, sipue cieBa (Iy1a3Has 1ieib crpaBa
7 MM, cieBa 6 MM). BeipaxkeHHOE OrpaHMYeHe ITOABKHOCTHI
IJ1a3 BO BCEX IUIOCKOCTSIX. 3HAUMMOe OTpaHUYeHUe BECTUOY-
JISIPHOTO IBMIKEHUSI TJ1a3, IIaBHOTO CIeXeHMs U cakkam. Top-
TUKOJUTUC BJIEBO. MBIIIEYHBII TOHYC B KOHEUHOCTSIX ITOBBILIEH
I10 TUTACTHYECKOMY TUITY, Sip4e ciieBa. [ MIOKHe3usl, sipye clie-
Ba. JIuCcTOHMYeCcKasl yCTAHOBKA JIEBOI KUCTH. [1ocTypaibHbIi
TpeMop pyK. He3HauuTeIbHBIN TpeMOp MTOKOSI, sipUe CleBa.
CHMXEHME CUJTBI 10 YCTYMUMBOCTH BO BCeX KOHEUHOCTsX. ['1-
neppeduiekcust. [TaablieHOCOBYIO IPOOY BBIMOTHSIET C MHTEH-
LIMOHHBIM TPEMOPOM, sipue ciieBa. [19TouHO0-KOoJIeHHYI0 TPo0dy
BBIITOJTHSIET C MUMOITOIIATaHKeM, sipue ciieBa. AcuHeprust ba-
o6uHckoro. B mpo6e PomOepra noraTbiBaeTcs.

CTUMYJISILIMOHHAS 3JIeKTpoMuorpacdus: MpoBeaeHue
110 MOTOPHBIM U CEHCOPHBIM HepBaM He M3MeHeHO. Brimo-
HeHo MPT rosnoBHoro mosra 3T, AMarHOCTUYECKU 3HAUMMBIX
M3MEHEHU He BbIsiBIeHO (puc. 1).

BrbinoiHeHO TTOJTHOe TeHOMHOE CeKBeHUPOBaHMe. BhIsB-
JieHa rereposurotHast mytauus ¢.838C>T (p.Arg280Trp) B re-
He AFG3L2. BeisiBIeHHBI BApUAHT IMTPUCYTCTBYET B MOMYJISILIM -
OHHOI 6a3e gnomAD. AJIropuTMBI TTpeacKa3aHusl MaTOreHHO-
CTH OLICHUBAIOT TaHHYIO MyTallMIO KaK IaToreHHyo. Hammaune
MYyTaluu y TpoGaHIa MOATBEPKAEHO CEKBeHUPpOBaHMeM 1o CaH-
repy, BbISIBJIEHA MyTallusl B TETEPO3UTOTHOM COCTOSIHUU.

J171s1 OLIEHKU cerperaluu o Hallleil mpochoe MalreHT-
Ka BOCCTAaHOBMJIA CBSI3b C OTHOM. KIIMHUYeCKUil OCMOTp OTIIa

i e e

Puc. 2. PoaocroBHas.
3amTpuxoBaHHbIe CUMBOJIbI — OosibHbIe CLIA 28, HeszalTprxoBaHHbIE — 3/10-
posble nauua. CTpesnkoit ykazaH nmpobaH.

Fig. 2. Genealogy.
Shaded symbols — patients with SCA 28; open symbols — healthy subjects; the ar-
row indicates the proband.

npobaHaa (Ha MOMeHT oOcenoBaHus Bo3pact 40 jiet) He mpo-
BOJIMJICST, OTHAKO CO CJIOB MALIMEHTKU Y OTLIA OTMEYaeTCsl M0~
noOHast KITMHUYecKast KapTUHa, KOTopast, 0 Bceil BUTUMOCTH,
nebroTupoBaa rnocie paspoaa poaureneit (mociue 20 net). Tak-
K€, CO CJIOB AllMeHTKH, y OTIIa TpoOaHIa MUMEeTCs I0Yb OT HO-
BOro O6paka, ¢ KIIMHUYeCKOM KapTUHOIM JIETKOI aTaKCUK. Bbuto
BBIIIOJTHEHO MPsIMOe CeKBEeHUpPoBaHMe 1o CaHTepy y OTIA ITPO-
OaHza, MOATBEPKICHO HAJTUYKME aHAJOTMYHOM MyTalluu B Ie-
TEPO3UTOTHOM COCTOSTHUM. YCTaHOBJIEHA Cerperaiust TaHHbIX
MYTAII1ii B CEMbe 110 ayTOCOMHO-TOMMHAHTHOMY THITY (pHC. 2).

Takum o0pa3oMm, B pe3yJibTaTe MpoBEASHHOr0 00Caea0-
BaHUs MALMEHTKH . TMarHOCTUPOBaHa CIIMHOILIepeOesuIsIip-
Hasl aTakcusl 28 Tura.

[MareHTKa MmoJtydasa mpernaparhl JISBOIOITbI B CyTOUHOM 10~
3e 1250 mMr/cyTKu, a TakxkKe nmpaMurnekcos 1,5 Mr/cyTku ¢ yme-
PEHHBIM TOJIOXHUTEIbHBIM 3(h(MEKTOM B BIIE CHUXKEHHSI BbIpa-
>KEHHOCTH TPEMOpa, TUIIOKMHE3UH, 1To3a. [IpoBoamiach 60Ty-
JIMHOTEPAITMsI MBIIIIL IIeH, JieBoii pyku. [TocTymuia B BeIcIIee
yueOHoe 3aBefieHre, okoHuwIa 1 Kypc. CrycTst ro HaOToaeHUs
y HallMeHTKN OTMEUYEHO pa3BUTHE SIWIETICUY C CEpUEil YaCThIX
OuIaTepaTbHbIX TOHMKO-KJIOHUYECKUX ITPUCTYIIOB ¢ (DOKATBLHBIM
HavasioM. [Tpu BeinosHeHUU DD BbIsIBJIeHa aKTUBHOCTD B BUJIE
KOMIUIEKCOB «OCTpasi—MeJICHHasI BOJTHa» B TEMEHHO-BUCOYHOM
001acTH 000MX MOJTyIIAPUIiA. YCTAaHOBJECH IMArHO3: «TeHeTHYe-
cKasl IuyIencusi». 3a BpeMsi HabJIIoIeHHsI 3aperMCTPUPOBAaHO
11 cepuii mpucTymnoB. B HacTosiiiee BpeMsI IToJTydaeT IPOTHUBO3-
MUJIENTUYECKYIO Teparuio: JaMOTpUIKUH 400 MI/CyTKU, a TaKXkKe
slakocamunt 200 Mr/CyTKH C MOJOXUTETbHBIM 3h(eKTOM (CHU-
JKEHUE YaCTOTHI 10 3 TIPUCTYIIOB B Tof). Teparus mpaMuIieKco-
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HabaoaeHns uz npakTiku

Case reports

JIOM OTME€HEHaA, TepaIivd rnpernapataMmu JICBOAOIIbI ITIPOA0IKACT-
cs. Takke oTMe4eHO HapacTaHWe IUCTOHUU JIEBOU PYKU.

[ManueHTKka moamnucana I/IH(l)OpMI/IpOBaHHOG corjacue
Ha Hy6J'II/IKa].II/IIO pe3yabTaTOB 00C/IeI0OBaHMUSI.

Oo0cyxaenume

OnucaHHBIN cllyyail CIMHOLEPeOe JIIPHOM aTakcuu 28 Th-
1a UMEET HEKOTOPBIE OTJINYMS OT «KJIACCUYECKOro» (heHOTHIIa
3TOro 3a00JIeBaHMsI, KOTOPBI OOBIYHO OrpaHYeH KOMOMHALIM-
el IJ1a30ABUTaTeIbHBIX HAPYIIIEHWIA, SKCTPAITPaMHUIHOM CHM-
NITOMATUKK U aTaKcuu. Takoe OTIMYKe 3aKII04aeTcsl B pa3BUTUI
SIUJIETITUYECKOTO CUHAPOMA ¥ 3HAYMMOTO HapYIIIEHUs 3pEHUS.

Hanugue snwtericuu y onmMcaHHOM MallMeHTKY TPUOIIH-
XKaert ee (peHOTHUIT 3a00J1eBaHus K elie ogHoii ¢popme CLIA, cBsi-
3aHHOM ¢ MyTauueit reHa AFG3L2. [oM03UroTHasi peLeccuB-
Hast MUcceHc-MyTanus reHa AFG3L2 MOXeT IpUBOIUTD K pa3-
BUTHUIO CITACTUYECKOI aTaKCuu 5 TUIA. DTOT CUHIPOM MMeeT
paHHee HayaJio U MPOSIBIISIETCS] KOMOMHALIME MO3XeYKOBO
aTaKCHUM, CITACTUIHOCTH U SITUJICTICUU.

MarpukcHas npoteaza AAA — AT®-a3a, cBsI3aHHas € pa3-
HOOOpa3HOM KJIETOYHOI aKTUBHOCTBIO B MaTPUKCE, KOTOPYIO
koaupyeT reH AFG3L2, pacnosoxeHa Ha BHYTpEeHHE MeM-
OpaHe MUTOXOHAPUI U cCOCTOUT U3 roMmorekcamepoB AFG3-
mogo6HOro 6ejika 2 MM ero reTeporeKkcaMepoB 1 Mmaparie-
ruH. l'omo3urorHas mytaiuss AFG3L2 BiausieT Kak Ha roMo-,
Tak 1 Ha reTeporekcamepusannio AFG3-mogodHoro 6enka 2,
YTO MPOSIBIISIETCS KOMOMHAIIMEN KIMHUIEeCKO KapTUHBI Kak
CILIA 28, Tak 1 JOIOJHUTEIbHBIM Pa3BUTUEM CITACTUUYECKOMN
aTaKCUM HIDKHMX KOHEYHOCTeM 13-3a yJacTHsl MmaparieTuHa
B rereporekcamepusanuu. st crmacTuaeckoil aTakCcuu 5 Thma
TaKXXe XapaKTepHO Pa3BUTHUE SMUICIITUYSCKUX IIPUCTYIIOB [6].

CrninHouepeOesuisspHasl aTakcus 28 THIA M criacTuyecKast
aTakcus S TUIa — He eIMHCTBEHHBIE ITPeCcTaBUTE M 3a00J1eBa-
HMI1, CBSI3aHHBIX ¢ MyTaLueii reHa AFG3L2. Haunnasi ¢ 2015 rona,
CTaJIN TOSIBIISITLCS YO IMKALIMY, OITMCBIBAIOIIEe OOHAPYKeHIE
reTepo3UroTHOM ayTOCOMHO-TOMUHAHTHOM MyTauu BAFG3L2
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y allMEeHTOB C ONTUYECKOM HelipornaTueit 0e3 MHOI HEBPOJIOTH -
yeckoi cumntomMaTuku [7]. HacinencTBeHHbIe ONTUYECKUE He-
BpOMNaTUU — IPyIINa reHeTUYEeCKHU F'eTepOreHHbIX 3a001eBaHU,
MPUBOISIIMX K MTOPAKEHUIO TAaHTIMO3HBIX KJIETOK CETYATKU U MX
aKCOHOB, COCTaBJISIIOILIMX 3PUTEIbHBIN HEPB [§]. AyTOCOMHO-110-
MUHaHTHas ontuueckas Heiiponatust (AJJOH) siBisiercst oqHoOM
M3 HanboJiee pacpoCcTpaHEHHbIX (hOPM HACIEICTBEHHOM OITH -
YeCKOM HeipoIaTuu, KoTopasi MposIBIISIETCS TPOrPeCCUpYIOLIEit
JIBYCTOPOHHE MoTepeit 3peHus B TeYeHKE MEPBOTO NeCSTUICTHUS
JKW3HU B CBSI3U € OJIEIHOCTbIO AMCKA 3pPUTENILHOTO HEpBa, nedeK-
TaMM T0JIel 3peHUsT U HapyLIeHUsIMU 1iBeToBOrO 3peHusi. AJIOH
SIBJISIETCS] TEHETUYECKU TeTepOreHHbIM 3a0os1eBaHueM [9]. My-
Tauuu AFG3L2, cea3annbie ¢ AJIOH, pasHooOpa3HbI 1 BKJIIO-
YaloT HACJIeICTBEHHbIe TOMUHAHTHBIC, PELIECCUBHbBIE U BO3HM-
Karolue de novo JOMMHaHTHbIE MyTauuu. Tak, oncaHa (popma
AJIOH 12 tumna, Bei3BaHHast Mytanueii AFG3L2 B nokanuzanyu
18p11.21. Henb3st uckiaoyaTh pa3BUTHE IPYroii HEBPOJIOrMYe-
CKOI CUMNITOMATUKM, B TaM YMCJI€ aTAKCUU U IJ1a30BUTaTe b~
HbIX HapylLIEeHWI y MalIMEHTOB ¢ U30JMPOBAHHOI ONTUYECKOM
HeliponaTueii, cBsi3aHHOM ¢ myTauueit reHa AFG3L2.

Takum 06pa3oM, B OMCAHHOM KJIMHUYECKOM ClIyyae MyTa-
1us reHa AFG3L2 nposiBuia ceOs1 B BUIe COYETaHUSI TTaTOJIOTM U
3peHMUs1, TJ1a30IBUraTeIbHbIX HAPYIIEHUI, SKCTpaTUpaMUIHO-
ro CUHIpOMa, AMUJIETICUU Y MO3XXEUKOBOU aTakcuu. Hecmotpst
Ha oIpe/ieJieHe 3TOT0 COCTOSIHUS KaK CIIMHOLEPeOeISIpHO
aTakcuM 28 THna, MMEHHO MO3XXEUKOBbIE PACCTPOMCTBA SIBU-
JINCh HAaMMEHEee MHBATUIU3UPYIOIIUMHI Y TaHHOM MalueHT-
ku. Hannuue BapuadesbHON HEBPOJIOTMYECKON CUMITTOMATH -
KU y TallMeHTa ¢ MUHUMAJIbHBIM MPOSIBIIEHUEM MO3XKEYKOBOM
CHUMITTOMATUKHM 324aCTYIO HE MO3BOJISIET KIMHULIMCTY HAMPaBUTh
CBOI TMAarHOCTUYECKUI MTOUCK B CTOPOHY CITMHOLIEpeOeIsip-
Holi aTakcuu. bojiee Toro, TakMM narMeHTaM HepeaKo OO0y~
HO BBICTaBJISIETCS IMArHO3 (PYHKIIMOHAIBHOIO JIBUTATEIbHOTO
paccTpoiictBa. UMeHHO B TaKuX Cllydasix BAXKHYIO POJIb UTPAIOT
METOJIbl CEKBEHUPOBAHMSI HOBOTO MTOKOJIEHUS.
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