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AHHOTALMSA

AkTyanbHocTb. PeueBble HapyLleHWs Y [eTen SBNSAOTCA OHOW U3 aKTyanbHbIX npobnem [eTcKon HeBponoruu. PeyeBas
(YHKUMA B JETCKOM BO3pacTe YA3BMMA, a €€ HapyLUeHWe UMEET LieNiblil A, 3HaYUMbIX NOCNeACTBUIA. CrneunanmcTbl pasHblx
LVCLUMNIIMH COCPELLOTOYEHBI Ha CeLMpUUECKMX acreKTax HapyLweHus peyn. Jloronefibl paccMaTpuBalOT peyeBble pacCTpoid-
CTBa Ha OCHOBE JIMHIBUCTUYECKMX KPUTEPUEB, NMCUXOJIOTY OLEHMBAIOT MCUXOA0TNYECKUE 0COBEHHOCTH AeTeN C HapyLUEHNSMM
peun. bypHoe pa3BuUTME reHETUYECKWX UCCTIeA0BaHWUIA, OCTYNHOCTb MPOBEAEHNS MHOTUX MOJIEKYNIAPHO-TEHETUYECKUX TECTOB,
0c0oOEHHO TaKoro MeTO/la KaK CEKBEHMPOBaHKE HOBOrO MoKoneHus (next generation sequencing), No3Bonuno yaenuts 60sib-
LUEe BHAMaHMS U3Y4EHMIO TEHETUYECKUX aCMEKTOB Pa3BUTUA PEYEBbIX HAPYLLEHWIA Y AeTEN C 3NUNEncUei.

Lenb pabotbl. lpefcTaBuTb BapUaHTbl peyeBbIX HapYLUEHWA MpU reHeTUYECKU-AEeTEPMUHMPOBaHHLIX GopMax 3nunencuu
y LeTel Ha 0CHOBAHUM KIIMHUYECKUX MPUMEPOB.

PesynbTathl. B cTaThe mpoaHanu3npoBaHo 3 KIIMHUYECKWX Ciyyas INUNENncUn y AeTel, COYEeTaloLMecs C NaTosiorven peun
(2 Manbuvka n 1 neBoyka B Bo3pacTe oT 2 1o 5 net). [lpeacTaBneHbl AaHHble aHAaMHE3a XW3HU U 3aboneBaHus, HEBPOJOTU-
YECKOro 0CMOTpa C OLIEHKOM peyeBor GYHKLMM, pe3ynbTaTbl FEHETUYECKOT0 UCCNeA0BaHNS, 3NEKTpo3HLedanorpaduyeckoro
UCCNEA0BaHNUA U MarHUTHO-pE30HAHCHOI ToMorpaduu.

3aknouenune. Beex naumeHToB 06BbEAMHSAET cOYeTaHWE peyeBblX HApYLUEHWH, IMUNENTUYECKUX MPUCTYNOB, HaMUMe reHe-
TMYECKOW NaToNIoruM, KOTOPbIE OTBETCTBEHHLI 3a peyeBytd GYHKLMIO. [laHHble KMHUYECKMEe HabnoaeHus LeMOHCTpUPYOT
Heobxo0AMMOCTb KOMMNIEKCHOTO, MyNbTUAMCLMIIMHAPHOIO NOAX0AA KaK Ha 3Tane paHHen AMarHOCTUKM HapyLLEHWUs peyeBoi
QYHKUMM y [ieTen € INUNENTUYECKUMI NPUCTYNaMW, TaK U Ha 3Tane AaNbHEeMLLIEero JIeYeHNs TakuX NaLneHToB.

KntoueBble cyioBa: reHeTUKa 3MUENCUM; MONEKYNSPHO-TeHETUYECKas AMAarHOCTUKa; peyeBble HapyLUEHWs:; CEeKBEHUPOBaHUe
HOBOr0 NoKoieHus;; cuiapoM Jlanaay—KneddHepa; anunencus; anunenTyeckas aHuedanonatms.
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Speech disorders in genetically determined forms

of epilepsy in children. Clinical observations

Valentina |. Guzeva, Yulia A. Eremkina, Oksana V. Guzeva, Viktoriya V. Guzeva,
Damir A. Malekov, Viktoriya A. Vedernikova

Saint Petersburg State Pediatric Medical University, Saint Petersburg, Russia

ABSTRACT

BACKGROUND: Speech disorders in children are one of the pressing problems of child neurology. In recent years, much atten-
tion has been paid to studying the genetic aspects of the development of speech disorders in children with epilepsy. Speech
function in childhood is vulnerable, and its violation has a number of significant consequences. Specialists from different disci-
plines focus on specific aspects of speech disorders. Speech therapists consider speech disorders based on linguistic criteria,
psychologists evaluate the psychological characteristics of children with speech disorders. The rapid development of genetic
research, the availability of many molecular genetic tests, especially such a method as next generation sequencing, allowed us
to pay more attention to the study of genetic aspects of the development of speech disorders in children with epilepsy.

AIM: to present options for speech disorders in genetically determined forms of epilepsy in children based on clinical
examples.

RESULTS: The article analyzes 3 clinical cases of epilepsy in children, combined with speech pathology (2 boys and 1 girl
aged 2 to 5 years). The data of anamnesis of life and disease, neurological examination with assessment of speech function,
results of genetic research, electroencephalographic examination and magnetic resonance imaging are presented.
CONCLUSION: All patients are united by a combination of speech disorders, epileptic seizures, and the presence of genetic
pathologies that are responsible for speech function. These clinical observations demonstrate the need for a comprehensive,
multidisciplinary approach both at the stage of early diagnosis of speech impairment in children with epileptic seizures and at
the stage of further treatment of such patients.

Keywords: epilepsy; epileptic encephalopathy; genetics of epilepsy; Landau—Kleffner syndrome; molecular genetic diagnostics;
next generation sequencing; speech disorders.
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KJIWHAHECKME CITYHAN

AKTYAJIbHOCTb

PeueBas GyHKUMS ABNSETCA KIOYEBOW [N pasBUTUA
MbILLNEHUS pebeHKa U MHTENNIEKTa B LIEIOM, MO3TOMY Ha-
pyLueHne pOpMUPOBaHUA peyun HensbexkHo BneyeT 3a coboii
0TCTaBaHWe B Pa3BUTUM MBILLNIEHNS, HapyLUeHWe 06LLeHus
W coumManusaumm, BO3HMKHOBEHWE MOBEAEHYECKUX HapyLue-
HWIA W LIKONbHYI HeycneBaemocTs [1, 2].

HapyweHnus peus MoryT 6biTb BbI3BaHbl PasiUYHbLIMK
NpUYUHaMW W NPeLCTaBNAT cob0i CEHCOPHbIE UM MOTOp-
Hble HapyLUEHMs Peyu Ui 1 To 1 [pyroe BMecTe.

Ony6nuKoBaHbl pe3ynbTaThl UCCNE0BaHUSA, B KOTOPOM
BbISIB/IEHA BbICOKAs 4acTOTa HapyLIEHWIA MOTOPHOW peum
y LeTen ¢ anunencueid. [usaptpus sBunacb Hambonee Ya-
CTbIM AuarHo3oM. CpaBHeHuWe rpynn MoKasano, 4to y JeTeil
C M3BECTHOM 3TMONIOrMEN MPUCTYNOB DOSblie aTUMUYHBIX
ABUraTeNbHbIX peyeBblx 0cobeHHOCTeN 1 boniee HU3KMeE A3bI-
KoBble 6ansbl, YeM y fieTeli ¢ MAMONaTUYECKUMM NPUCTYNaMH
(3, 4].

B nocnepHue roabl npuBneKaeT BHUMaHWe posib reHe-
TU4YecKkux hakTopoB B HOPMUPOBAHUM HapYLLEHW pPa3BUTUS
peum. B uncno reHoB, KOTopble MOrYT AETEPMUHUPOBATL OT-
CTaBaHue peyveBoro pa3sutus, Bxoaat FOXP1 (Ha xpoMoco-
Me 3p14), CNTNAP2 (7q36), ATP2C2 (16q24), CMIP (16q24),
SETBP1 (18q12.3), NRXN1 (2p13.3), TM4SF20 (2q36.3),
SRPX2 (Xq22.1), KIAA0319 (6p22.2). Ocobas ponb 0TBOAMTCS
FOXP2 Ha xpoMocoMe 7q31. CumtaeTcs, YTO 3TOT reH OAHO-
BPEMEHHO KOHTPOIMPYET KaK YCBOEHWE W NPUMEHEHME rpaM-
MaTU4YeCKMX A3bIKOBBIX NPaBUA, TaK U peyeByrd MOTOPUKY —
OBVXEHUS MbILLL, A3bIKa, ryD, roptanu [5].

PeueBble HapyLueHMs Yalle NPOSBASKOTCS Y NaUMeHTOB
C aTUMUYHOM PONAHAMYECKOM 3nunencuen, pobpokaye-
CTBEHHBIMM 3aTbIIOYHBIMU 3MWMENCUAMM, CUHAPOMOM [la-
HanoTonynoca C paHHUM HayanoM 1 TMNoM [acTo ¢ No3gHUM
HauyanoM, cuHapoMoM Jlanaay-KneddHepa, cuHapoMoM He-
MpepbIBHOM cnaiiK-BosHbI Bo BpeMs cHa, GRIN2A snunencu-
en-adasmeii [6, 7].

KTMHUYECKUU CNTYYAM N2 1

B ncuxoHeBponoruyeckoe oTaeneHue  CaHKT-
MeTepbyprckoro rocysapcTBEHHOrO MeAMaTPUYECKOr0 Me-
LVLMHCKOTO YHUBEPCUTETA MOCTYNUN ManbyuK 2 roga 9 mec
C Xanobamu Ha 3aiepKKy NCUXOMOTOPHOTO paseuUTUs (He cu-
[VT, He BCTAET, He XOAMT, He pa3roBapuBaeT), pa3MallmCTbIe
ABVKEHWS PYK, 3MUNEeNTUYECKME NPUCTYMbI.

AHaMHe3 XM3HU: pebeHOK oT 4-1 BepeMeHHOCTH, Npo-
TeKaBLen Ha QoHe yrposbl BbikMAbIA B 16 HeA, aHe-
Mun. Pofpl 2-e, CpoyHble, 0TMeYanach MMMNOKCUA B POAax.
Bec — 3400 r, poct — 55 cM, oueHKa no wkane Anrap —
8/8 bannos. M3 popaoMa BeinucaH B cpok. B 10 Mec npo-
XOAMN Kypchbl GU31OTepaneBTUYECKOrO SIeYeHUs U Maccaxa
B AHEBHOM CTauuoHape peabunMTaLMOHHOr0 OTLEeNeHUs
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no MNOBOLY TEMMOBOW 3afEpXKM MOTOPHOrO pa3BUTUS.
Manee Habnwpanca B NOMKIMHUKE C AMArHO30M «[ETCKUIA
LiepedpanbHbIiA Napannd, FTMNOTOHMYECKU-acTaTnyecKas hop-
Ma. 3afieprKKa MCUXopeyeBoro pasBuUTUs».

AnaMHe3 3aboneBaHus: nepBble NpUCTyNbl Habnoaa-
nuck B 12 Mec Ha QOHe COMAaTMYecKoro 340pOBbS B BUAE
06MsKaHMI, CONPOBOXAABLUMXCS M0O3bIBOM Ha PBOTY, MHOTAA
PBOTOIA, C BEreTaTUBHOM CUMNTOMaTUKO (6neiHOCTb, NOTN-
BOCTb), KyNMPOBaUCb CaMOCTOATENbHO. [auTenbHoCTb na-
POKCM3Ma [0 5 MUH C YacToToii 1-2 pasa B Mec. CtaTycHoro
TeYeHWs NpUcTynoB, hedpubHLIX NPUCTYMNOB HE 0TMEYanoch.
Mo nepebiM pesynbTatam I3M, BUAe0-33 MOHUTOPUPOBAHMS
C HOYHBIM CHOM 3NWNENTUMOPMHON AKTUBHOCTU HE PErUCTpU-
poBasnocb. HasHaueHa NpoTUBO3INUNENTMYECKAA Tepanus OK-
CcKapbamaseMuHoM.

Ha MoMeHT ocMoTpa: coMaTuuyeckuin cratyc 6e3 oco-
BeHHocTen. B HeBponormyeckoM craTtyce TeTpanape3 [o
3 bannos. nybokue cyXoxunbHble pedneKcbl BbICOKME,
C pacluimMpeHneM pe(neKCcOreHHbIX 30H, CUMMETPUYHbIE,
MonoXuTeNbHbIE NaToNiornyeckne pednekcol (pednexcol
babuHckoro, PocconuMo). MblleyHbI TOHYC M3MEHEH Mo
3KCTpanupamMuaHoMy Tuny. VIHTEHUMOHHBIN Tpemop U ane-
MEHTbI AMHaMWYEeCKOl aTakcuu. [onoBy yLepHuBaeT Kpa-
TKOBPEMEHHO, CJTyXOBOE 1 3pUTESIbHOE COCPEA0TOUEHME ECTb.
He cupurt, He nepesopaumBaetcs. yneHue. HaBbikv onpsT-
HOCTW He copMupoBaHbl. basucHas Tepanus Ha MOMeHT
ocMoTpa OKcKapbaMasenuH 32 Mr/Kr/cyT.

Mo pesynbTatam npoBefeHHOro 0b6CneAoBaHUS KIUHU-
YECKMIn U BUOXMMUYECKWUIA aHanW3bl KpoBu be3 natonoruu.
InekTtpokapamorpamMma (IKIN) — cuHyCOBBbIN PUTM C YacTo-
TOV cepaeyHbix cokpatuenuin (CC) 107 ya./muH. HopManbHoe
MOJOXEHMWE 3NEKTPUUECKOI ocu cepaua. HenonHas 6nokapa
MpaBo¥ HOXKKM NyyKa [wnca.

JnekTtposHuedanorpadus: boHoBbIN naTTepH pedop-
MWpoBaH. PernoHanbHble 3nMnenTUdopMHbie U3MEHEHUS —
penyuMpoBaHHbIE KOMMJIEKCh OCTpas-MefAsneHHas BOJIHa
budpoHTansHo.

3nekTpoHeipoMmuorpacms: NaTonorum He BbISIBEHO.

MPT ronosHoro mo3ra 1,5 Tc: YMepeHHO BblpaXKeHHbIN
NepUBEHTPUKYNAPHLIN o3 (aaHHble MPT rofioBHOro Mo3sra
npeLcTaBnieHbl Ha puc. 1).

leHeTUyeckoe obcnepoBaHMe: UCKIOYEHBI Hone3HM
obMeHa. lpu npoBeaeHun cekBenmpoBanus JHK «bonbluas
HeBposoruyeckas naHenb» B nabopatopuu «leHoMen» Bbl-
siBneHa MyTaums B reHe STXBP1, noaTBepikaeHHas ceKBeHu-
poBaHueM no CaHrepy.

Ha ocHOBaHWM KIIMHWUKO-aHAMHECTUYECKUX [aHHbIX, pe-
3ynbTaToB NPOBEJEHHOr0 06CNeA0BaHNA YCTaHOBNEH Auar-
HO3: 3HUedanonatua pasBUTUS U 3MUNENTUYECKas 3HLe-
(anonatus, accoummnpoBaHHas ¢ MyTaumen B reHe STXBP1.
Tetpanapes. Artakcuyeckuit cuHapoM. pybas 3apepxka
MCUXOMOTOPHOIO M PeYeBoro pPasBUTMS.
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Puc. 1. MPT ronosHoro Mo3ra 1,5 Tc naumenTa (pexxumbl T2W, TIW, FLAIR, DWI): yMepeHHO BbIpaXKeHHbI NepuUBEHTPUKYNSPHbIN FN03

KNTMHWUYECKWK CITYYA Ne 2

Manbumk 4 roga 5 mMec ¢ anobamu Ha 3aepiKKy B pas-
BUTUM, 3NUNENTUYECKUE MPUCTYMbI BO BPEMS HOYHOMO CHa
B BULE B3AparvuBaHui.

AnamHe3 Xu3HuU: pebeHok ot 4-i1 bepemeHHocTH (1-9 —
poub 11 net, cTpykTypHas anunencus; 2-9 — poyb 10 ner,
nerkast gopma JUM; 3-a — cbiH 7 neT, 3a0poB). [aHHas
bepeMeHHoCTb OT Apyroro bpaka, nepebie 3 pebeHka oT
1-ro bpaka. bepemMeHHOCTb nmpoTekana 6e3 ocobeHHocTel.
Poabl Ha 38-i1 Hep recTaumoHHOro cpoka. Bec npu poxxaeHuu
3351 r u poct 51 cM. OTMeyanacb MMNOKCUs B poaax (Tpex-
KpaTHoe 00BMTHE MYMOBUHBI BOKPYT LUEM), OLIEHKA COCTOSIHUS
no wwkane Anrap 8/8 6annos.

lonoBy aepxuT ¢ 6 Mec, cen B 12 Mec, NOMbITKK BCTaTb
B 1 ron 7 Mec, nepsble CNoBa K 4 roaaM. JlekapcTBeHHOM
W NULLEeBOI annepru HeT. YepenHo-Mo3roBble TpaBMbl OT-
puuatotcs. BeinonHeHa apeHotomus B 2019 r. B aHamHe3se
nHeBMoHus, COVID-uHdeKums B Tsenon dpopme (Haxoamn-
€A Ha KUCNIOPOLHOM noaepxKe), bpoHxuT. CocTomuT Ha auc-
MaHecepHOM ydyeTe y odTanbMosora no noBogy YacTUYHOM
aTpodun OMUCKOB 3puUTeNbHBIX HEPBOB 0B0MX rnas, Kocorna-
31s; Ha y4eTe y racTposHTeposiora — befiKoBo-3HepreTUye-
CKasl He[LOCTaTO4YHOCTb.

HacnencteeHHocTb: y TeT no AnMHuM MaTepu 3 pebeHka
C 3nunencuen, 2 U3 HAX YMepNIW OT CepAeYHON HeoCTaTou-
HOCTU BO BpeEMS 3MMMENTUYECKOro cTaTyca.

[ebrot npuctynos B 1 mec. Yactota o 5 pa3 B cyr.
MpucTynbl B BUAE NafeHNs, TOHWHECKOrO HaMpsiXeHUs, Apo-
aHua anutenbHocTblo 1-5 MuH. B aHaMHe3e cepuiiHoe
TeYeHWe, aTOHNYECKMe MPUCTYMbI, MPUCTYMbl B BUAE 3aMU-
paHuii. HeogHOKpaTHO NpoBoAMnach KOPpeKuMs NpoTMBO-
3NUNEeNTUYECKON Tepamuu (MonoxuTenbHbIA 3hdEKT npu
npueMe K/I0Ha3enama, aTocyKceMmaa)

Ha MoMeHT ocMoTpa: coMaTnyeckuin ctatyc be3 ocobeH-
HocTel. B HeBpPONOrMYECKOM CTaTyce: B KOHTAKT He BCTYMaerT,

DAl https:// doi.org/ 1017816/ rmmar585236

MHTEPEC K 0CMOTPY He NposBNseT, Bo30yAUM, MOXKET YAapuTh.
HaBblku camoobenyKuBaHUs 1 ONPATHOCTM He copMMpoBa-
Hbl. Cxofsllieecs anbTepHUpYloLLee Kocornasue. [usaptpus.
Inddy3Has MbllweyHas runotoHus. Xoasba ¢ nofaepKKou,
e[IMHWNYHbIE CAMOCTOATENbHBIE LLIAry C LWMPOKOW 6a3oii ono-
pbl. BbICTPO Non3aeT Ha YeTBEpEHBLKAX.

lMoHMMaHKe obpalleHHON peun m3bupatenbHoe, CUTya-
TMBHOE, Ha YPOBHE BbITOBbIX 3HAKOMbIX MHCTPYKLMIA, NPOCHH,
TpebyeTca NMOBTOPEHME, eCTOBOE NOAKPENeHne. JKCrpec-
CMBHasi peyb: CNIoBa, NpocTble npeanoxenus (1-3 cnosa)
arpaMMaTtnyuHble Ha QoHe HapyLleHHOro hoHeMaTUYecKoro
BOCMPUATHSA, apTUKYNSLMOHHON AUCTIPAKCUN.

BasucHas Tepanus: gpeHobapbuTan 75 Mr/cyT (4,6 Mr/kr/cyT),
Knobasam 17,5 Mr/cyt (1 Mr/kr/cyt), atocykeumug, 500 Mr/cyt
(31 mr/kr/cyT).

PesynbTaTbl npoBeieHHOro 06cCef0BaHUSA: KIIMHNYeE-
CKWMA, BUOXMMUYECKMI aHanu3bl kpoBu be3 natonoruu; IKT:
cuHycoBbii putM ¢ YCC 123 ya./MuH. HopManbHoe nonoxe-
HWe 3IEKTPUYECKon ocu. HapylueHne npoueccoB penonsipu-
3aLMM N0 HKHEN CTEHKE NEBOT0 Jey[0uKa

JnekTpoaHuedanorpadms: 04aroBbIX U3MEHEHWUN U 3MN-
nenTU(OPMHOI aKTUBHOCTU He BbISBIIEHO.

3nekpoHeitpoMuorpacdms: LOCTOBEPHbIX NPU3HAKOB NO-
PaXEHUS MOTOPHBIX U CEHCOPHBIX BOJIOKOH HUKHUX KOHeY-
HOCTeW He 3aperucTpUpoBaHo.

Y3U opraHoB 6ploLLHOI NONOCTM 6€3 3XOCTPYKTYpHOM
naronorum.

Y3 MblwL, 1 HEPBOB BEPXHUX U HUKHUX KOHEYHOCTEN
0e3 np13HaKoB MX MaTosoruy.

MPT ronoBHoro Mo3ra 1,5 Tc: 6e3 CTPYKTypHbIX U3Me-
HeHui (puc. 2).

KoHcynbTupoBaH ncuxonoroM: obive npefcraBrieHus
06 OKpY»KaloLLEM MUPE CHUXEHbI B COOTBETCTBUM C BO3PaCT-
HbIMK TpeboBaHusAMU. BHUMaHKe HeycToMuMBOE, OTMEYalOT-
CS CNOXHOCTW C YCUAYMBOCTbIO. [NpUCYTCTBYHOT CIIOXHOCTH
C NpOM3BOJIbHBIM NEpeKioYeHeM BHUMaHMA. CnocobHocTH
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Puc. 2. MPT ronosHoro Mo3ra 1,5 Tc naumenTa (pexxumbl T2W, TIW, FLAIR, DWI): 6e3 cTpyKTypHbIX M3MEHEHMI

K 0000LLEHNI0 W BbIAENEHUIO CYLLECTBEHHbLIX MPU3HAKOB
CHMEHbI. YpOBEeHb MOHWMaHMSA CMbICa NPUYUHHO-CEf -
CTBEHHbBIX OTHOLLIEHUI CHUXeEH. CamMoperynsauma u KOHTPOsb
3HAQYMUTENBHO CHUXEHBI. [PUCYTCTBYIOT MHTEHCWBHbIE He-
raTMBHblE 3MOLMOHANbHbIE PeakLMn B CUTyaLuMK, Koraa He
MOJKET MOYYUTb KENAEMOE.

leHeTUyeckoe o6cnefo0BaHMe: WCKIOYeHbl 6ones-
HM obMeHa. MeTo[l0M CEeKBEHWMPOBAHMS 3K30Ma BbISIB/IEHbI
natonoruyeckue BapuaHTel reHos FOXP2, COLTA2, OPAT.
B nanbHeliweM npoBefieHO CekBeHMpOBaHMe no CaHrepy, 4To
MOATBEPAUNIO M3MEHEHWE HYKIIEOTUAHOM NOC/eA0BaTeNIbHO-
cTn B reHe FOXP2.

Ha ocHOBaHWM KIMHUKO-aHaMHECTUYECKUX [aHHbIX,
pesy/nbTaToB MNpOBeLEHHOro 00cNefoBaHWA YCTaHOB/EH
OMarHo3: reHeTUYecKM [OEeTEPMUHUPOBAHHASA 3MUNENCUA.
CMHLPOM aTaKCWM W MbILLEYHOW MMNOTOHUM B CTPYKTYpe re-
HETMYECKOW MaToNorMn. 3afiepKa NcUXopeyeBoro pasBuTms
CMCTEMHOIO XapaKTepa ¢ HeC)OpMUPOBAHHOCTbLIO KOTHUTUB-
HOro, BepbanbHOro M perynsaTopHoOro KOMMoHeHToB. Cxoas-
LLieecs anbTepHupytoLLee Kocornasue. Iusaptpus.

KNTMHWYECKWK CITYYA N2 3

[leBouKa 5 neT ¢ anobamu Ha nosHyto yTpaty chopmm-
POBaHHO peyn 1 INUIEeNTUYECKUE NPUCTYMbI.

AHaMHe3 Xu3Hu: pebeHoK oT 1-i HopManbHO npoTe-
KaBLLeii 6epeMeHHocTW. Poabl Ha 39-1 Hep recTaLMoHHOro
CpoKa, 6e3 ocnoxkHenuin. Bec npu poxaeHun 3700 r, poct —
52 cM, OLieHKa cocTosHMA no WwKane Anrap 9/9 6annos. Poc-
na W pasBuBanach o Bo3pacty. HacneacTBeHHOCTb MO 3nu-
Nencum He OTArOLLLEHaA.

AHaMHes 3aboneBaHus: B Bo3pacTe 4 et 11 Mec Bnep-
Bble B YKM3HW Pa3BW/ICA FeHEPasM30BaHHbIA CYLOPOXKHbIN
npucTyn Ha doHe coMatuyeckoro bnarononyyus. B TeyeHue
3 nocnepyroLLMX MecsALEeB 0TMEYasCs NOCTENeHHbIN perpecc
peyeBoro, MOTOPHOrO PasBUTUA C HapYLLUEHWEM MOHMMaHUS
obpaleHHon peun. PesynbTaTbl nepBon 3neKposHueda-
norpadum (gexabpb 2021 r.): BbiABNEHa 3nunenTMdopM-
Has aKTMBHOCTb. HasHaueH neBeTupaueTaM 43 Mr/kr/cyr.
ObbeKTMBHO [eBOYKa aKTMBHas, Ha BOMPOCHI He OTBevasna
(dpa3oBoii peyun HeT, IMOLMOHANbHBIE CIOMOBbIE MblYaHUS),
3aflaHus BbINOJHANA no noapaxanuto. Ouaroson natooruu
He BbISIB/IEHO.

MPT ronosHoro Mosra: KapTMHa JIOKaNbHOMO y4yacT-
Ka CTPYKTYPHbIX M3MeHeHWH cybkopTuKanbHoro Genoro

DA hitps://doi.org/ 1017816/ rmmar585236

BeLLeCTBa MeauanbHOW KOpbl MapacaruTTaibHbiX OTLENOB
NoBHO-TeMeHHO 06acTy 1eBoii reMucdepbl ¢ HEYETKOCTbHO
KOPTUKO-MOAYNSAPHO/ AeMapKauuu. He MCKNKOYeHbl NposB-
NeHNs KOpTUKanbHOW (oKanbHOW aucniasuu.

Bupeo-33I-MoHuTOpUpOBaHME: BO3PACTHOW PUTM 3a-
MefneH, fedhopMmupoBaH. 3nunenTudopMHas aKTMBHOCTb Ha
toHoBoit I3l B BUAE NPOLOMKEHHON AN(DY3HOM: KOMNIEK-
Cbl OCTpasi BOSIHA — Me[JIeHHas BofHa € npeobnagaHuem
B JI06HO-BUCOYHBIX 0bnacTsax oboux nonywapuit. CoH 1 boap-
cTBoBaHue cnabo amddepeHumMpoBaHbl. B cocTosHuM cHa
perucTpupyeTtcs perynspHas auddysHas anunentudopMHas
aKTUBHOCTb: BbICOKOAMMMTYAHbIE KOMMJIEKChbl OCTpas BOJI-
Ha — MefieHHas BonHa Ao 90-100 % Bo Bcex cTapmsx cHa
(puc. 3 a, 6).

leHeTMYecKoe obcneaoBaHmMe: CEKBEHMPOBaHME 3K30Ma
MaTonorum He BbISBANO, NPY BbINOJHEHUM CEKBEHUPOBAHUA
reHoMa obHapyeH natoreHHbIn BapuaHT CNKSR2 B reTepo-
3UroTHOM COCTOSIHUM.

Ha ocHOBaHMM KIMHUKO-aHAMHECTUYECKUX [aHHbIX
W pe3ynbTaToB MPOBEJEHHOr0 00CNef0BaHMs YCTaHOBMEH
OMarHo3 «anunentuyeckas sHuedanonatmsa (cuHapom Jlax-
nay—-KneddHepa). CucteMHoe Hef0pasBuTUE peyn cpefHe-
TsKenon crenenn. CeHcoMoTopHas adasusy.

B cBA13u ¢ HeadheKTUBHOCTLIO NleBETUpaLieTaMa Npoum3Be-
[eHa ero 3aMeHa Ha npenapar BajlbnpoeBoi KucnoTsl. Mpo-
BEAEH KypC ropMOHaNbHON Tepanuu: NPeAHU30oNoH 3 Mr/Kr
B/M N2 1, 2 mr/kr B/M N® 3 c panbHeiwmMM nepexofoM Ha
TabneTupoBaHHyl ¢dopMy 2 Mr/Kr/cyT B TeueHue 1 Mec
C MoCneayloLyUM MOCTEMEHHbIM CHUXEHUEM [103UpOB-
Ku. PerynspHble 3aHATMS C N0ronefoM-aedeKTosoroM.
Ha ¢oHe KoMnnekcHoi Tepanuu y [eBOYKM OTMevanach
MnosoKuTeNbHas AMHAMMKA B MCUXOPEYeBOM pa3BuUTu (mo-
HUMaHWe 00palleHHOW peyn Ha NpeAMKATUBHOM YPOBHE
chopMMPOBaAHHOCTHM; OAHAKO He MOHUMAeT CNOXHble J10-
TMKO-TpaMMaTnyeckue 000poTbl, BbipaxaloLiue BpeMeH-
Hble, NMPOCTPAHCTBEHHbIE OTHOLLEHWS, 0bobLyaowmmm no-
HATUAMMW BNafeeT, NOAOMPAET aHTOHUMbI CPeAHE-TSKENON
CTENeHU — OJMH Ha CNOBO-CTUMYN; NEKCUYeCKU 3anac
HEeJLOCTaTOYHbIA OTHOCMTENIbHO BO3PacTHOW HOpPMbI, A0MNy-
CKaeT OLMBKM rpamMMaTnyeckoro ohopMiIeHUs peuu: npu
CcnoBoobpasoBaHUK (MPUTSIKATENbHBIX, OTHOCUTENbBHBIX NpU-
naratenbHbIX) M 3nekpoaHuedanorpaduyecku (0TcyTCTBUE
3NMNenTUHOPMHOM aKTUBHOCTW BO BpeMs 60ApCTBOBaHMS,
CHUXKeHUe MHAeKca npeacTtaneHHocT (90-100 —> 20-40 %)
M PpacnpoCcTPaHeHHOCTW 3NUAenTUPOPMHON aAKTUBHOCTH
BO BPeMSl CHa).
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Puc. 3. 3neKTposHLedanorpaMMa NaLmeHTKN: @ — KOMIIEKChI 0CTPas BoJIHA — MeAsieHHas BOJHa ¢ npeobnafaHneM B 106H0-BUCOUHBIX
o6nactax 0boux nonyLapuii Bo BpeMs 60pCcTBOBaHUS; 6 — perynsapHas aMddysHas anunenTuhopMHas akTMBHOCTb BbICOKOAMIIUTYAHbIE

KOMMNJIEKCbl 0CTpas BOJIHA — MeAJIEHHaA BO BpPeMA CHa

3AKJTIOYEHUE

HapyweHns peun y neTel c anunencueit Koppenupy-
0T C BbIPYKEHHOCTbIO CTPYKTYPHBIX MOPAXKEHWIA rOI0BHOMO
Mo3ra, KypabenbHOCTbIO 3NWAencumu, AJMTENbHOCTBI0 3MU-
nenTUdOpPMHOI aKTUBHOCTH, OCIIOXHEHWUSIMU JIeKapCTBEHHOIA
Tepanuu, pasnnyHbIMUA TeHETUYECKUMM BapUaHTaMU UM UX
COYETaHUEM.

B HacTosLLee BpeMs Haspena HeobxoanMMocTb paspabot-
K1 W BHELLPEHUs eAMHbIX JUArHOCTUYECKUX MOAXOA0B peye-
BbIX PacCTPOICTB Y AeTeli paHHEro W JOLLKO/IbHOMO BO3pacTa,
B TOM YMCJie C 3MWIENCcUen, YTo, B CBOK 04epefb, MO3BOSUT
NpOBOAUTL AETAM CBOEBPEMEHHYH KOPPEKLMI0 NPOTUBO3MM-
NenTUYeCKoN Tepanum B KOMMIEKCE C NCUXOSI0ro-nefarory-
YecKoii M NOroneanYecKoii NoOMOLLbH.

DAk https://doiorg/ 1011

AOMOTHUTENIbHAA UHOOPMALUA

UcTounuk duHaHcupoBaHus. GuHaHcupoBaHWe AaHHoOW pabo-
Tbl He NPOBOLAMNOC.

KoHdnukT wuHTepecoB. ABTOpbl [eKNapupylT OTCYTCTBUE
SBHbIX W MOTEHLMANbHBIX KOH(IMKTOB MHTEPECOB, CBA3AHHbIX
¢ nybnnKaumeli HacTosLLel CTaTby.

3Jtnyeckas akcnepTusa. [poBeeHue uccneoBaHus ofobpe-
HO JIOKaNbHbIM 3TUYECKUM KOMUTETOM.

Bknap aBTopoB. Bce aBTOpbl BHEC/M CYLLECTBEHHLIA BKNAA
B MpOBELEHWe WCCNefj0BaHWUA M MOAFOTOBKY CTaTbW, MPOYM
1 0800punn GuHanbHYK Bepcuio Nepes nybnuKaumen.

7816/ rmmar585236
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