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B cTatbe Bnepeble B OTEYECTBEHHO IUTEPATYPE NPeACTaBAEHO KIUHWYecKoe HabNoAeHe NaLMeHTa C pefKoii hopMoii
NePBUYHON [UCTOHUM — [UCTOHUENH 28-r0 TUNA, ACCOLMUPOBAHHOM C reTepo3nUroTHON MyTauuein B reHe KMT2B (OMIM:
617284). 3aboneBaHue [e6OTUPOBANO B BO3PACTe 6 NIET C YHUNATEPANbHOI [UCTOHUM CTOMbI U NPUOGPENO YepThl reHe-
panu3oBaHHON [UCTOHMMU B TeYeHMe ogHoro roaa. O6HapyxeHHas y npobaHaa mytauus (chr19:36229249GC>G) He Gbina
onucaHa paHee. [IUCTOHWs OKasanacb HeYYBCTBUTENbHON K Npenapary NeBofonbl, 3hdekT 6oTynnHOTEPaNnuM Obin Hepo-
CTATOYHbIM, 3aMeTHbIN KIMHUYECKUIA pe3ynbTaT Obln AOCTUTHYT Npu rmybokoi ctumynauum mosra (DBS).
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This article presents a clinical observation of a patient with a rare form of primary dystonia - type 28 dystonia associ-
ated with a heterozygous mutation in the KMT2B gene (OMIM: 617284) for the first time in the Russian literature.
The disease started at the age of 6 years with unilateral dystonia of the foot, acquired the features of generalized dys-
tonia in the 15t year from the beginning. The mutation found in proband (chr19:36229249GC>G) was not described
earlier. Dystonia was insensitive to levodopa, the effect of botulinum toxin treatment was insufficient; a notable clini-
cal result has been achieved with deep brain stimulation (DBS).
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JAMCTOHUS — CUHAPOM IBUTaTEJbHBIX HAPYLIECHUI
B BUJIE YCTOMUYMBBIX COKPAILEHWI MBIIIILL, YaCTO BbI3bIBa-
IOLIMX MOBTOPSIOIIMECS CKPYUMBAIOIIME ABUXKECHUS WU
aHoMaJlbHbIE TO3HI [5]. JIucTOHMS, HayaBLIAasICSI B BO3pa-
cre mojoxke 20 (ITo HeKoTophIM gaHHBIM, 30) JIeT, ompe-
IIeJISIeTCsI KaK «IMCTOHMS C paHHUM Hadajmom» [5]. Cpenu

OCHOBHBIX TPUYMH TUCTOHUHU y AETEN pacCcMaTpUBAIOTCS
LHepeOpaibHbIM Napaainy, HeilpoaereHepaTUBHbBIE 3a00J1e-
BaHUs U NepBUYHBIE AUcTOHMM [1]. YacToTa MepBUYHBIX
IUCTOHUM ¢ paHHUM Ha4yaJOM COCTAaBIISIET B Pa3IMYHBIX
nonyasaysx ot 2 1o 50 ciryyaeB Ha 1 MiTH HaceneHus [11].
Haubonee pacnpocTpaHeHHOI $BIsI€TCS AUCTOHUS
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1-ro Tuna, cBsA3aHHas ¢ MyTanueil B rene TORIA (DYT-
TORIA) [3]. ITonck MyTaliy B JaHHOM Te¢HE peKOMEH Iy~
€TCsI BO BCEX CIIyJasiX MEPBUYHON OTUCTOHUU C IeOI0TOM
B Bo3pacte 10 30 JeT ¢ ImepBOHAYAIPHBIM BOBJICYCHUEM
KOHEYHOCTEN, a IIpY KPAaHUOLIEPBUKAJILHOM JIOKAJIN3ALIAN
TUIepKUHE3a peKOMeHayeTcsl TecTupoBaHue reHa THAPI
IJIST UCKJTIOYEHMSI JUCTOHMU 6-ro Thma [2, 5]. Myramusa
B reHe GCH- I urpaeT Ki1ro4eByIo poJib B pazsutuu JJODA-
yyBcTBUTeAbHOU aucTtoHnu (DYTS5/DYT14) ¢ panHUM
HayvaJIoM U BBIPAXEHHBIM TepaIleBTUIECKUM 3 HeKTOM
MaJbIX 103 JieBomonsl [12, 17].

B 2016 1. 2 He3aBUCHMMBIE TPYIIIIBI KCcaeaoBarenei [13,
18] ony0mMKoBanM JaHHBIE O TTAIlMeHTaX C paHHUM Ae010-
TOM JWCTOHMH U MYTalIMSIMU, 3aTParuBaIOIIMMU T'eH JIM-
3UHCITeI(UYECKOl TMCTOHOBOM N-MeTrnTpaHcdepasnl 2B
(KMT?2B), pactionoxXeHHBI Ha IUIMHHOM Tutede 19-it xpoMo-
comnbl. [en KMT2B xoaupyet hepMEeHT, y4aCTBYIOIINIA
B ITIOCTTPAHCIISIIIMOHHON MOIU(UKAIIY TUCTOHOB, UTPa-
JOLLIEH BaXKHYIO POJIb B PETYJISILIMI SKCIIPECCHU T'eHOoB [16],
M, 110 SKCIIEPUMEHTAJIbHBIM JAaHHBIM, B HEMPOHAJIbHOM
TpaHcanudbepeHIUpoBKe [6, 7]. Y OOJBHBIX AMCTOHUEN
onpeneiseTcs 1100 maToreHHass MyTauus B rene KMT2B
(cmBUT paMKU CYMTHIBAHMSI, MyTaIlvsI caiiTa CILUIaiCUHTA,
HOCEHC- MJIM MUCCEHC-MyTalun), 11noo nenenus 19q13.12,
BKmovatoniast reH KMTB2 [14]. O6muM natoreHeTu4ec-
KM MEXaHH3MOM CUMTAEeTCSl TalJIOHEOOCTaTOUYHOCTb,
OTHAKO KOHKPETHBIC 3B€HbSI ITATOreHe3a JUCTOHNH ITOKa
He yTouHeHBI. COryIacHO MOPSIKY OMUCAHUS, 3Ta TUCTO-
Hus saBisieTcs 28-ii (OMIM: 617284) 1, B COOTBETCTBUM
C COBpeMeHHO HoOMeHKJ1aTypoii [13], obo3Hauaercst DYT-
KMT2B. Tlpeanonaraetcst, YTo 1aHHast (hopMa COCTaBIsIET
110 10 % Bcex muCTOHMIA ¢ paHHUM HadasioM [ 18]. M. Carecchio
u coaBT. ooHapyxwmw DYT-KMT2By 21,5 % nauueHToB
B Bo3pacTe o 18 jeT ¢ mucToHnei (¢ MCKIIOYESHHBIMU
paHee MyTalUsIMU B IPYTUX F€HAX, OTBETCTBEHHBIX 3a IU-
cronnio) [8]. DYT-KMTZ2B HacienyeTcs o ayTOCOMHO-
JOMUHAHTHOMY TUITY, 0e3 pazinuuii o noiay. K cepeaune
2019 . B Mupe ObLIO OmUcaHO 66 pa3IMYHbIX BAPUAHTOB
MyTauuii y 76 nauueHtoB ¢ DYT-KMT2B [19], yTo yka-
3bIBAa€T HA OTCYTCTBUE «MaxKOPHOM» MyTauu. B GoJbimH-
CTBE CJIlyyaeB IaTOT€HHAs MyTalldsl BO3HUKAET de novo,
0koJ10 10 % manueHTOB HACIEAYIOT MYTALIMIO OT GOJILHOIO
poautest, 6—9 % (0ObIYHO MUCCEHC-MYTALUK) — OT KJIU-
HUYECKU aCUMITTOMHOTrO ponutensd [14, 19]. B tTunnunom
ciyuyae DYT-KMT2B — tsokenast TeHepaal30BaHHAs T -
CTOHUSI, HaunHalomasics B 1 mekame xusuu. CpenHuit
Bo3pacT aebtora — 6 siet [9]. [Ipu MyTanusx, Bemylmx
K CUHTEe3y yCeUYeHHOro 0ejika, 3a00jieBaHUe pa3BUBAETCSI
JIOCTOBEPHO paHbIIE, YeM IIPY BHYTPUTCHHBIX MUCCEHC-
MyTauusx (B cpeaHeM, B 4,1 1 6,4 roga COOTBETCTBEHHO)
[14]. O6bryHO0 DYT-KMT2B HaunHaeTcs Kak (poKaabHast
IUCTOHMSI HMXXKHUX KOHEUYHOCTEI, HO IIPOrpeccrupyeT
C BOBJICUCHHEM IICITHBIX, KPAaHUAIBHBIX 1 JJAPMHTCAIbHBIX
MBIIIL, CTAHOBSICh TeHepaJM30BaHHON 4epe3 2—4 roxa
(mo 11 5eT) oT mosiBIeHUsI MEPBBIX CUMIITOMOB [4, 9].

TunmaHBl TaKKe AU3apTpus, TUCGHOHMS, HAPYIICHUS XKe-
BaHUs U IioTaHus1. Cpeu peKMX HayaJlbHbIX CUMIITOMOB
ONMCAHbI AUCTOHUYECKUIA TPEMOP, KNUHE3UOTE€HHBIA MUO-
Kkionyc [14], mucunii crmasm [18]. Hepenko coobiaercst
00 MHTEJJICKTyaIbHOM HeUIINTe WIN 3aAepXKKe TCH-
XUYECKOTO Pa3BUTHSI, OOBIYHO IIPEIIICCTBYIOIICH TTOSB-
JICHUIO IMCTOHWY 1 HE IPOrPECCUPYIOLIECH B TAJTbHENUIIIEM.
BosMoxkHa n3ompoBaHHas 3aIepKKa PeUYeBOTO Pa3BUTHS.
JIomoTHUTE TBHBIMA CUMIITOMAMU MOTYT OBITh IJTa300BUTa-
TeJIbHBIC HApYIIeHUsI (CTpaObM3M, OKYJIOMOTOpPHAs aIlpak-
CHSI, TUIIOMETPHST BePTUKAIBHBIX CaKKaJ, 3aTpyIHEHHUE
WHULIMAIIAY CaKKal), TMPaMUIHBIC CUMITTOMBI B HIDKHIX
KOHEYHOCTSIX (IIPY OTCYTCTBUH Mape30B), CIIACTUIHOCTD,
KOXXHBIC M3MEHEHUS (aIia3usi KOXU, PEIKUE BOJIOCHI,
penKye WK OTCYTCTBYIOIINE PECHMIIBI MJIN OPOBU, THIIEP-
TPUXO03 U NIXTHO3), KOMOPOMIHBIC IICUXUATPUICCKIEC CHH-
IPOMBI (Ie(pULINT BHUMAHUS, TUIIEPAKTUBHOCTD, TPEBOTA,
TIETIPECCHsI, 00CeCCUBHO-KOMITYJILCMBHBIC PACCTPOMCTBA),
CEHCOHEBpAJIbHAS TYTOYXOCTh, SITWJICIITUICCKHE IIPUCTY-
16 (PEIKO), JeTKIe TUCMOPGhUUECKIE YePTHI («IYKOBUI-
HBIIl» KOHYMK HOCa, YIUIMHEHHOE JIUII0, HU3KOEe pac-
IMOJIOXKECHHME YIITHBIX PAKOBMH, TOHKasl BEPXHSS ryo0a,
IIMPOKasl IIePeHOCUIIa, MUKPOTHATHS), HU3KOPOCIIOCTD,
MuKponedanu [8, 14, 18]. Kimaundeckas kKaptuHa y 6071b-
IIMHCTBA ITAlIMEHTOB CXOIHA, XOTS OIMCAHBI CIydau
¢ 6oJree MSITKMM U aTUITMYHBIM TeYeHUEeM. TSoKeCcTh IBU-
raTeJIbHBIX HApyIIEHMI1 BApbUPYET B IIMPOKOM AUAIIa30HE:
OT JIETKUX HapYIICHUI OXOAK! 10 HEBO3MOXKHOCTH XO-
InTh. OxXugaeMast IpoJOJKUTEIBHOCTD XXU3HM Ipy DYT -
KMT?2B Hen3BecTHa, HO €CTh COOOIIEHMS O TTallUeHTax,
IOCTUTHINX 7-TO mecATuaeTus Xu3Hu [18]. MaruutHo-
pe30HaHCHAasI TOMOTrpadus TOJIOBHOTO MO3Ta IEMOHCTPH-
pyeT win HopMmy [9], mim aHoMaaIuu B BUAE TOHKUX CUM-
METPUYHBIX TUIIOMHTCHCHUBHBIX IIOJOCOK B paiioHE
Hapy>KHOTO cerMeHTa 0J1eTHOTO 11apa B pexxumax T2, SWI,
DWI co 3naueHueMm b-dakropa 0 [14]. TepaneBTrueckue
Bo3MoxkHOCcTH Tipu DYT-KMT2B orpanndeHsl. JaHHas
¢dopma He OTBeUaeT Ha JIeYCHUE TIperapaTaMiy JICBOIOIIHI,
JIOKQJIbHBIC MTHBEKITUU OOTYJIOTOKCHMHA MaI03(PDEKTUBHBI
[14]. B psime ciydaeB oTMeUaeTCsI TTOJIOXKUTEIBHBIN 3 dheKT
XOJUHOJIUTUIECKOM Tepanuu (Tpurekcudenmmmn) [18],
B TOM YHCJIe B KOMOMHALIMK C KJIOHa3eImaMoM [8], omHaKo
HanOOJIBIIYIO 3(D(EKTUBHOCTD IEMOHCTPUPYET IIyOOoKast
ctumyIsiiyst mo3ra (deep brain stimulation, DBS) [14, 15,
19], adpdexT KOoTOpoii coxpaHseTcs IIUTEIbHO [9].

KnuHuuyeckuit cnyyai
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NpOU3B0AbHBIL NOBOPOM 20/08bl 8160, YCUAUBANOUUIIC
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U CmMony 1e60il Hozu KHapyicu»).
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Anamnes 3aboaeéanus. B 6o3pacme 6 1em 2 mec enepevie
N0sA6UAOCH HAPYULeHUEe NOXOOKU («<noOMAcCKU8ala» 1esyr
Hoey). Hapywenus deuicenuil neeoil Hoeu Obiau 3amemHuee
npu xodvbe é 00y8U U NPU 3aHAMUSIX 8 MAHUEBANLHOL CIYOUL.
lesouka scanosanace Ha 6046 6 00aaCMU 166020 20A€HOCHION -
Hoeo cycmaga. Koncyaemuposana opmonedom pecuonanbroli
O0emcKoil NOAUKAUHUKU, aMOy1amopHoe AedeHue no nogody
npednonazaemoeo OUazHO3a «Pacmsadicerue cé130K» Ahgexma
He umeno. Hesponoe noaukaunuku npu nepguuHom obpaujeHuu
HapyuleHuil 8 He8poA0cUMeCKOM cmamyce He 00HApYd’CU.
DnexmpoHnetipomuoepaghus 6oavuiebepy602o U Manrodepyo8o-
20 HEPBOEG ce6a OMKAOHEHUI OM HOpMbL He bisiguna. Cnycms
1 mec om Hauana 3a601e8aHUs UBMEHUAOCH NOAOJICEHUE 20~
410801 (¢ paykmyayueil 8blpajiceHHOCMU 8 meyeHue Cymok):
Nno8opoOm 64€60, 0CO0eHHO 3aMemHbLil npu xodbvoe.

Anamnues xcusznu. Poounrace om 2-ii bepemenrnocmu, npo-
mekasutell 6e3 ocobennocmeil. Poosl 2-e, 6 cpok 37/38 Heo.
Macca mena npu poxcdenuu — 2855 e, ouenxka no wikanre
Aneap — 7/8 bannos. B momoprom u ncuxopeueeom pazeumuu
6 2pYOHOM U paHHeMm 803pacme OMKAOHeHUll He Obiio. Jlesouka
yacmo 601e1a OCMPbIMU PECRUPAMOPHbIMU UHDEKYUAMLL, Hepe-
OKO OCAONCHABUUMUCS OPOHXUMOM, noay4asa 00 5 Kypcoe
aHMUOAKMEPUANbHOLL mepanuu @ 200. XpoHUYecKUx comamutec-
KUX 3a601e8anuUll He 8blAGASAA0Ch, MPABM U ONnepayuii He 6bL10.
Hacaedcmeennocmo (co croe mamepu) He omseoujena. Mamo
degouku 300posa, omey, noeub é eospacme 36 nem (HecuacmHblil
cay4ait), Ha MOMeHm eubent ¢ cemvell He npoxcugan. Y nayuen-
mku umeromesi 2 noaycubea: cmapuwiuii coth mamepu (19 aem;
300p08) U Maaduias 0o4b omua (5 .1em; Xo0um camocmosmensHo,
dpyeux ceedeHuil 0 COCMOsIHUSL ee 300p08bsl Hem).

B nesposozuneckom cmamyce (Ha MOMeHM NePEUHHOZ0
0CMOMpA) 8bisiGAeHbl AeeKas 0u3apmpus, 6epPMUKAAbHbLLL
napes @3opa. Pomauyus 2on06e1 u uieu 61e6o0 c nodsemom ne-
6020 naeua (1e60CMOPOHHUI mopmuKkoaiuc). B nauaneholl
cmaduu pazeumusi UepeuKaibHoi OUCOHUU OMMeYaniocs
npeobaadanue KAOHUHeCK020 KOMNOHEHMA Ha0 MOHUYeCKUM,
Ymo HANOMUHANO KUHE3UOEHHYI) NAPOKCUZMAAbHYIO
duckunesuro. Cmenens msadjcecmu eunepKune3a no wkaie
oyenku yepsuxanvroii ducmonuu TWSTRS [9] cocmasuna
8 bannos. Ha pone HesbicoK020 MOHYCca 6 MblUUAX PYK
6 NOKOe 0MMe4anoch 3Ha4UmenbHoe e20 Hapacmanue no naa-
cmuvecKkomy muny npu nPoU38oAbHOL PeUyUnPOKHOl aKkmu-
sauuu (noaoxcumenvuolii cumnmom Hoilika—Ianesa) c npe-
obnadanuem cnpaga. llpu evinonHeHuu nAccUBHbIX 08UNCEHULL
6 HUJICHUX KOHEYHOCMSIX BbisI8ACHA YMEPEHHASL MY20N008UINC-
HOCMb 8 000UX 201€HOCHONHbIX CYCMABAX 8CAedcmaue Haau-
Yus IKCMpPanupamuoroeo eunepmoryca moluly 2oneneil. Ila-
pesvt omcymcmeoganu. Ilpu xodvbe be3 00ysu umena mecmo
MUHUMANbHASL YCMAHOBKA 1€60L CIMONbL HA HAPYICHDLIL KPAll.
Ommeuanuce mpyoHocmu (3ame0aeHHOCIb U «OUCKOMOopm»)
npu nonvimKe npvleams Ha Ae6oli Hoze. Inybokue peghrexcol
¢ KOHeyHocmell OblaU CUMMEMPUUHO 0JCUBAEHDBI, OPIOUIHbIE
pecpaekcel Hesvicokue, pasHble. Habarooaaucs noaoxcumens-
Hble cmonHble namonozuueckue peghaexcol (babunckoeo,
Yadooka, Topoona, lleghpepa) c akyenmom cnpasa. B noze

Pombepea nayuenmra 6vina ycmoiivuea. Ilarvyenocosyio
U NAMOYHO-KONEHHYIO NPOObl 8bINOAHANA OOCMAMOYHO Y6e-
perHo. B ducmanvhbix omoenax eéepxuux KoHeuHocmell 6bi-
A6/1eH QUCMOHUYEeCK UL HU3KOaMNAUMYOHbLL cpeOHeHacmom-
Hblll HOCMYPANbHO-KUHemMUYecKuii mpemop ¢ npeobaadanuem
cneea, HanOMUHAWUL Opodcanue ICCEHYUANbHO20 MUNA
U Xapakmepusyrouwuiics OUHAMUMHOCIbIO NPU 8bINOAHEHUU
3adanuii. Yyecmeumenvhvle HapyuleHus OmMcymcmeosanu.
U3 0onoanumensbHbix CUMRMOMO8 00pawanu Ha cebs GHUMA-
Hue «0AUHHOe» AUY0, HU3KAs epaHuya pocma 6040c Ha a6y,
PACRPOCMPAHEHHbLIL 2UNEpMpUxo3 ¢ HauboAbUlell 8blpaiceH-
HOCMbIO HA KOHEYHOCMSAX U CHUHE.

IIpu nepuoduueckux no8mMopHsIX OCMOMPAx 8 meuerue
nocaedyroujux 8 mec ommeueHo Hapacmarue OUCMOHUMECKUX
YCMAHOBOK 20/108bl 6 GUOE YCUNCHUS BbIPAICEHHOCMU 1€60-
cmoponHe20 mopmukoauca (puc. 1), noseaenue npesanupo-
8aHUs MOHUYECK020 KOMNOHeHmMA 2UnepKuHe3a Hao KAOHU-
uecKUM, ¢ 4acmulM NpuMeHeHuem 60AbHOU KOppUUPYoUWUxX
Jcecmos u oepanuteruem noscednegHoi akmuenocmu. Cme-
nexv madcecmu cnacmuteckoil Kpugouteu no wikase TWSTRS
yeeauuuaacs 0o 17 6annos. boaee moeo, cmasu ommeuams-
csl nocmeneHHoe 8081e4eHue 8 OUCMOHUYECK ULl cUnepKuHe3
€601l pyKu (puc. 2) u ycuienue 8apycHoll yCmaHo8KU 1e60ll
cmonsl npu xo0sbe. Cnycms 5 mec om nepeuuHo20 0cCMompa
NOABUAUCH NPUBHAKU (DOpMUpYIOWe2ocs 2unepaopio3a 3a
cuem Hapacmaruieco MoHyca Molill, 8bINPIMASIOUUX NO-
360HOYHUK, U NOSCHUYHO-N008300wHbIX Mmbluy. Takoice

Puc. 1. Jleocmoportuii mopmuKkoatuc ¢ KOppueUpyrUusUM Hcecmom 6 guoe
omkpbieanus pma y navuenmku ¢ DYT-KMT2B

Fig. 1. Left-sided torticollis with a corrective gesture in the form of opening
the mouth in patient with DYT-KMT2B
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Puc. 2. Jucmonuueckas ycmanogka negoti kucmu y navuenmiu ¢ DYT-
KMT2B. Takyce ommeuaemces eunepmpuxo3s Ha npedniexve

Fig. 2. Dystonic placement of the left hand in patient with DYT-KMT2B.
Hypertrichosis on the forearm is also observed

BO3ZHUKAU 2UNEPIKCMEN3US N€60l HO2U 6 KONeHHOM Cycmase
(3a cuem eunepmonyca uemolpexenasoii Movludybl bedpa)
U neekoe nepepazeubanue naibyes Aegoli Cmonvl 8 NACHe-
ganraneoswvix cycmagax. Bvipaxcennocms eenepanuzo8anHoil
ducmonuu no wikare BEMDRS-M (cybwukana ouenku osu-
acenuil wkanvt Burke—Fahn—Marsden Dystonia Rating
Scale) [§] cocmasuna 38,5 6anna.

[Ipu rabopamopHom u UHCMPYMEHMAABHOM 006C1e006a-
HUU NPUYUH B03MOINCHOL GMOPUMHOU OUCIMOHUU HE BbIABACHO.
[lpu pymunHnom KAuHUHECKOM U OUOXUMUYECKOM UCCAe00-
BAHUU KPOBU OMKAOHEHUL OM HOPMbl He 3AQUKCUPOBAHO.
Konuenmpayus yepynoniazmuna 6 Kpogu, CymouHas Kc-
Kpeuust Meou ¢ Mo4oli OblauU 8 npedenax HOPMAAbHbIX 3HAYEHU
(23,45 me/0n u 5 mxe/cym coomeemcmeeHHo). YpoeeHs dice-
ae3a 8 covisopomke Kposu — 28,2 mkmonsv/a. Aumumena
K gupycy Kaeueeoeo snyegasuma u anmumena k 6oppeauu
Kaaccos IgM u IgG memodom ummyHohepmeHmHo20 aHausa
6 CblBOPOMKeE KPO8U He 00HApYIceHbl. InekmpoKapouoepagdus
sviAsULa HenoaHYo Onokady npaeoii Hoxcku nyuka luca. Tlpu
YALMPA3BYK0BOM UCCACO08AHUU BHYMPEHHUX OP2AHO8 GbISE-
NeHbl «nepeeud HeeayHo20 Ny3vipsl, peaKmueHble U3MeHeHUs
N0024Ceny004HOI Heeae3bl», NamoA0UU CO COPOHbI NeYeHU
u cepdya He obHapyscero. [lpu anexmposnyearoepaghuu
TMUNUYHBIX HATNMEPHO8 FNUANMUGOPMHOU AKTNUBHOCTHU He
sapeeucmpuposaro. [pu nposedeHuy MaeHUMHO-Pe30HAHCHOLL
momoepaguu 201061020 mo3ea 6 pexcumax T1, T2, FLAIR
u DWI (momoepagh mowrocmoro 1,5 T) namonoeuueckux uzme-
HeHuUll 8bls161eHO He ObLi0. TIpu KoHcyivmayuu cheyuarucmamu
NCUX01020-MeOUKO-Ne0az02u4eckoli KOMUCCUU OMKAOHEHUL
6 UHMeANeKmYaabHOl U no6edeH1ecKoll cihepax y nayueHmxu
He 00HAPYICEHO, PeKOMEHO08AHO 04HOe 00y4eHue no npo-
2pamme Maccogoll WKoAbL.

C uyenvio ucknoverus JJODPA-vyecmeumenvHoli Oucmonuu
015 mepanuu ex juvantibus 0bi1 UCNOAb306aH Ne8000NACO0ep-
Hcauuil npenapam ¢ NOCMeneHHbIM MUmpo8anuem 003bl
Aegodonst do 187,5 me/cym, b6e3 KAuHUHeCKU 3HAYUMO20 pe-
syabmama. Ilposedenvt 2 npouedypst 6omyauHomepanuu
(¢ 4-mecsuHvim unmepeasom). B omHowenuu kpueouteu

ommeyeH KpamkoepemeHHulii (okono 1 Hed) yacmu4Hblii noao-
Jcumenvuwlil 3pgpexm 1-20 66edenuss 60MYAUHUHECKOO MOK -
cuna epynnol A. Tlocae nosmopHoil unsekyuu 60myn0mokcuHa
(co cmeHoil npenapama) HAbAIOOAACS OMCPOHEHHDLI 60 BDEMEeHU
U KAUHUYECKU He3HaYUMbLl dpgexm, 8bipaxicarouuiicst 8 no-
ABNEHUU KPAMKO0BPEMEHHbIX NepU0008 NPAGUALHOI YCMAHO8-
Ku 20106bl, mem He menee oyenia no wkare TWSTRS co-
cmasuaa 15 6annos. Beedenue npenapama 6omyaomokcuna
6 MblUULbL 1€6011 HUICHEI KOHEYHOCMU NPOBOOUAOCH MOAbKO
6 pamkax 2-ii npoyedypel: 0CmueHym yCMoU4Ugslil noA0-
JcUmenbHulll pe3yibmam 6 eude npaKmuvecku NOAHOU pe-
O0yKUUU KaxK 8apycHoll yCmaHo8KuU A€ol CMonbl, makx u pe-
Kypeayuu 6 1e60om KO0AeHHOM cycmase npu xodvoe.

ITlayuenmka koncynomuposana eenemuxom CIEHY « Me-
duko-eenHemuyeckuil HayuHolil yenmp um. akao. H.I1. bouko-
6a» (Mockea). B rabopamopuu ykasantnoeo yenmpa npoge-
deHo uccaedosanue Kooupyouei nocae0o8amenbHOCMU eeHa
TORIA (Oucmonus I-eo0 muna) memooom npsamozo asmoma-
MuUYecK020 CeK8eHUPOBAaHUs, A MAKICe NOUCK NAMOEHHbIX
U BePOSIMHO NAMOREHHBIX 8apUANMO8 8 Ik30He 6 cena PANK2
(6oae3ub Taanepeopoena—IlInamya). [lamoeennvie u 6epo-
SAMHO NAMo2eHHble 8apuanmeol He oOHapyicensl. Ilpu uccae-
doganuu /JTHK memodom kauHu4eckoeo cekeenuposauus
(noaHoe cekeenuposarue sx3oma, «Jlabopamopus moaexy-
AsApHoll namonoeuu «lenomed» (Mockea)) eévbisienena mymauust
6 eemeposuecomuom cocmosnuu é cene KMT2B 6 kodupyroweii
obnacmu JTHK 6 nonoxcenuu 7941: deneyus Hyxaeomuda
YUMO3UHA, NPUB0OAAs K 3aMeHe AAaHUHA Ha NPOAUH 8 NO-
noxceHuu 2648 amMuHOKUCA0MHOU Uenu, ¢ 803HUKHOBECHUEM
cd8uea pamku cHUmMbl8anusl U 00pa3o8anuem cmon-Ko00oHa ve-
pe3 90 amunokucaom (eapuanm: chr19:36229249GC>G; een:
KMT2B; k/IHK: c. 7941delC; AK-3amena p.Ala2648Profs Ter90;
enyouna npoumenus: 244). lannas mymayus omcymemeyem
6 NONYAAUUOHHBIX 2eHOMHbIX ba3zax danubix (GNOMAD,
GENOMED, Exome Variant Server, ClinVar). [lpu cexeenu-
posaruu eena KMT2B no Caneepy Haruuue OaHHOU Mymauyuu
y npobanoa noomeepounoce.

B kamamnese pacnpocmpaneHHOCMb U MANCECMb CUM-
nmMomo8 OUCMOHUU YBeAUUUAUCH: K N€60CHOPOHHEMY MOp-
MUKOAAUCY NPUCOEOUHUAUCH KOMUOHEHMbL AHMEPO- U NPAaGo-
cmopoxHe20 aamepokoaiuca, oyeHka no wkare TWSTRS
603pocaa do 26 6an108, NOAGUAUCH AAPUHREANbHAS U N€2K A
0pOMaHOUOYAAPHASL OUCMOHUSL, YCUAUAACH OUCTOHUSL 8 MbllU-
yax pyK, umo npueeno K 3ampyoHeHuUIo CamooOCAyICUBAHUSL
U HapyuleHuro QYHKUUU NUCbMa, u3-3a OUCHOHUU HUICHUX
KOHeuHOCmel ycy2younuch HapyueHus: Xo0b0bl (603HUKAA HEO0X0-
dumocms 6 noddepaicke npu xoovoe). Boipasicennocmo ducmonuu
no wikanre BEMDRS-M cocmasuna 68,5 6anna.

Tlayuenmka KoHCy1bmMUpOBaAHA cneyuaiucmamu 2pynnol
@yukyuonanvroil neipoxupypeuu OIAY «HMHUI] neipoxu-
pypeuu um. akao. H.H. Bypdenxo» Mun3zdpasa Poccuu (pyxo-
600umens epynnol kaud. med. Hayk A.A. Tomckuii). B 6éo3pacme
& nem (cnycms 2 200a om nosigaeHusi NePeviX CUMNIOMO8
3aboneganus) nayuenmke 0blia NPoBedeHa onepayus cme-
peomakcu1eckoi UMHAGHMAYUU cUcmemsl 045 I1eKmpo-
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cmumyasyuu Vercise (Boston Scientific) 6o enymperHuil cee-
Merm baednoeo wapa c 2 cmopoH. Ha ghone neiipocmumynsyuu
8 NOCMOSHHOM pedicume 6 meueHue 2oda (6e3 medu-
KAMeHMO3HOU mepanuu) omme4aemcs CHUMNCeHue msicecmu
OUCMoOHUU: YMeHbUeHUe BbIPAICCHHOCIU MOPMUKOANUCA,
peepecc GHMEPOKOANUCA U YMeHbUleHUe NOMPeOHOCMU 8 KOppU-
SUPYHOUUX Jicecmax, Ho nosieaeHue pempoKosluca npu xoovoe
(ouenxa no wikare TWSTRS — 10 6aanos), ocarabaenue du-
CMOHUU 8 KOHEYHOCMAX, He3a8UCUMOCIb NPU X00b0e, 3HAHU-
menvHoe yayuuieHue camoodcayxcusanus. Taxcecms ducmonuu
no wkanre BFMDRS-M cuusuaace do 22 6annoe. Pebenox
3aHUMAemCcs naasanuem, o0yHaemcs uepe Ha Popmenuano.
Hnmennexm ne cmpadaem.

Ocmompena Hegponoeom 6 okmsibpe 2022 e. (8 eozpacme
9aem 7 mec), npodoaxcaemes nodbop pexcuma DBS. B yeaom
cocmosiHue nayueHmKYU cmaoduibHoe, NamoaoeU4ecKas CuH-
KUHe3ust npu xodv0e yMeHbUUAAch, (PYHKYUS PYK NPAKmMu4ecKu
8 HopMe, camoobcayxcusanue He cmpadaem, 0OHAKo Oonee
3aMemHoll cmana AaputeednvHas ducmonus. lesouka ycneut-
HO 00yHaemcst 04HO 8 00Ule00pPa306ameabHOU WKOAe N0 OCHOB-
Holl npoepamme.

B manHOM HaGOAeHUMUM MpEeACTaBieHa MalueHTKa
C TUIIMYHBIM Bo3pacToM aediota DYT28-KMT2B, xapak-
TepHBIMM HAYaJIbHBIMU CUMIITOMaMU B BHUIE YHMJIATE-
pagbHON OTUCTOHWU CTOIBI U OTHOCUTEIBHO OBICTPOTO
IIPOTrPeCCUPOBAHUS NUCTOHNIECKOTO TUTIEPKIHE3A C pa3-
BUTHEM TeHepaIn30BaHHOM (hOpMBI B TedeHHUe 1-T0 roma
3a00seBaHus. HeuyBCTBUTEILHOCTS K IIperapaTy JIeBOI0-
ITbI, HU3Kasl 3(P(EeKTUBHOCTH OOTYIMHOTEPAITUM U 3aMET-
HBII MOJIOXKUTENbHBIA KIMHUYECKU 3 deKT rrydoKoit
crumynsimud DBS cooTBeTCTBYIOT JaHHBIM JIMTEPATyPHI
[9, 14, 16, 19]. Y npobaHaa BbisiBieHa paHee He OMUCaH-
Has MyTallisl B TeHE JU3MH-MeTUITpaHchepa3sl 2B
(chr19:36229249GC>G). C y4eToM OTCYTCTBUSI OTSITO-
IIEHHOT'O CeMEMHOT0 aHaMHe3a BRICOKA BEPOSITHOCTh MY-
Talluu de novo, XOTs T0Ka3aThb 3TO HE IPEICTaBISCTCS
BO3MOXHBIM (MaTepHaJl OTIIa ITpobaHaa HeAOCTYIICH IS
HCCIIeOBaHMsI, MaTh IIpobaHIa He oocienoBaHa). CoBma-
neHue (peHOoTUIa M BapraHTa MyTalluu, BeAyIlei K CUH-
Te3y yCeUYeHHOTOo OejiKa, IO3BOJISIET IIPeArnojaraTh
MaTOreHHBIN xapakTep nocienHeit. CieayeT OTMETUTD
TPYAHOCTU KJIMHUYECKOU TUAarHOCTUKU KaK COOCTBEHHO
CHMHIPOMA M30JMPOBAHHON AUCTOHUU MPU IIEPBUYHOM
OCMOTpE HEBPOJIOIOM O011IeIeYeOHOM CeTH, TaK U OTHOCHU-
TeJbHbIE 3aTPYIHEHUs B Tpoiiecce BepuduKaluu KOH-

KPETHOM (POPMBI JUCTOHUN. DTO YKA3bIBAET HA HEOOXOIU-
MOCTb ITOBBIIIIEHUS YPOBHST MH(GOPMUPOBAHHOCTU Bpayeit
Pa3HBIX CITELMAIBHOCTEN (HEBPOJIOIOB, OPTOIIEIOB, HEpO-
($13MOJI0rOB, peabUIMTOIOTOB) O BO3MOXKHBIX KIIMHUYECKIX
1 TapaKIMHIYECKUX ITPOSIBICHUSIX TUCTOHUY, BaXXKHOCTD
JMMHAMUIECKOTO HaOJTIONEHNS, IIO3BOJISTIOIIETO CBOEBPEMEH-
HO OTCJICAUTH BOBJICUCHIE HOBBIX MBIIIICUHBIX TPYIIIT 1 TeHepa-
JIM3aLUIO TUCTOHUU. B cirydae pe3ancTeHTHBIX K (hapMaKoTe-
parmuu (popM IUCTOHMHU HEHPOXMPYPrudecKoe JeUueHHUe
OCTaeTcs B HACTOsIIIIee BpeMsl e AMHCTBEHHBIM 3((DEKTUBHBIM
CPEeICTBOM ITOMOIIIN 3TOM KaTeTOpUH MALIMEHTOB.

JuddepeHInaabHbIil IUArHO3 AUCTOHUU Y JeTell
BKJIIOYAET IIMPOKUUN MEPEYCHb COCTOSIHUI: TUIIEPKUHE-
THYECKYI0 popMy HepeOpasbHOIO apajinia, IePBUIHBIC
JUCTOHMM ¢ paHHuM Havanom (DYT1, DYT6, DYT5/
DYT14, DYT16, DYT28), MOHOreHHbIE CUHIPOMbI M-
CTOHUSI/TITApKMHCOHN3M, BTOPUYHBIC OUCTOHUM IIPpHU
HelipoJereHepaTUBHBIX 3a00JICBAaHMSIX, MUTOXOHIPHAIb-
HBIX SHIIe(danonaTusx, HeMPOMeTabOIMIECKIX CUHIPO-
max. Kpome Toro, AMCTOHMST MOXET HAOII0ATLCS B UCXOIE
SHIIe(haINTA, YePEITHO-MO3TOBOI TPABMBI WJIM MHCYIIBTA, TIPU
HEKOTOPBIX ayTOMMMYHHBIX SHIIe(DaTax JeTCKOTro BO3pacTa,
MMETh JIEKapCTBEHHBIN reHe3. PazHooOpa3ue 3Thooruu
JICTOHMIA, TeHETUIECKas TeTePOTeHHOCTD HACIICICTBEHHBIX
¢dopM 00YCITOBIMBAIOT ITOIMMOP(MU3M KITMHUYECKOI KapTH-
HBI TUTICPKHE3a 1 COITYTCTBYIOIINX CUMITTOMOB, BapraOeITb-
HOCTh CKOPOCTH IIPOrPEeCCUPOBAHUS ¥ OTBETHOI peaKIINu
Ha JiedeOHBIe MeToabl. I10aTOMY 1IOCIe BhIIEICHUS K-
HUYECKOro IaTTepHa IMCTOHNH, cOOpa CeMeITHOro aHaM-
He3a, UCKITIOYCHMST BTOPUYHBIX (POPM TMCTOHUU, OLICHKHU
YYBCTBUTEIBHOCTH K IIpeIiapaTaM JIEBOIOIBI PEKOMEHIY-
€TCSI MOJICKYJIIPHO-TeHETUIECKOE UCCIICIOBaHNE IS TI0-
KCKa Hanbosiee BeposTHLIX MyTauuid. [Tpu oTpuuateibHOM
pe3yJIbTaTe FeHeTUYEeCKOTO aHaI3a B OTHOIIEHUY Hanbo-
JIee 9aCThIX MyTAalIMOHHBIX IIPUYNH PEKOMEHIOBAHO CEK-
BEHHUPOBaHNE 3K30Ma C II€JIbIO BBISIBJICHUS PEIKMX IaTO-
TEHHBIX BAPUAHTOB C IOCJEAYIOIIMM MPOBEACHUEM
MMOATBEPKIAIOIIET0 CEKBEHUPOBAHUS «IIPOOIEMHOTO»
reHa mo CosHrepy. YTOUYHEHHE TeHETMIECKOTO BapruaHTa
MIepBUYHON TMCTOHNUM C PpAHHMM HayaJoM 00JIerJaeT IO~
00p MeIMKaMEHTO3HOM TepaIltiy 1 OIIpee/IeHIe TT0Ka3a-
HUU K XUPYPIUIECKOMY JICYCHHIO, TTO3BOJISIET OLICHUTH
IIPOTrHO3 3a00JIeBaHUS U JaeT BO3MOXHOCTH IPOpIIaK-
TUKU TIOBTOPHOTO POXAEHUSI OOJBHOrO pedbeHKa B «UH-
(GOpMUPOBAHHOIT» CEMBE.
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