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[TapoKCcu3ManbHasa KMHe3MoreHHas QUCKNMHe3uns:
ONNTENbHBLINA MYTb OT CUMMNTOMA K AMArHo3y
KNUHWYECKOe HabmoaeHne

Kim HJT « AviiH MLA.

MapoKkcm3manbHas KUHe3NOreHHaa AUCKUHEe3NA
OTHOCUTCA K rpyrnmne nepBUYHbIX ANCKUHE3N, KO-
TOpan Tak)Ke BKIOYaeT NapoKCM3ManbHYI0 HEKM-
HE3MOreHHY AUCKUHE3NIO Y MapOKCU3ManbHYyO
OVCKUHE3MNIO, WHAYLMPOBaHHY0 pu3nyeckumm
Harpyskamu. BBupy pepkocT 3aboneBaHuii
3TOW FPYMMbl, @ TakXXe HannMumsa 6onbWworo cnek-
TPa COCTOAHWIA, NPOTEKAOWNX C NPEXOAALNMN
OBUraTesibHbIMU  HapyLIEHUAMU, YCTaHOBJIEHVE
[AvarHo3a JOBOJIbHO YacTO Bbi3blBaeT 3aTpyfHe-
HUA. B 3TOM nomoraeT TuwaTteNbHbIA aHann3 Knum-
HNYECKOWN KAapTWHbI M WUCMONb30BaHME AaHHbIX
O0OBEKTUBHOW pPerucTpauun napoKCU3MabHbIX
cobbiTnii  (3neKkTpoaHuedanorpadua c Buaeo-
MOHUTOpPVHIOM). Haumbonee uyactas npuyMHa
NapoKCU3MaNibHOW  KNHE3VOreHHOW  AUCKUHe-
31MKn — MmyTauun B rede PRRT2, a napoKcn3mManbHom
HEKNHEe3NOreHHOWN ANCKUHE3NN — MyTaLun B reHe
MR1.

O7TbIIOe KOMIYeCTBO 3a00/IeBaHMIil M COCTO-
SAHUI — SMMIENCHA, MapOKCU3MaNbHbIe V-
CKMHE3VM, IapOKCU3MajIbHAA MMOIIEIs,
KOHBEPCHMOHHBIE PACCTPONCTBA M [p. — Xa-
PaKTepU3yIOTCs BHE3ANHBIM IIOSIBIEHMEM I CTONb
)K€ BHE3AIIHBIM MCYE3HOBEHVEM CUMIITOMOB. JTO
aKTyanusupyer npobremy guddepenimanbHoit gua-
THOCTUK) MEXJY HUMMY, IIOCKO/IbKY JJOBOJIBHO YacTO
IPOMCXOAUT TMIIEPAVIATHOCTMKA ONHUX Y TMIIOAU-
arHOCTMKa APYrux Hosonmormdeckux ¢opm. Tak, mo
maHHbIM uccnenoBanua C.O. AjiBa3sHa, B 23% cimyva-
eB HaOJII0laeTCS TUIIePMAarHOCTYIKA SIVIEIICUM, TIPU
TOM 4TO B 40,4% crry4aeB sNmeNnTNIeCKIe IPUCTYIIbI
VMMMTHUPYIOT I'MIIepKIHe TYeCKye paccTpoyicTBa [1].
B 3T0i cTaThe MBI IPUBOAMM COOCTBEHHBIN KIN-
HUYECKUIL IPUMEP MaPOKCU3MAIbHOM KIMHE3MOT€HHO
muckuuesun (IIKII), paccmarpuBaeM kmaccudpuxa-
LU0 TAPOKCU3Ma/IbHBIX JVCKIHE3NI, OV PAIOLTYIOCA
Ha KJIMHMYECKMe ¥ TeHeTHdecKye XapaKTepUCTUKIM,
a TaK)Ke IpefjlaraeM aJrOPUTM FeHETHYEeCKOro 00cte-
TOBaHMA MALIVEHTa C IIePBUYHBIMI JVICKMHE3UAMIL.
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B cTaTbe nNpuBOAUTCA ONMCAHUE KAMHUYECKOTO Ha-
6noaeHna nauveHTa 13 et ¢ BHe3arnHo BO3HVIKAB-
UMMM NPU ABVIXKEHUM KOPOTKMMN ANCTOHNYECKMU,
XOPEenyecknmm 1 6asIMyeckumm atakamm rmnepKu-
He30B. MauveHT anuTtenbHoe Bpema 6e3 addexTa
Neynnca C AUarHo3oM SMUEencuu, TUKOB, AUCTO-
HUW. B xofe AMarHoCTMYEeCKOro MovcKa y mauneH-
Ta METOAOM CEKBEHVPOBaAHWA HOBOIO MOKONEHWA
MaHenu reHoB ObiNa BbisIBIEHA MyTaLusi B UHTPOHe
reHa PRRT2. HecmoTpa Ha TO 4TO BblleyKa3aHHasA
MyTaLuMs paHee He ObiNa OMnucaHa, C YYeTom Bufa
rMNepKrHE30B, NX CBA3W C ABUXKEHMEM, a TaKXKe Ha
OCHOBaHMN AaHHbIX VMHCTPYMEHTasbHbIX METOA0B
nccnefoBaHuii 6bin YyCTaHOBIEH AVArHO3 MAPOKCK3-
ManbHOW KMHE3MOreHHOW JucKnHesuu. lNposegeHo
yCreLHoe nevyeHmne KapbamasenmHoM C JOCTUXKEHN-
€M NOJIHOIO KOHTPOJA Haf rMNepPKUHE3aMU.

OcHoBol OVarHOCTUKN napoKCU3ManbHbIX
OVCKMHE3N MO-MPEeXHeMy OCTaeTcA aHanus

KJVIHNYECKOW KapTWHbI U BIAA MPOBOLMPYIOLLErO
dakTopa. MorneKkynsipHo-reHeTuyeckas LMarHo-
CTMKa C y4eTOoM Haubosee 4acTbiX MPUUYNHHBIX
MyTaLMii BaHHbBIX COCTOAHMIN MOXET MAHUMIU3NPO-
BaTb KaK BpeMeHHble, Tak i GUHAHCOBbIE 3aTpaTbl.

KnioueBble cnoBa: napokcu3masnbHas KUHe3no-
reHHaa AncknHesus, red PRRT2, KnuHnyeckas Kap-
TWHa, anunencusa
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[NapoKcu3mManbHas KnHesvoreHHasa AUCKUHE3NA: 4n-
TEMbHbI MyTb OT CUMATOMA K AMarHo3y (KNnMH1yeckoe
HabniogeHne). AnbMaHax KIMHWYECKON MeOULIMHBI.
2021;49(3):226-230. doi: 10.18786/2072-0505-2021-
49-014.

MocTtynuna 13.03.2021; popabotaHa 18.03.2021; npu-
HATa K nybnukaumm 25.03.2021; onybnvkoBaHa OH-
nanH 31.03.2021

KnuHnyeckoe HaﬁHIOAeHI/Ie

[Manment O. 13 net, ManpuukK, obparuncs B O6macTHOI
9NN TOMOTNYIeCK ML LieHTp Ha 6ase TAY PO «Ob6macTHOI
KOHCY/IbTaTMBHO-AMATHOCTIYECKMIT 1eHTp» (. Pocros-
Ha-JloHy) B jekabpe 2017 1. ¢ xamob6amyu Ha BHe3aIlHble
aTaKJ HeIPOM3BOJIbHBIX [IBVDKEHNIT B KOHEYHOCTAX, Jalle
B PyKax, B BUJI€ VX Pe3KOr0 pasrubanus, a Tak>ke B BIJE
6eCIIOpsIIOYHBIX XAaOTUYHBIX ABVDKEHUI JITUTETBHOCTHIO
1o 10 cexyHz, poBoLupyeMble X0Ab00I1 (epexosom de-
pes I0pory), 4acTOTa aTaK COCTaB/IA/Na OT 1-2 pas B MecAll
TI0 HECKONIbKMX Pa3 B JI€Hb.

M3 amaMHesa >KM3HM M3BECTHO, YTO IE€pMHATAIbHBIN
U CeMeHbIN aHaMHe3bl He OTATOIIEeHbI, pOC U pa3BUBAICA
COOTBETCTBEHHO BO3PaCTYy.

Cuntaer cebss 60MbHBIM C 8 JIeT, KOrja IMOSBUIUCH
TUIIEPKMHE3bl B BEPXHUX KOHEYHOCTSAX (pe3Koe BBIIIPIM-
JIeHJe KOHEYHOCTell, HaIlpsDKeHMe C aTeTOMJHBIMU JBU-
JKEHMSIMU B JUCTAIBHBIX OTHENax), ¢ 10 jieT nprcoennum-
JIUCh IMCTOHMYECKIe I'MIIePKIHEe3bl B HOTaX, IPUBOJ AL 1e
K MaJIeHNo maiueHTa. JIednnics ¢ quarHo3oM STuIerncum,
TUKOB, JUCTOHUN.

KnuHuyeckme HabnogeHua
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VIHCTpyMeHTabHble NCCeoBaHNA
MaranTHO-pe30HaHCHaA ToMOrpadus roJOBHOTO MO3ra
ot 2015 1. (9 71eT) OKa3aa Ha/IM4me MeJIKUX KIUCT B CTPYK-
Type COCYAMCTBIX CIIETEHMIT GOKOBBIX XKeMY[OUKOB, He-
3HAYUTE/NbHOE paclIypeHne cybapaxHONUJalbHbBIX KOH-
BEKCUTANbHBIX IPOCTPAHCTB.

ITo maHHBIM TPEX4YacoBOIl 3eKTposHLedanorpadun
(93I) ¢ Bupgeomonntopunrom ot 2016 r. (10 ser) Tummy-
HOIT 3nutentudOpPMHOII aKTUMBHOCTU He BBIABICHO, 3a
BpeMs WCCNEJOBAHMUA 3aperUCTPUPOBAH TUIIEPKMHES
B PyKe B BUJIE €€ Pe3KOTO BBINPAM/IEHU U HANPSIKEHUA
C aTeTOMTHBIMU ABIDKEHUAMM B KUCTY, BOSHUKIINI TP
TOBOPOTE TIAllME€HTA B IOCTENN, HEe COIMPOBOX/ABIIMIICA
SMUIENTIYECKON aKTUBHOCTbBI0 Ha DT

JlabopaTopHble aHanwu3bl
Menb KpoBU, MeIb MOYM, IIepy/IOIIa3MUH, AaHTUCTPEITO-
ausuH O ot 2016 . - HOpMa.

CDapMaKOJ'IOI'I/NeCKI/IVI dHaAMHE3
AMyHOdeHMIMACTAHAS STUIMETUITUPOK-
CUNMPU/VHA CYKLVMHAT, TUANPWUJ, OUIepuzieH, aMaHTa-

Kuncmaora,

IVH - 6e3 addekra. VIMencsa 4acTUIHbI TOTIOKUTETbHbII
a3 deKT OT mpuemMa BaIbIPOEBOIl KICIOTHI B BUJE YMEHb-
LIEHNA YaCTOTHI MPUCTYTIOB 1o 1 pasa B 1,5-2 MecsAna.

Hesponoruueckui cTatyc

OyaroBoil HeBPOJIOIMYECKOJ CMMIITOMATUKM He OTMeve-
HO, CO3HaHMIe fACHOe, 3a IepUOJ OCMOTpPa OTMeYeH OfVH
9MM307 6a/INYeCKOTO I'MIIepKIHe3a B JIeBOI pyKe, BO3-
HUKIINIT IpY X0Ofb0e.

B cBs131 ¢ pasHOOOPa3HBIM XapaKTePOM IUIIEPKITHE30B
(nucToHMYecKme, bamnyecKue, Xopendeckue) ¢ Hexapak-
TEPHOM /I SMMIENTUYECKUX IPUCTYIIOB KMHEMATUKOIL,
OTCYTCTBUEM 3NNUIENTI(HOPMHOI AKTMBHOCTH B 9II0XE 3a-
mucy AT (kak IIPUCTYIIHOM, TaK U Me)l(anCTynHoﬁ), ux
CBSI3bIO C ABIVDKEeHMEM OB BBICTAB/IEH IIPefiBAPUTENbHBIN
nuarnos IIK]I. IlanmeHTy pekOMeHIOBAaHO BBLIIIOTHEHME
cexseHuposanns JJHK (manenp «HeiipogereHepaTuBHbIe
3aboneBaHNusA»), IO pesyIbTaTaM KOTOPOTO BbISBIIE-
Ha TeTepPO3UTrOTHAasA MyTalus BO BTOPOM MHTPOHE reHa
PRRT2 (chrl6:29825256T>G), mpuBopAlias K Hapylie-
HUK KaHOHMYECKOro camra cirancusra (c. 879+2T>G,
NM_001256442.1). JTanHass Myranusa He ObUIa OIVCaHa
paHee ¥ He 3aperuCTPUPOBaHa B KOHTPOIbHBIX BBIOOPKaX
«1000 reromoB», ESP6500 1 ExAC.

Tem He MeHee C y4eTOM COOTBETCTBUS KIMHNYECKOI
KapTUHBI 320071€BaHMUA ObLI ycranosned puarsos ITK]I.
[TanmeHTy Ha3HA4YeH NpyeM KapbaMaselyHa B CYTOYHOI
mosupoBke 400 MI B CBSI3M C €r0 BBICOKON 3¢ eKTNBHO-
CTBIO IIPU JIEYeHNN JAHHOTO 3aboneBaHus. Bambipoesas
KMCI0Ta ObIIa OCTEIIEHHO OTMeHeHa. Ha ¢one Tepanun
TOOCTUTHYT IIOJIHBIAI KOHTPO/Ib HAJ| aTaKaMU TUIIEPKUHE-
30B C KaTaMHE30M 26 Mecs1eB.

Kum HJ1, Amur M.A. NapoKcr3manbHas KMHe3MoreHHan ANCKUHE3WS: AIUTENbHbIN MyTb OT CUMITOMA K AMarHo3y (KnMHuyeckoe HabnioaeHvie)
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O6¢cyxpeHne

ITapokcusmabHble AMCKMHE3NM — rpylma 3abore-
BAaHMII pacCTPOJICTBA JIBVDKEHUs, KaK IIPaBUIIO, Jie-
6I0TUPYIOLIUX B JETCKOM BO3pacTe. XapaKTepPHbIMIU
KJIMHUYECKUMY IIPOSBIEHMAMU 3TUX 3abore-
BaHMIT CYMUTAIOTCS BHE3AIIHO BO3HUKAIOIIME TIU-
MepKUHE3bl IUCTOHMYECKOTO, XOPendeCKOro Xa-
pakTepa, aTeto3, 6amnm3M aMbO UX KOMOMHAIUA.
[TpofO/MKNTENPHOCTD TAKUX aTaK MOXET BapbUpoO-
BaThb OT HECKOJIBKVUX CEKYH/] JO HECKOTIbKMX 4aCOB.
Pasnuyaror 3 Bujja MapOKCU3MATbHBIX JUCKMHE-
3MI: NAPOKCU3MaIbHAsl KMHE3VOTeHHas JIVCKUHe-
3151, MApOKCU3MasibHasi HEKMHEe3MOTeHHasl IVCKU-
Hesus (ITHK]), mapokcusmanpHas RMCKMHESNS,
MHAYLVpOBaHHaA GU3NIECKUMU HaTpy3KaMu [2].

HapOKCI/IBMaJ'IbHaﬂ KNHE3MOoreHHada AnCKnHe3na
TIK]] BxI04aeT BHE3aIIHO BO3HMKAIOIIME aTaKM
HACUIbCTBEHHBIX [IBMKEHMII, B TOM 4YMC/Ie AUCTO-
HUIO, XOP€I0, aTeTo3 WM Oa/In3M, HIPOBOLMPY-
eMble JABIDKeHMeM. Kak mpaBmmo, Habmiomaercs
npyomnatudeckas ¢opma IIK]I ¢ ayrocomHo-moMu-
HAHTHOJI MCTOpMEN HaC/TeflOBaHUsA B CEMbe, HO OIIN-
CaHbl U CIIOpafildecKye caydan. Yaie BcTpedaeTcs
y Ma/Ib4¥KOB B COOTHOLIeHNY 3-4:1 [3].
K xmuanuecknm kputepusam IIK]] otHocaTca:
o KIHEe3JOTeHHbIe TPUITEPhI aTaK;
e KOPOTKasA IIPONO/DKUTENbHOCTb aTaK
1 MUHYTBL);
e COXPaHHOCTb CO3HaHMA U OTCYTCTBUE 6ONIU BO
BpeM: aTaKI;
e UCKJIIOYEHMe JPYTMX OpraHMYecKux 3abonea-
HUI M HOPMa/IbHbIV HEBPOTIOTMYECKII CTaTYC;
o 3¢ dexTMBHOCTD HPeHNTOMHA VU KapbaMaselnHa;
« me6ror oT 1 roga o 20 yieT B C/Iydyae HeceMelHOIl
dbopmbr 3aboneBanums [4].

(oxomo

I'IapOKcm3maanaﬂ HeKVHe3OoreHHaa ancknHesna
ITHK]] xapakTepmsyeTcsi yHUIATe€PalbHBIMM WK
OumaTepanbHBIMY HEIPOU3BOTIBHBIMU  JIBIDKEHISI-
M, KOTOpbI€ BOSHMKAT CIIOHTAaHHO U He IPOBOLIN-
PYIOTCs BHE3AITHOM JJBUTAaTe/IbHOI aKTUBHOCTDIO /N
¢dusnyeckumu ynpaxsenuamu. IIposounpyromymu
¢dakTOpaMu OOBIYHO BBICTYMAIOT SMOLMMU, YTOM-
TleHMe, TIPUeM aJKOTONA ¥ KodpenmHa. ATaKM Takxke
MOTYT OBITb CIIOHTAHHBIMU. ATaKJ BK/ITIOYAIOT V-
CTOHMYECKYIO 03y C XOpeNIecKMMM U 6aIncTirde-
CKMMM JIBVDKEHUAMMY, MOTYT COIIPOBOXX/JAThCA Mpef-
HIECTBYIOIEN aypoil, PeKO MOABIATCA Yalle YeM
1 pas B geHb. IIpogomKUTENBHOCTD aTaK BapblUpyeT
OT HECKOJIBKMX MUHYT IO HecKonbKux yacos. [IHK]I
00bIYHO [eOITUPYIOT B paHHEM IIOAPOCTKOBOM
BO3pacTe, HO BO3MOXKHA 11 MO3JH:A MaHMUpecTarms
B Bospacte 50 jeT.
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[THK] 6omee ycToitdmBa K /T€YeHNIO aHTUKOH-
BY/IbCAHTaMJ, BO3MOXeH 3¢ dekT oT mpuema Kio-
HasellaMa JJIM JjuasenaMa. B cBA3M ¢ TeM 4YTO aTaku
IPOBOLMPYIOTCA SMOLMOHA/JIBHBIMU  (paKTOpaMI,
IPUEMOM AJIKOTONSA ¥ KOpenHa, peKOMEHYeTCs 13-
6eraTb 9TUX TPUTTEPOB [5].

MapokcnamanbHas ANCKUHE3NA, MHAYLIMPOBAHHAS
CI)I/I3I/I‘4€CKI/IMI/I Harpy3skamm

9Ta dopMa MAPOKCU3MANBHON AMCKUHE3UU BCTpe-
yaeTca pexe apyrux. JW. Lance B 1977 1. onucan
4JIEHOB OJJHOJ CEMbU C IIPOJO/KUTENbHBIMY IMUCTO-
HUYECKMMU aTaKaMM, KOTOpble IIPOBOIVIPOBAINCDH
IIUTENbHON Xoppboit mnn Gerom (20-45 MuHYT),
MHOT/Ia KOHTAKTOM C X0/I070M [6]. O6BIYHO B aTaky
BOBJIEKAIOTCs HVDKHJE KOHEYHOCTU OMaTepasibHO,
4TO MOXKeT IIPMBOAUTD K HafieHnio. Yacrora mposs-
neHni - ot 1 pasa B geHb 1o 1 pasa B MecAl, AIn-
TeMbHOCTD 5-30 MuHyT. [lebroTHpyeT B BO3pacte
ot 1 roma mo 30 ;eT, HO HambOIee YACTO B JETCTBE.
JleyeHne aHTUKOHBY/IbCAaHTAMM M KJIOHAa3elaMOM
Manos¢ddexTuBHO.

Ilo HemaBHero BpeMeHU KIaccupUKauuy mapok-
CU3MAaJIbHBIX JIUCKMHE3UJI OCHOBBIBAINUCH MO0 Ha
ITUTeTBHOCTY aTakK, MO0 Ha BUJE IPOBOLMPYIO-
mero ¢axTopa — Hampumep, Hanbojee M3BeCTHAs
Kmaccudukanysa, npepnoxenHas M. Demirkiran
u J. Jankovic B 1995 1. [7]. B 2014 1. R. Erro u coaBT.
npoa”anusuposanu 500 caydaes reHeTUYECKN I10J-
TBepP)K/IeHHbIX TAPOKCU3Ma/IbHBIX AVICKMHEe3NII U CO-
IOCTaBUIM KIMHUYECKYI0 KapTVHY aTak C BBIAB-
JIeHHBIMU MyTanusamu B reHax PRRT2 (proline-rich
transmembrane protein 2), MRI (myofibrillogenesis
regulator 1), SLC2AI1 (glucose transporter 1)
n KCNMAI [8]. bonblIMHCTBO IallMEHTOB C MyTa-
uueit B reHe PRRT2 yMenu KIMHUYECKYIO KapTU-
ny IIK], ogHako y HeGOIBIION YacTU OTMEYajIlCh
aTaky, NPOBOLMPYyeMble IPUEMOM aJKOTOMNA MUK
Kode, IMPOFOKUTENBHOCTBIO 6ormee 1 MuHYTHI [9].
MyTanunu B rene MRI yalie COOTBETCTBOBAIN XapaK-
tepuctukaMm ITHK]I, Tak ke kak U OLMH ceMelHbI
crnydait myranyy B reie KCNMALI [10, 11]. Myranun
B reHe SLC2A1 npuBOANMIN KaK K IIPOABIEHUAM, Xa-
PakTepHBIM HJIA IIaPOKCU3MAJIbHON JUCKUHESUM,
VHJYLMPOBAHHON (PU3NYECKMMU HArPy3KaMU, Tak
U K aTaKaM, BBI3bIBa€MbBIM JIPYTMMIU HeKMHe3MOTeH-
HpIMHU Tpurrepamu [12]. PesynpraTom paboTsl aBTO-
POB craja HOBas KIacCUUKALMS, YINTHIBAIOIIAS
KJIMHUYECKYIO KapTUHY aTaK U TeHeTHYecK1e Xapak-
TePUCTUKIL.

B mnpepnaraemoit KnaccupuKalMu MCIOIb3Y-
I0TCA JIBe Pa3IM4Hble OCH: OCh I oTpaXkaeT KIMHMU-
YecKMe XapaKTepUCTUKy, ochb II — reHermyeckue.
KoMm6uHanms aTux ByX COCTAB/IAIOIUIUX HO3BOISIET
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OTpasuTh JOCTATOYHYIO MHPOPMALMIO O MAIMeHTe
C IIEpBMYHOI MAPOKCU3Ma/IbHO HUCKMHE3MEL.

Knaccndukauma nepBrYHbIX AUCKUHE3NI C y4eToM
KIMMHNYECKUX U TEHETUYECKNX XaPaKTePUCTUK [8]

Oco I. Knunuveckue xapaxmepucmuxu

A) Kpurepun Bxmodenus (1. 1 mmoc mo00it 13 DyH-
KTOB 2a, 26 uiu 2B):

1. TTapokcu3ManbHble aTaky NUCTOHUY, XODEIL,
6annmusma (May UX KOMOMHAIVA) C BHE3AITHBIM Hava-
JIOM 11 BapurabeIbHOI AIUTENTbHOCTBIO (OT HECKOTIb-
KJX CEeKYH/| 10 HeCKOIbKIX 4acoB).

2. ITapokcusmasnbHble AMCKNHE3NN B 3aBUCUMO-
CTM OT BMZIa IpOBOLMpYIomlero GakTopa:

a) IIK]J: aTaxmu, mpoBolLupyeMble BHe3aIIHBIM
IBIVDKEHNEM, YCKOpeHNeM 1160 HaMepeHVeM K JIBYI-
JKEHUIO;

6) ITHK]: araky, mpoBoLupyeMble IPUEMOM
kode, anKoOross, a TakXe APYIMMIU HEKMHE3VOTeH-
HbIMU paKkTOpaMy;

B) HAapOKCM3Ma/bHble NUCKMHE3UW, MHIYLUPO-
BaHHbIe (DU3UYECKO HArpy3KOI: aTakKu, IPOBOLU-
pyeMble JIUTENbHBIMY (PU3NIECKUMU YIPaXKHEHN-
SIMIL

b) Kpurepun uckmodenns (m:060i u3 nepedc-
JIEHHBIX):

1. CUMMIITOMBI, CBUJIETEIbCTBYIOLINE O JPYTUX
HEBPOJIOTMYECKNX 3a00/IeBaHNSX.

2. IlcuxoreHHas CUMIITOMATHKA.

Oco II. Tenemuueckue xapaxmepucmuxu

1. TeneTnyecku MOATBEpP>KA€HHbIE: BbIAB/IEHDBI My Ta-
LU B U3BECTHBHIX TeHax (Hampumep, PRRT2, MRI,
KCNMALI SLC2A1I).

2. TeHeTM4YecKM HENMOATBEPKIEHHbBIE: MyTalMs
B U3BECTHBIX '€HaX He BBbISBJIEHA MJIU FeHEeTUYeCKOe
UCCIelOBaHMe He IPOBOAUIOCD.

ABTOpBl KMaccuduKanuy IIpefIonaraloT BO3-
MOXXHOCTb TONOMHeHNs1 ocu Il HOBbIMU reHeTmde-
CKUMU TAaHHBIMMA.

PacnipocTpanenHocTs MyTanuit B reHe PRRT2
Yy HalMeHTOB ¢ KnuHmueckuM pauarnosom K]l mo
PasIMYHBIM [JaHHBIM KomebmeTcss oT 27,3 mo 65%,
torfga Kak y manuentos ¢ ITHK]I B 70% cny4aes
BCTpedaercsi MyTtanus B rene MRI [8]. C yueTom
9TUX JAHHBIX IIpefijlaraeM aJITOPUTM FeHeTUYeCKOTO
MICCTIeJOBAHNS, KOTOPBIT MOXKeT OBITH MOJIe3€H IS
KJIMHUIVCTA (PUCYHOK).

Bosppamasgch K ONUCAaHHOMY KIMHMYECKO-
MYy CIy4Yal, OTMeTUM, 4To B 2016 T. 6bl/1a BBIAB-
JleHa paHee HeOINMCaHHas IMaTOTeHHas MYyTalu:d
B MHTpoHe PRRT2 (c.880-35G>A) y 18-mecau-
HOJl [1eBOYKM C VHQAHTUIBHBIMU CY[OpPOraMu
Iy €e MaTepu € KJIACCUYECKOI MMapOKCU3MalbHO

KnuHuyeckme HabnogeHua
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Snn3oanyeckre atakm ANCTOHUN, Xopewn nnn nx coyeTaHune

MapokcusmanbHas MapokcnsmanbHasa
KWHe3noreHHas OVNCKNHEe3Ms,
ANCKNHEe3nA nHOyunpoBaHHasA
¢ dusnyeckon HarpysKkoi
PRRT2 ¢
[onHo3K30MHOe
¢ CEKBEHVpPOBaHMe
[NonHo3K30MHOE
CEKBEHUPOBaHMe

Mapokcr3manbHas
HeKVHe3noreHHan
OVCKUHe3nA

v

MR1

v

MNonHosK30MHOEe
CeKBEHNPOBaHue

AﬂFOpMTM ONA TeHETUYECKOro aHasim3a napoKCM3MaribHbIX OVCKUHE3NI C yyeTom Hamnbonee

YacTbIX MyTaLWi

KIHe3noreHHoi puckuHesuest [13]. Kpome Toro,
eCTb JaHHBIe, YTO ONMHAKOBasg MyTallusd B TIeHe
PRRT2 moxeT faBaTh pa3iudHble PeHOTUIIBL: U30-
JTMPOBAHHYIO NTAPOKCU3Ma/IbHYI0 KMHE3MOTeHHYIO
HDVICKMHE3WIO MM BOOpOKayeCTBEHHbIE CeMellHbIe
nHbaHTUIbHBIE TPUCTYTBI (cMHApOM Batanabe -
BupxeBaHo), mub0 uUX CoYeTaHNE Y OJHOTO

JononHutenbHaa nHopmauma

Cornacue nawyumeHTa

3aKoHHble MpefCcTaBUTeNN MalueHTa A06POBObHO MoAnuUcany nHoop-
MMpPOBaHHOe cornacue Ha Ny6anKaLmio NepcoHanbHOM MeANLIMHCKOW UH-
dopmauuy B obe3nmueHHoi Gopme B xKypHane «AibMaHax KIMHUYECKON
MeULIHbI».

®uHaHcMpoBaHune

PaboTa BbIMONHEHa MO WHMLUMATVBE aBTOpOB 6e3 npuBeyeHUs
dUHaHCMpoBaHWA.

Nurepatypa/References

1.AnBa3aH CO. HesnunenTnyeckrne napokcums-
MasibHble COCTOAHWSA, UMUTUPYIOWME SMu-
nencuo 'y AeTen. SnNunencua n napokcms-
ManbHble coctosaHuA. 2016;8(4):23-33. doi:
10.17749/2077-8333.2016.8.4.023-033. [Aiva-
zyan SO. [Non epileptic paroxysmal events im-
itating epilepsy in children]. Epilepsy and Par-
oxysmal Conditions. 2016;8(4):23-33. Russian.
doi: 10.17749/2077-8333.2016.8.4.023-033.]

2.Unterberger |, Trinka E. Diagnosis and treat-
ment of paroxysmal dyskinesias revisited.
Ther Adv Neurol Disord. 2008;1(2):4-11. doi:
10.1177/1756285608095119.

3.Jankovic J, Demirkiran M. Classification of par-
oxysmal dyskinesias and ataxias. Adv Neurol.
2002;89:387-400.

4.Bruno MK, Hallett M, Gwinn-Hardy K, So-
rensen B, Considine E, Tucker S, Lynch DR,
Mathews KD, Swoboda KJ, Harris J, Soong BW,
Ashizawa T, Jankovic J, Renner D, Fu YH, Pta-
cek LJ. Clinical evaluation of idiopathic parox-
ysmal kinesigenic dyskinesia: new diagnostic
criteria. Neurology. 2004;63(12):2280-2287.
doi: 10.1212/01.wnl.0000147298.05983.50.

5.Erro R. Familial Paroxysmal Nonkinesigenic
Dyskinesia [Internet]. 2005 Jun 24 [Updat-
ed 2019 Apr 4]. In: Adam MP, Ardinger HH,

MalyeHTa, 4YTO BHOCUT [OIOJHUTE/NbHbIE TPYH-
HocTy B guarnoctuxy IIK] [14]. B namem cioyuae
MOTIOIHUTEIbHbIE TeHeTUYeCKe WCCIeJOBaHMsA,
TpeOylomyecs AnA HOATBEPK[eHUS IaTOreHHO-
CTU BBISAIBJIEHHON Yy NalMieHTa MYyTal Uy, He Ipo-
BOJMINCDH. B 3TOM CBA3M C y4eTOM NPUBEJEHHON
KJIacCUpUKaLU CUUTAaeM Cydali TeHeTUYeCK! He
MO TBEP>KIEHHBIM, HO YLOBIETBOPAIOIIUM KIVHMN-
YeCKMM KpUTEpUAM MAapOKCU3MANIbHON KMHE3UO-
TEeHHON IVCKUHE3UN.

3akoueHue

B paccMOTpeHHOM K/IMHUYECKOM CIy4ae IIallu-
eHTa O. ¢ IApOKCM3MAJIbHOM KMHE3MOTE€HHON Au-
CKMHe3uell oT nebrora 3aboneBaHMA IO MOMEHTA
YCTQHOBJIEHUA AMAarHosa Ipouuio 4 roga. ITOT Ie-
p¥OI MOT OBITH 3HAYMMO MEHbIIE IIPY TIATe/IbBHOM
aHanm3e >kanmob, aHaMHe3a 3ab0/Me€BaHUMA U [aH-
HBIX BUe0-DI[-MOHUTOPUHTA, YTO MMO3BOMNUIO Obl
MUHUMM3UPOBATh IIpueM ManodpQPeKTUBHBIX JIe-
KapCTBEHHBIX IIpemaparoB. IIpyu mcmonp3oBaHUM
knaccuukanuy MepBUYHBIX JJUCKMHE3NIT C OLieH-
KOVl K/IMHUYECKUX XapaKTepUCTUK BO3MOXKHA paH-
HASA MOCTAHOBKA [MAarHosa elfe 0 TeHETUYEeCKOTO
Io00CIeIOBaHsI, KOTOPOE, B CBOIO OYepPelb, MOXKHO
OINITMMM3MPOBATD C YIETOM Hanbosee YacThIX MyTa-
unit, BersiBnenubix npu K u THKI. @

KoHpnuKT nHtepecos

ABTOpbI iEKNIapMPYIOT OTCYTCTBUE ABHbIX 1 MOTEHLMANbHBIX KOHPINKTOB
NHTEPECOB, CBA3AHHbIX C COAEPKaHNEM HACTOALLEN CTaTby.

Yyactne aBTopoB

O6a aBTOpa BHEC/IV PaBHbIV BK1af B NOArOTOBKY AaHHOM cTaTby. Oba aBTo-
pa npounu n opobpunu GuHanbHy BepCUto CTaTby nepen nybankaymen,
COMNacHbI HECTN OTBETCTBEHHOCTb 3@ BCE aCNeKTbl PaboTbl U rapaHTUpPYIoT,
YTO UMK Hagnexalynm obpasom 6bin PACCMOTPEHbI U PeLLeHbl BONPOChI,
CBA3aHHble C TOUHOCTbIO 1 JO6POCOBECTHOCTbIO BCEX YacTel paboThl.

Pagon RA, et al., editors. GeneReviews®. Se-
attle (WA): University of Washington, Seattle;
1993-2021. Available from: https://www.ncbi.
nlm.nih.gov/books/NBK1221/.

6.Lance JW. Familial paroxysmal dystonic chore-
oathetosis and its differentiation from related
syndromes. Ann Neurol. 1977;2(4):285-293.
doi: 10.1002/ana.410020405.

7.Demirkiran M, Jankovic J. Paroxysmal dyski-
nesias: clinical features and classification. Ann
Neurol. 1995;38(4):571-579. doi: 10.1002/
ana.410380405.

8.Erro R, Sheerin UM, Bhatia KP. Paroxysmal dys-
kinesias revisited: a review of 500 genetically

Kum HJ1, Amur M.A. NapoKcr3manbHas KMHe3MoreHHan ANCKUHE3WS: AIUTENbHbIN MyTb OT CUMITOMA K AMarHo3y (KnMHuyeckoe HabnioaeHvie) 229



w

®

proven cases and a new classification. Mov
Disord. 2014;29(9):1108-1116. doi: 10.1002/
mds.25933.

9.Chen WJ, Lin Y, Xiong ZQ, Wei W, Ni W, Tan GH,
Guo SL, He J, Chen YF, Zhang QJ, Li HF, Lin Y,
Murong SX, Xu J, Wang N, Wu ZY. Exome se-
quencing identifies truncating mutations in
PRRT2 that cause paroxysmal kinesigenic dys-
kinesia. Nat Genet. 2011;43(12):1252-1255.
doi: 10.1038/ng.1008.

10.Rainier S, Thomas D, Tokarz D, Ming L, Bui M,
Plein E, Zhao X, Lemons R, Albin R, Delaney C,
Alvarado D, Fink JK. Myofibrillogenesis regula-
tor 1 gene mutations cause paroxysmal dys-
tonic choreoathetosis. Arch Neurol. 2004;61(7):
1025-1029. doi: 10.1001/archneur.61.7.1025.

11.Du W, Bautista JF, Yang H, Diez-Sampedro A,
You SA, Wang L, Kotagal P, Liiders HO, Shi J,

Cui J, Richerson GB, Wang QK. Calcium-sen-
sitive potassium channelopathy in human
epilepsy and paroxysmal movement disorder.
Nat Genet. 2005;37(7):733-738. doi: 10.1038/
ng1585.

12.Suls A, Dedeken P, Goffin K, Van Esch H, Du-
pont P, Cassiman D, Kempfle J, Wuttke TV,
Weber Y, Lerche H, Afawi Z, Vandenberghe W,
Korczyn AD, Berkovic SF, Ekstein D, Kivity S,
Ryvlin P, Claes LR, Deprez L, Maljevic S, Var-
gas A, Van Dyck T, Goossens D, Del-Favero J,
Van Laere K, De Jonghe P, Van Paesschen W.
Paroxysmal exercise-induced dyskinesia and
epilepsy is due to mutations in SLC2A1, en-
coding the glucose transporter GLUT1. Brain.
2008;131(Pt 7):1831-1844. doi: 10.1093/brain/
awn113.

The case of paroxysmal kinesigenic dyskinesia:
a long way from a symptom to the diagnosis

N.L. Kim'« M.A. Yamin'

Paroxysmal kinesigenic dyskinesia belongs to the
group of primary dyskinesias, which also includes
paroxysmal non-kinesigenic dyskinesia and ex-
ercise-induced paroxysmal dyskinesia. Due to
the rarity of this disease group, as well as to the
existence of a wide spectrum of disorders associ-
ated with transient movement abnormalities, the
diagnosis is often difficult. A thorough analysis
of clinical presentation, objective registration of
paroxysmal events (video-electroencephalogra-
phy monitoring) is helpful in the diagnosis. The
most common causes of paroxysmal kinesigenic
dyskinesia are mutations in the PRRT2 gene, while
paroxysmal non-kinesigenic dyskinesia is caused
by the MR1 gene mutations.

The paper describes a clinical case of a 13 year old
patient with acute, movement-associated, short-
term dystonic, choreic and ballistic hyperkinesis
attacks. The patient had been treated with the
diagnosis of epilepsy, tics, and dystonia for a long
time without any effect. During diagnostic work-
up, a mutation in the PRRT2 gene intron was iden-
tified by a new generation sequencing of gene
panel. Despite of this mutation has not been pre-
viously described, taking into account the type of

hyperkinesis attacks, association of their onset to
movements, as well as the data of instrumental
assessments, the diagnosis of paroxysmal kinesi-
genic dyskinesia was made. Treatment with carba-
mazepine was successful with complete control
over hyperkinesis.

The diagnosis of paroxysmal dyskinesias remains
based on the analysis of clinical picture and the
trigger type. Molecular genetic diagnostics, with
consideration of the most frequent causal muta-
tions related to these conditions, can minimize
both time and financial costs.

Key words: paroxysmal kinesigenic dyskinesia,
PRRT2, clinical picture, epilepsy
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