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PaccTponcTBo pa3BuTUA HEPBHOW CUCTEMbI C HEMPOU3BONbHbIMY ABMeHMAMYU (NEDIM) (OMIM 617493) - 3To peaKoe ABMraTesibHOe HapyLue-
Hue y petein n3 cnektpa GNAOT-accoummpoBaHHbIX ABUraTeNibHbix pacctponcts. Mpu NEDIM HapyLweHna ABMXeHNA NPOABAAITCA B PaHHEM
[IeTCKOM BO3pacTe, MPOrpeccupyioT N NPUBOAAT K MHBaNMAHOCTU. 3aboneBaHne 06yC/IOBNEHO NaTOreHHbIMM reTePO3NToTHLIMY BapuaHTamm
B reHe GNAOT 1 nmeeT ayTOCOMHO-AOMUHAHTHbI TUN HacnegoBaHua. dnuaemuonorua NEDIM B HacToALWMIN MOMEHT He ycTaHoBReHa. KnnHu-
YecKre CUMMTOMbI OGLUMPHBI: OT TAXKENbIX [ABUraTeNbHbIX U KOTHUTUBHbBIX HapyLUEHUI C CAaMOMOBPEXAaloLLVIM NMOBefeHEeM 1 CyAoporamm Ao
MArKOro GeHOTMMNa HapyLUEHUI ABVXKEHNA 6e3 yMCTBEHHOI OTCTaIOCTV 1 CYAOPOT. Y YacTu NauyeHToB pa3BuBaeTca snunencud. lnepkuHe-
TUYECKNI CUHAPOM Y GONbLIMHCTBA eTell NpeAcTaB/ieH Xopee, aTeTo30M, AUCTOHUEN 1 6anar3MoM, MopakaloLWMMU MbILLLbl Tena, KOHeu-
HocTeln 1 nvua. Mo gaHHbIM MPT y HEKOTOPbIX NaLMEeHTOB BU3yann3npyeTca NoCcTeNeHHO Nporpeccrpyollas aTpodus BelecTsa rofloBHOro
mos3ra. B HacToAwwmin MOMeHT 3aboneBaHvie He UMeeT pa3paboTaHHbIX MaToreHeTNYeCKMX METOAOB Tepanuu. JleueHne cMnToMaT4yecKoe,
BKJIIOYAET pasiyHble CXeMbl MeNKaMeHTO3HOW Tepanuu ANA CHPKEHNA TAXeCTV ABUraTeNbHbIX HapyLLEeHW 1 CyAopor. Takxe BaxHa op-
raHM3auua NTaHWA naumeHTa 1 NPOGUNAKTUKN BTOPUYHbBIX OCIIOXKHEHWUIA HapyLLEeHW ABUKEHNA. B 3apy6exHbIX NCTOUHMKaX OnmcaH onbIT
NpUMeHeHNA Tonrpamata n TeTepabeHasnHa, a Tak»Ke ry6oKo CTUMYNALMK rofioBHoro mosra (DBS), aemoHcTprpytoLne xopoLunin 3pdexT
B BM/i€ 3HAUNTENIbHOTO OCabMieHNA YacToTbl JUCTOHNYECKUX Bypb 1 TAXKECTU ABUraTesbHbIX HapyLieHWi. B cTaTbe NprBeAeH KNVHUYECKNI
cilyyaii AUarHoOCTVKU 1 nedeHns pebExKa ¢ faHHbIM 3aboneBaHneM, a Tak»Ke COBPEMEHHbIe TEHAEHLUV B Tepanuu.

KnioueBbie cnosa: NEDIM; GNAO1; Henpou3BO/bHbIE ABVKEHUS; TMNEPKVHESbI; XOpes; 6aninam
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Nervous Developmental Disorder with Involuntary Movements (NEDIM) (OMIM 617493) is a rare movement disorder in children on the spectrum
of GNAO1-associated movement disorders. With NEDIM, movement disorders appear in early childhood, progress and lead to disability.
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The disease is caused by pathogenic heterozygous variants in the GNAO1 gene and has an autosomal dominant mode of inheritance. The
epidemiology of NEDIM has not yet been established. Clinical symptoms are extensive, ranging from severe motor and cognitive impairment
with self-injurious behaviour and seizures to a mild phenotype of movement disorders without mental retardation and seizures. Some patients
develop epilepsy. Hyperkinetic syndrome in most children is manifested with chorea, athetosis, dystonia, and ballism, affecting the muscles
of the body, limbs and face. According to MRI, in some patients, gradually progressive atrophy of the brain substance is visualized. Currently,
the disease has no developed pathogenetic methods of therapy. Treatment is symptomatic, including various drug regimens to reduce the
severity of movement disorders and seizures. Management of nutrition of the patient and the prevention of secondary complications of
movement disorders are also important. In foreign sources there is described the experience of using topiramate and teterabenazine, as well
as deep brain stimulation (DBS), which demonstrate a good effect in the form of a significant reduction in the frequency of dystonic storms
and the severity of motor disorders. The article presents a clinical case of diagnosis and treatment of a child with this disease, and also current
trends in therapy.
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BBepgeHune

PaccTtpoiicTBo pa3BUTHS HEPBHOM CUCTEMBI C HETIPO-
u3BosibHbIMU ABMKeHUssMU (NEDIM; OMIM 617493) —
9TO PeIKoe HACIESACTBEHHOE HapyllleHUe IBWKECHUS, Xa-
paKkTepusyloleecsl 3aIepPKKOW TEMITIOB MCUXOMOTOPHOIO
Pa3BUTHSA U TOSIBICHUEM B JIETCKOM BO3pacTe IeHepasu-
30BaHHbBIX HETIPOU3BOJIbHBIX NIBIKEHUH. [UnepkuHeTnye-
CKUIl CUHAPOM Yy OOJBIIMHCTBA IMallMeHTOB IMPEACTaBICH
Xopeeii, aTeTo30M, IUCTOHUEH 1 0aIM3MOM, BOBJIEKAIO-
IIMMU MBIIIIBI TeJla, KOHEUHOCTEH, Tulia U Jaxe si3bIKa.
CreneHb TSXKECTH IBUTATEIbHBIX PACCTPOMCTB IIMPOKO
BapbUPYET, MPUBOIS K 3HAUUTESIHBHOMY YXYIIICHUIO Kavye-
CTBa XXM3HM MALIMEHTOB U UX ceMeil. BonbIMHCTBO manu-
€HTOB HE CHUIST, He XOIST, He (DOPMUPYIOT peub U UMEIOT
3HAUUTEJbHBIC CJIOXKHOCTH C MPUEMOM TUIIU. [IBUTaTE -
HbIe HapYyLICHUS] MOTYT YCYTYOJATBCS CIEeU(PUISCKUMU
TPUTTEPaAMM: CTPECCOM, 00JIE3HBIO I JTUXOPAIKOM. Y He-
KOTOPBIX TTAIIMEHTOB HAOIIONAI0TCSI aHOMAJIUU TOJIOBHOTO
MoO3ra, TakMe Kak lepedpaiabHast aTpohusi UId UCTOHYE-
HME MO30JIMCTOIO TeJjla, a Y YaCTU NMallMeHTOB pa3BUMBaIOT-
CsI CyIOPOTH U TICUXUYECKUE HAPYIIIEHUS (CaMOITOBPEeKIe-
HUeE, CTEPEOTUITHBIC ABXKEeHUS) [1—3].

NEDIM oTtHOCUTCS K PEHOTUTTMYECKOMY CIIEKTPY 3a-
OoJieBaHMI1, 0OYCIIOBIEHHBIX MAaTOTeHHBIMU BapUaHTAMU
BTreHe GNAOI(OMIM 139311) pacmosoXeHHOM B XpOMO-
coMHoO#1 obnactu 16q13 [4]. Hanbosee u3BecTHBIM 3a00-
JIeBAaHUEM JAHHON TPYIIMHI SIBJISIETCS SMUICTITUYECKast H-

Clinical cases

nedanonarus, paHHss aerckas, tum 17 (OMIM 615473),
XapakTepusyloliasicss  NoJIUMOPGOHBIMUA  Cydoporamu
B paHHEM BO3pacTe, COYETAIOIIUMUCS C XOPEoaTeTO30M
U APYTUMU ABUTATEIbHBIMU paccTpoiicTBamu [5]. KimHu-
YecKUe MPOSIBJICHUSI BHYTPU JAHHOU TPYIIbl OYEHb pa3-
HOOOpa3Hbl U BO MHOTOM IepeceKaroTcsl, YTO MPUBOIUT
K 3aTpyAHEHUSAM Npu TuddepeHIIMaTbHON TUarHoCTUKeE.

Onuaemuosioruss NEDIM B HacTosIlIMiA MOMEHT
He ycTaHOBJIeHa. B nmurepaType MMmeeTcsl onmucaHue He-
CKOJIbKUX TPYMIl TMallMeHTOB C YCTAaHOBJEHHBIM H3Ha-
YaJbHO PACCTPONCTBOM NBMXKEHUS, a TakXke MallMeHTOB
C paHHel NEeTCKOW smujerncueil ¢ ABUTaTeIbHbBIMU Ha-
pylIeHUusIMU, cuHApoMoM OTaxapa U XOpEOoaTeTO30M,
MIMarHO3 KOTOPBIM ObUT MOATBEPXKIEH B pe3ysibTaTe MO-
JIEKYJISIPHO-TEHETUYECKUX MccaenoBaumii [1, 2, 4, 6, 7).
HyxneotunHele BapuaHThl B TeHe GNAQOI, BbISIBI€HHbIE
cpeiu 3TUX MalUeHTOB 0e3 Cydopor, IMO3Xe MO3BOJIUIU
paciieHUTh 3aboseBaHue kak GNAO1-accoimupoBaHHOE
JIBUraTeJIbHOE paccTpoOicTBo |3, 4, 8].

[Marodusnonorus ABUTATEIHLHBIX HAPYIIEHWI U SITH-
JIETICUM B TAaHHOMU rpyrme 3a001eBaHuii 10 KOHIIA HE U3Y-
yeHa. [Ipeamnonaraercs, 4To HapyluIeHUE MOIYSIIUUA WA
nepegayud TpaHCMEMOPAHHOIO CUTHajIa, MpecUHamnThye-
CKMe ayTOMHTUOUpytoiue 3(pdOeKTsl 1 U3MEHEHUST BO30Y-
JUMOCTU HEMPOHOB UTPAIOT KITIOUEBYIO POJIb B peasiu3alluui
3aboneBanus [9, 10]. Ten GNAOI koaupyer moakiacc
(Goo) cyobenuHuiibl Go reTepoOTPUMEPHBIX TYaHUHOBBIX
HYKJICOTUICBSI3BIBAIOIIMX OEJKOB 1M BBICOKO 3KCIIPECCH-
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pyeTcss B TOJIOBHOM MO3Te, IPUHUMAsl y4acTHE B pery-
JISIIAM BO30OYIMMOCTH HEMpPOHOB M HEHPOTPAaHCMMCCHUH.
M3meHeHUsT HYKJICOTHIHON IMOCIeI0OBATEIHHOCTA B TeHE
GNAOI1, Hapsamy ¢ MyTalUMsIMUA B APYTUX TeHAX, KOJUPYIO-
mux cyosenuuauiry G-6enka (GNAL), aneHUIWIMKIA3y
(ADCY)), uumknmueckylo Hykieotuadochonmacrepasy
(PDE10A) u cBs3annbIi ¢ G-6enkom perentop (GPCR),
MPEAIIOI0XKUTEIPHO, HApyIaoT IMyTH G-0eT0K—IIMKIM-
YECKUI ameHO3MHMOHOMOCHAT, UTO SIBISIECTCS KIIOYEBBIM
(akTOpOM B pa3BUTUM IUCTOHUU U Xopewu [5, 11].

Bospact npebGroora 3aboseBaHusl, MO JaHHBIM pa3-
JIMYHBIX aBTOPOB, cocTaBisier or 0—3 mec mo 8 jeT (B
cpenrem 10 mec) [4, 5]. IIupokuii KITMHUYISCKUMN TTOIM-
MopU3M MOXKET BKIIOYATh KaK BapUAHTHI C TSKETBIMU
IBUTATEIbHBIMU U KOTHUTUBHBIMU HAPYIICHUSIMHU, CaMO-
MMOBPEKIAIOIINM ITOBEACHUEM 1 CyI0pOraMu, TaK 1 OoJjiee
MSTKUN (DEHOTUIT ¢ YMEPEHHON 3a1ep:KKOH MOTOPHOIO
pPa3BUTHS, CIOXHBIMU CTEPCOTUITHBIMU IBVKCHUSIMU
U JIETKUM KOTHUTUBHBIM AeduuuToMm 6e3 cymopor. bosee
penKue KIMHUIECKHUE TIPOSIBICHUS] BKIIIOYAIOT MUKPOIIE-
danunio, BereTaTUBHBIC MIPOSIBJICHMS U TIPOTPECCUPYIOIIYIO
aTpoduio BEIIeCTBa TOJOBHOTO MO3ra ¢ HCTOHYCHHEM
Mo3ojucToro tena [3]. 'po3HbBIM OCI0XHEHNEM TeUECHUS
3a00JieBaHUs SIBJISIETCSI pa3BUTUE «IUCTOHUYECKUX Oypb»
Y 9acTH MaIlMeHTOB, IPUBOISIINX K HAPYIIICHUIO TbIXaHUS
¥ TPEOYIOIINX TOCITUTAIN3AIINN B OTACICHUE PeaHNMAalINT
1 MHTEHCUBHOM Tepanuu [2, 6].

CornacHo nmaHHBIM —ucciegoBanus 1. Schirinzi
C COAaBT., ABUTaTeJbHbIe HapyieHus B rpymnie GNAOI-
aCCOLMMPOBAHHBIX ABUTATEIbHBIX PACCTPOICTB (46 maru-
€HTOB B KaropTe) ObUIM IpeacTaBieHbl xopeeil (58,7%),
nuctonuei (65,2%) u nuckunesusmu (63%) [4]. Octpbie
COCTOSTHMSI Pa3BUBATUCH Y 45,7 % NallueHTOB TPYIIITBI, TIPU
atoM 41,3% TpeboBaii TOCIUTAIM3ALMU B OTAEJCHUE
peaHuMaIlvH.

JleueHne sBISIETCA CUMNOTOMATUYECKUM M BKIIIOYA-
eT pa3IuJyHBIC CXeMBl MEIMKAMEHTO3HOI Teparmu, Ha-
MpaBJIeHHbIC Ha KOPPEKIIWIO IBUTATEJIbHBIX HAPYIICHUI
W CYIOpOT, a TaKKe OpraHM3alli0 TUTAHUS TalMeHTa
1 TIpO(PUIAKTUKY BTOPUUYHBIX OCJIOXHEHUI, CBSI3aHHBIX
¢ HapylmeHUsIMU IBUKeHMSI. OTMMCaHbl CIydal IyBCTBH-
TEeJIbHOCTU ABUIaTeIbHbIX HapylueHuit mpu NEDIM K To-
mupamaty [12]. Hanbonbiyio 3(p(peKTUBHOCTD TTOKa3aJio
npuMeHeHne TeTpabeHa3WHa W HelipojienTtukos [1, 13].
OnHako y OOJBIIMHCTBA ITAIIMEHTOB HAPYIIIEHUS OCTaBa-
JINCH pepakTepHBIMU K IIPOBOAMMOI Tepanun. [ rydookas
cTUMYJISIIUS ToioBHOro Mo3ra (DBS) moka3zana xopommii
3¢ GEeKT B BUIE 3HAYUTEIHBHOTO OCIA0ICHUS YaCTOTHI M-
CTOHUYECKUX Oypb U TSKECTU JBUTATEIbHBIX HAPYLIEHUI
KaK IIpHY 3KCTPEHHOM BMeIIAaTeIbCTBE, TaK U B OTHAIEH-
HBIX HaOMoneHusIx [2, 14].

KnuHunyecknm cnyvan

Hesouka K., 4 roma, BIiepBbIe ITOCTYITIUIA B OTIEJIC-
HUE TICMXOHEBPOJOTUM M TICUXOCOMATHMYECKOM MaToJI0-
rum B okTs10pe 2021 T. ¢ kajmobaMu Ha 3aAep>KKy TEMIIOB
MOTOPHOI'O M PEUYEBOTO Pa3BUTHSI, TIOCTOSTHHBIC HEITPOM3-
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BOJIbHBIC XaOTWYHBIC ABIKEHHUS KOHEUHOCTEH, OTKPhIBA-
HHe pTa.

M3 aHamHe3a u3BeCTHO, 4TO peOEHOK OT 1-ii Oepe-
MEHHOCTU NUXOPUAIBHON OWMAMHMUOTUYECKON OBOMHEN
(Opat 3m0poOB), IpOTeKaBIlell Ha (poHE aHEeMUU, YTPO3bI
MpepbIBaHUs Ha 21-i1 Hexene B CBSI3U C MCTMUKOIIEPBH-
KaJbHOM HEIOCTAaTOYHOCTHIO (HAJIOXEHHE IIBOB). Pombl
CpOYHBIE, oriepaTUBHBIE Ha 37-i1 Henmele rectaumu (36 Hex
u 6 QHeit), MeTolIoM KecapeBa ceyeHus. Poauiach ¢ mac-
coii Tenia 2650 1, BBICOKMMHU Oaju1aMH 110 1Kaje Arrap 8/9.

PanHee 1mcuxomMoTOpHOE pa3BUTHE MPOTEKAIO C 3a-
IEPKKOl TeMIoB (hOPMUPOBAHUS ABUTATCIHHBIX HABBI-
KOB: TOJIOBY YIEPXKUBAET, HE CAAUTCS, HE CTOUT, HE XOIUT.
PedeBoe pazBuTHre TakKe ¢ 3aIepXKKOM, HA MOMEHT TOCITH-
Taau3alMy B aKTUBHOM CJIOBape TOJbKO BOKAJIM3AIINU.

C 2 wMec (puc. 1, a) HabIIODATIACH HEBPOJIOTOM ITO MECTY
JKUTEJIBCTBA B CBSI3M C 3aePXKKOM (popMUpOBaHUS HaBbIKa
yaepXKaHUS TOJIOBBI, MBIIIICYHOI TUTIOTOHUEH 1 HEUETKO-
cThio nBIDKeHUIt. B Bo3pacte 3—4 Mec (puc. 1, 6) BriepBBIe
00paTwIM BHUMaHUE Ha pa3MalllMCThIN XapaKTep IBUXKe-
HUI pYK M HOT, OTCYTCTBHE CKOOPIMHUPOBAHHBIX IBM-
KEHUI TpH TIOMBITKE IIepeBOpPOTa M 3aXBaTa WIPYIIKH.
HeonmHokpaTtHO Tpoxommia Kypchl BOCCTAaHOBUTEIHHOTO
JnedyeHnst (Maccax, (pusnoTeparnusi, HOOTPOITHAs U BUTa-
MHMHOTEpAIus) ¢ IOJOXUTESIbHON TMHAMUKOM, OTHAKO
HETIPOM3BOJIbHBIC ABIKEHUS YCUJIUBAIUCH, CYIIIECTBEHHO
3aTPYAHSS YXOA U peabuanTaluio.

I1pu o6cneqoBaHMM 1O MECTY KUTEIbCTBA IPOBEIEHBI
CIICYIONINE UCCIICIOBAHUS:

* 3JIeKTpOoHeipoMuorpaduss CTUMYISIIIMOHHAS U
nurosibyartas amoysaropHo ot 18.06.2018: 6e3 maTosornu;

* MarHUTHO-pe3oHaHcHas Tomorpacdust (MPT) roios-
Horo Mo3ra oT 12.09.2018: gucreHe3uss MO30JIMCTOTO TeJa.

B yciaoBusix Menuko-reHeTndeckoro neHrpa r. Cyp-
ryra 11.10.2018 obHapy:keHa neyienust 3K30HOB 7, 8 reHa
SMN2 B TeTepO3UTOTHOM COCTOSTHUM, eIl 5K30-
HOB 7, 8 reHa SM N1 He BBISBJIECHO.

B 2019 r. mposenena moBTopHast MPT rojoBHOro mosra
Ha amrmapate 3 T: CTpyKTypHOIT IaTOJIOTUHY He BBISIBJICHO.

YuyureiBasi OTCyTCTBUE U3MEHEHUM 1Mo maHHbIM MPT
TOJJOBHOTO MO3Ta M HaJIMUKMe BBIPAXXEHHOU 3amep:KKu
TEMIIOB MOTOPHOTO pPa3BUTHUSI U TUICPKUHETHMUECKOTO
CHHApPOMA, Y ACBOYKM 3aII0I03PEHO HACICACTBEHHOE 3a-
6oneBanue. MccaemoBan kapuotui: 46,XX (HOpMalbHbIiA
KEHCKUIA).

[IpoBemeHO cekBeHMpOBaHHE TeHoMa (J1aboparo-
pus «'enomen»): B reHe GNAOI (NM_020988.1) BbI-
SIBJICH HYKJICOTUHHBIM BapuaHT c.736G > A (GRCh37
chr16:56385308G > A) B IeTepO3MIOTHOM COCTOSIHUU,
MIPUBOISIININ K aMUHOKHUCIOTHOMY BapuaHTy p.E246K,
He ONMMCAHHBINA B KOHTPOJIbHOI BEIOOpPKE gnomAD, v2.1.1.
HyxieotunHelil BapuaHT OmMcaH B JUTEpaType Kak IpH-
yuHa 3a001eBaHus y nanueHToB ¢ NEDIM [15].

IIpu mocrtyrjieHuu B OTAECICHUE COCTOSIHME peOEHKa
OLICHMBAJIOCHh KaK TSKENOE 3a CUET ABUTATCIIBHBIX Hapy-
meHuii. usndyeckoe pasBUTHE HIDKE CPEIHETO, rapMo-
HU4YHOe (pocT U Bec 25 neHTuiab). CTUTM ITU33MOpUOreHe-
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Puc. 1. lcnxomotopHoe pa3BuTture geBouku K.

a— B BO3pacTe 6 MeC: yepK/BaeT rosioBy, CUANT C MOAAEPKKON, 3aBanvBaeTcA Ha OOK, oTMevatoTcA
MOBblILLIEHME MbILLEYHOrO TOHYCa B CTOMaX, TPYAHOCTA B MPKBIeYeHUN BHUMaHUA; 6, 8 — B Bo3pacTe 1 rof
3 mec: xopeodpopMHbIe rnepK1uHesbl NpeobnaaaloT B ABUraTeNIbHON aKTUBHOCTY, 3aTPYAHASA MOMbITKM

nonsaHuA.

Fig. 1. Psychomotor development of the girl K.

The six-month girl (a) — holds her head, sits with support, falls on her side, there is an increase in muscle
tone in the feet, difficulties in attracting attention. At the age of 1 year 3 months, b and ¢ — choreoform
hyperkinesis predominates in motor activity, making it difficult to crawl.

3a HeT. Co3HaHME He HapylleHO. DMOLMOHAIBHO pearu-
pyeT Ha 6abyIIKy, Ha CBOE€ UMSI HE OTKJIMKAeTCs, ITPOCThIC
MPOCKOBI HE BBIMOJIHsACT. Bokanuzanmu, ¢pa3oBoil peun
HeT. [lonoxkeHne BBIHYXICHHOE M3-3a MOCTOSHHBIX He-
MPOM3BOJILHBIX IBMKEHMI. MBIIIEYHBII TOHYC: Tuddy3-
Hasi MbIIIIeYHAasi TUITIOTOHMSI, TUTIEPKUHE3BI (XOpest, aTeTo3,
0aJTU3M, TMUCTOHUYECKUE YCTAHOBKM KUCTEH pyK, Mepuo-
JIWYECKU IMPOKOe OTKphIBaHUE pTa). PU3nosornyeckKue
pediieKChl OKUBJIEHBI, 63 paciIupeHust pedIeKCOreHHbIX
30H, cUMMeTpuYHble. Cujia MBI TocTaToOuyHas. bproii-
Hble pedieKchl XXKuBbie. [laToornyeckux pediekcoB HeT.
MoTOpHBIE HaBBIKM: TOJIOBY YAEPXKHUBAET, IepeBOpavM-
BaeTCsl, CHUIUT ITOCaXKEHHasi C OITOPOM, CaMOCTOSITE/Ib-
HO HE CaauTCsl, HE CTOUT, He XoauT. KOHTpOIb Ta30BBIX
(yHK1IMIT He cchopMUPOBaH.

B TeueHue Bcero BpeMeHU CYTOK y peOEHKa oTMeva-
Jlach TIOBBIIIICHHAsI JBUTaTe/IbHAsi aKTUBHOCTb, XOPEO-
(bopMHbBIE TUIIEPKUHE3BI, XOPE0aTeTO3 B KUCTSX PYK C -
CTOHMYECKMMU YCTAHOBKAMM, TIEPUOINIECCKOE IIMPOKOE
OTKpbIBaHUE pTa. JIBUTraTe bHbIC HApYIICHUs HapacTalu
MpY 1ieJIeHANIpaBJICHHbIX IBVKEHUSIX, BEPTUKAIU3aIlUU
1 OeCroKOMCTBe pedEHKA.

OTtMmeuaeTcst 3aiepKKa MOTOPHOI'O 1 PEUEBOTO pa3BH-
TUsI, TIpeobIalaHre XOpeoaTeTo3a M Pe3KUX OpPOCKOBBIX
TMIIEPKUHE30B MPU 3MOIMUSX, IOIBITKE MPOU3BOJIBHOIO
IepeBopoTa WM 3axBaTa PYKOI, a TakXKe BepTUKaIM3a-
uuu. B Horax sKBUHO-BapycHasi ycTaHOBKa. Il1ajbiibl Ku-
CTeil pyK MPEUMYIIIECTBEHHO CKaThl B KyJIaKH.

B otnenenun moBTopHO TipoBeneHo MPT ronos-
HOTO MO3ra: CTPYKTYpHOI ITaTOJIOTMM He OOHapyXKeHO.
ITpu npoBeaeHun Buneo-ID[-MOHUTOPUHTA CHA U OOIp-
CTBOBaHMSI TIATOJIOTUU HE BBISIBJICHO.

Hauarta Tepanus 6akinodeHoMm B go3e 2,5 Mr 2 pasa
B CYTKU C ITIOCTETICHHOM TUTpalreii 1o3bl. Ha done Tepa-

Clinical cases

nuu 6adylika oTMeyajga CHUXKEHME MBIIIEYHOIO TOHYCa,
YMEHbIIICHUE aMIUTUTYIbl TUTIEPKUHE30B, YAYJIIeHUE Ka-
yecTBa cHa (puc. 2).

B naGopatopum MeauimHcKol TeHoMukn DOIAY
«HMMWII 3nmopoBbst gereit» MunzgpaBa Poccum wme-
TOAOM MPSIMOTO aBTOMATUYECKOTO CEKBEHUPOBAHMUSI
no CoaHrepy NMpoBeAEH CeMEeNHbBIN cerperallMoHHbIi aHa-
JIN3 BBISIBJIGHHOTO HYKJICOTMIHOIO BapuaHTa c.736G>A
(chr16:56385308G>A (GRCh37) B rene GNAOI. Hyxkiteo-
TUIHBIN BapUaHT MOATBEPXKIAEH Y peOEHKa, TOraa KaK y po-
IUTeNel He 0OHapyXkeH. DTO MO3BOJUIO PACIIECHUTh 3TOT
BapuaHT B reHe GNAO y pebEHKa KaK BO3HUKILINI de novo
U SIBJISTIOIIMIACS TIPUYMHOM 3a001eBaHUsI.

Ha ocHoBaHMM MOJYyYeHHBIX AaHHBIX HCCAEAOBa-
HUs, HaJIMYusl XOpeotOPMHBIX TUIIEPKUHE30B U Tpyooit
3aepKKM TICUXOMOTOPHOTO DPAa3BUTHSI, MPU OTCYTCTBUU
n3mMeHeHuit Ha MPT rosoBHOro mo3ra u cyaopor peoeH-
Ky YCTaHOBJICH CJIEAYIOIIUI KIMHUYECKU nuarHos: Pac-
CTPOMCTBO Pa3BUTUSI HEPBHOM CUCTEMBI C HEMPOU3BOJIb-
HbeiMM aBKeHUsIMU (NEDIM) (OMIM 617493)

ITponomxen mpuém 6akinodeHa 10 mr mo 2,5 mr 2 pasza
B CYTKM C pEKOMEHIAIUIMU MOCTETIEHHOIO MOBBIIICHUS
no3bl. C poautenssMu pebEHKa MpoBeaeHa decena o Lieye-
CO00Pa3HOCTU KOHCYIbTALIMM HEMPOXUPYPra ¢ pelIeHUEM
Borpoca 06 uMruiantauuu DBS v BBeneHun Tonupamara,
a Takke TeTpabeHa3uHa (HazHayaemoro off-label), oT yero
B HACTOSIIIIUI MOMEHT pelleHO ObUIO BO3AEPXKAaThCs B CBSI-
3 ¢ Bo3pacTtoM pebeéHka. [1pomomkunu npuém 6akinode-
Ha U (pU3MYECKYI0 peabUIUTAIIMIO TI0 MECTY KUTEIbCTBA
C HE3HAYUTEIbHOM TTOJIOXUTEIbHON TUHAMUKOW.

B xaramHe3e Ha ¢hoHEe MHTEPKYPPEHTHOTO MHMEKIIM-
OHHOTO 3a00JIeBaHusI, CO CJIOB MaMbl U MO JaHHBIM TIpe-
JIOCTaBJIEHHBIX BUgeodparMeHToB (puc. 3), y peb€HKa pas-
BUJIOCh OCTPOE YXYIIIEHUE COCTOSIHUS B BUAE MOSIBICHUS
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Puc. 2. [leBouka K. B Bo3pacTe 4 neT Ha poHe Tepanuu 6aknodpeHoOM 1 cuctemaTyeckoin pusnyeckoin peabunurauum.

Fig. 2. The four year girl on the background of baclofen therapy and systematic physical rehabilitation.

Puc. 3. [leBouka K. B Bo3pacTe 4,5 roga B nepuopg Kpusa.
Fig. 3. The four and a half year girl K during a period of crisis.

IMOCTOSIHHBIX, U3HYPSIOIIUX HACUILCTBEHHBIX OPOCKOBBIX
NBMKEHMIT KOHEYHOCTSIMU (0a/uiM3Ma), He IpeKpaliaro-
LIUXCS Ha TPOTSKEHUU CYyTOK. PeOEHOK HEe MOTr YCHYTb,
OTMEUajoCh BBIPAXEHHOE IOTOOTAe/NeHue. [laHHOe cOo-
CTOSIHME He U3MEHSUIOCH ITPU NpuéMe bakyioeHa U caMo-
CTOSITEJIBHO TPEKPATUIOCH MPU CHYDKEHUU TeMIIepaTyphl
Tena.

B nBuratesibHOM pa3BUTUU Ha (DOHE MPOBOIMMBIX Pe-
a0MJIMTAIIMOHHBIX MEPONPUSITUI OTMEYasiCsl IOCTEIeH-
HbBI MEUIEHHbIII HabOp HAaBBIKOB: XOPOILO YAEPXKUBAET
TOJIOBY, CUIUT MTOCaXeHHasl C OIIOPOiA, BBITIOIHSIET YIIpaxk-
HeHus. BMecTe ¢ TeM HapacTalOT aMIUIUTYIA U TSIKECTh
TUIIEPKUHE30B, MOBBIIIAETCS MBIIIEUHBI TOHYC, YTO CY-
ILIECTBEHHO 3aTPyIHSIET pa3BUTUE PEOEHKA.

182

O6cyxaeHne

OnuvcaHHBI KIMHUYECKUI CTydail peaKoro JIBUTa-
TEJILHOTO HapyIlIeHUs ¢ 1e0I0TOM B paHHEM JIETCKOM BO3-
pacTe IEeMOHCTPUPYET HEOOXOAUMOCTH IOIYJIsIpu3aluu
3HAHUI O TaKWUX HAOJIOACHUSIX Cpeau IIUPOKOro Kpyra
CHELMAIUCTOB, a Takke 00 3(P(GEeKTUBHOCTU MOJIEKY-
JIIPHO-TEHETUYECKON OUArHOCTUKU C MCIIOJIb30BaHUEM
TEXHOJIOTUU  BBICOKOTIPOU3BOIUTEIBHOTO  CEKBEHUPO-
BaHusl Wis1 auddepeHInaaIbHONM AUAarHOCTUKU HaCed-
CTBEHHBIX 3a00JIeBaHMUII, MMEIIIUX TepeceKarolnuics
MoAMMOpdU3M KIMHUYECKOW cumiroMatuku |[16—18].
MeaukaMeHTO3Has Teparnusl IperapataMu, OTHOCSIIM-
MMCS K TPYIIIEe TTPOTUBOCYIOPOKHBIX (TOIMpaMarT), Heil-
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Puc. 4. leBouka K. B Bo3pacTe 5 ner.
Fig. 4. The five-year girl K.

poJlenTUKAMU M TeTpaOeHa3WMHOM He SBISIETCS CTaH-
JapTHOI B nmeTckoM Boapacte. Ilpuém muopenakcaHrta
baksioeHa rmokasaya He3HaYMTEIbHOE YIyUllleHUe MPYU Ha-
yajie Tepanuu, OMHAKO B JUIUTEJbHOM HAOIIONCHUM CYIIIe-
CTBEHHO TMHAMUKH yKe He Habmonanoch. OTCpouyeHHOe
pemieHne o6 mmriantauuu DBS pedbéHky oOyclioBieHO
MaJIbIM KOJIMYECTBOM MMEIOLIMXCS ONMMCAHUNA U HU3KOU
OCBEIOMJIEHHOCTBIO HACEJICHMS 1 CITeIIMAJIMCTOB O MeXa-
HU3ME U TTOJOXUTEJbHBIX UCXOAaX TaHHOTO METo/a Jieue-
Hug y nereit c NEDIM B Poccum.

3aknovyeHne

NEDIM — penkoe MHBaIMIU3UPYIOLIEE PacCTpOii-
CTBO JIBVDKEHUS C IeOI0TOM B IETCKOM BO3pacCTe, IIPUBOJIS -
1Iee K CHIMKEHUIO KauecTBa XKU3HU peOEéHKa U ceMbU. T1o-
IyJISIpy3aliyst 3HaHUI O Ipymie 3a00JeBaHMii, CBI3aHHBIX
¢ MyTausMu B reHe GNAOI, TO3BOJUT CBOCBPEMEHHO
BBISIBJIISITh, JICUUTh U MPENOTBPAILATh YTPOKAIOUIUE KU3HU
ocioxHeHusi. CBOeBpeMEHHOE Hauajao MeIMKaMEHTO3HO-
ro u onepatuBHoro (DBS) neyeHus MO3BONUT CylIeCTBEH-
HO YJIYYIIIUTh Ka4e€CTBO KMU3HU MALIMEHTOB U UX CEMEii.
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