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KNUHUYECKUW CNYYAN BOJNE3HU

FTEHTUHITOHA

B craTtbe npeactaBneH KNMHUYECKWIA criyvart 6onesHn MeHTUHITOHa C Lenblo NpoBedeHWs aHanuaa NpuUuuH 3aTpyaHeHUn B YCTaHOBMEHUN
anarHosa. lNprBedeHbl aTvonaToreHeTUYeckne OCHOBbI BO3HMKHOBEHWS 3aboneBaHus. OTMe4veHo, YTo GonesHb [eHTUHITOHa OTHOCMTCS K 3a-
6oneBaHUsiM, BbI3BaHHbIM 3KCMaHcKen TaHAEMHbIX MUKPOCATENUTHBLIX MOBTOPOB. [Toka3aHo, 4YTo B pesynbTate CUHTe3MPYeTCs MyTaHTHbIN 6enok
TEHTUHITVH, KOTOPbIA UrpaeT BaXKHYH porb B (hOPMUPOBaHNN HEPBHOW CUCTEMBI Y 3MOpUOHa.

KnuHnyecknin cnyyan onucaH y pebeHka ¢ anarHo3om 6onesHu MeHTurtoHa (popma BecTtdhans), noaTBEpKXOEHHON MOMEKYNsSpHO-reHeTnYe-
CKUM uccnepoBaHnem: obHapyxeHbl CAG-noBTopbl B nepBow annenv reHa HTT. OTMeYeHo, YTO NpW ANarHOCTMKE BaXKHbIM MOMEHTOM SIBMSiETCS
onpefeneHve TMnNa HacneaoBaHus U onpeaeneHne addekrta Lepmana n aHTuumnaumm.

KniouyeBble cnoBa: 6one3Hb MeHTUHITOHA, FeHTUHITUH, adhdekT LepmaHa, aHTULMnaums.

The article presents a clinical case of Huntington's disease with the aim of analyzing the causes of difficulties in making a diagnosis. The
etiopathogenetic basis of the disease is given. It is noted that Huntington's disease is a disease caused by the expansion of tandem microsatellite
repeats. It has been shown that as a result, a mutant huntingtin protein is synthesized, which plays an important role in the formation of the nervous

system in the embryo.

A clinical case is described in a child diagnosed with Huntington's disease (Westphal form), confirmed by molecular genetic research: CAG
repeats were detected in the first allele of the HTT gene. It is noted that during diagnosis, an important point is to determine the type of inheritance
and determine the Sherman effect and anticipation.

Keywords: Huntington's disease, huntingtin, Sherman effect, anticipation.

BeeaeHue. PacnpocTtpaHeHHOCTb
HelpogereHepaTUBHbLIX  3aboneBaHui
BbI3bIBAET CEPbE3HYID 03ab04YEHHOCTb
YYEHbIX BCEro Mupa, U n3yyeHne Tede-
HUS N KNMHUYECKMX MPOrHO30B ABNAETCA
BECbMa aKTyabHbIM.

BonesHb MeHTuHrToHa (BIN) — Taxenoe
HacneacTBEHHOE [ereHepaTMBHOE 3a-
boneBaHne HEpPBHOW CUCTEMbI, KOTOpPOE
XapaKkTepuayeTcsi NPorpeccupyoLLmm Te-
YeHMEeM HacrneacTBEHHbIX 3aboneBaHuii
HEPBHOW CUCTEMbI, MOTOPHbIMW, KOrHU-
TUBHbIMM U TMCUXUYECKUMWU PacCTPOK-
CTBaMU. APKAM KIMHUYECKUM MNpOosiBre-
Huem BI™ sBnsioTCA aKCTpanupamugHble
rmnepkuHesbl. 3aboneBaHne nepegaeTcs
no ayTOCOMHO-AOMWHAHTHOMY TWMy Ha-
cnefoBaHUs U XxapakTepuayeTcsl MorHow
NEHETPaHTHOCTbIO, aHTULMNaLMen, a Tak-
xe addekTom oTuoBCKOM nepegayn [3].

HLI npobnem 300poBbs ceMb 1 penpoayKLmn
yenoseka (HL, M3CPY), Wpkytck: TKAYYK
EneHa AHaTtonbeBHa — [.M.H., C.H.C.; Npod.
WpkyTtckoro MY M3 Poccum, zdorowie38@
gmail.com, ORCID: 0000-0001-7525-2657,
ACTAXOBA TartbsiHa AnekcaHApOBHa -—
K.M.H., H.c., ORCID: 0000-0003-1427-4734,
PblYKOBA Jlio6oBb BnagumupoBHa —
O.M.H., un.-kopp. PAH, paupektop, ORCID:
0000-0003-2910-0737;

Knunmka HLL NM3CPY: BYF'YH Onbra Buta-
nbeBHa — A.M.H., . Bpady, ORCID: 0000-
0001-7716-014X, BEJIOFOPOBA TatbsiHa
AnbGepToBHa — 3aB. oTh., ORCID: 0000-
0001-7429-7992, TACKAEBA TaTbsiHa Bna-
AnmupoBHa — Hesporor, ORCID: 0000-002-
0310-5612.

B ocHoBe 3aboneBaHus nexuT yBe-
NUYeHne TPUHYKNEOTUAHbIX MOBTOPOB
CAG reHa HTT, pacnonoXeHHbIX Ha 4-1n
Xpomocome B 1-m 3k30He (4p.16.3). 'eH
KogupyeTt 6enok FeHTUHITUH, UrpatLmn
Ba>XHYI0 posib B (hOPMUPOBaHNM HEPBHOM
CUCTEMbI Y 3MOpUOHa. MEeHTUHITUH 9BNS-
eTcs KpynHbIM 6EenKkoM ¢ MOneKyrnsipHow
Maccor 348 k[l n COCTOUT N3 HECKOIbKUX
OOMeHOB. ECTb MHEHMe, YTO FEeHTUHITUH
obecneynBaeT nepegady CUrHanoB KrneT-
Kamu, MNOAOEPXMBAET  BE3UKYNSIPHbIN
TPaHCMOPT, CUHaNTUYEeCKylo nepenady,
y4yacTByeT B perynsumm Kneto4yHoun ayTo-
darum n anonTtosa, accouuaumn u guc-
coumaummn BHYTPUKNIETOYHbIX 6enkos [1].
JKenpeccus reHTUHITMHA NpeobnafaeT B
rorioBHOM Mo3re (HelpoHax cTpuatyma,
6nepHoro wapa, Tanamyca, Kopbl ronos-
HOro Mo3ra, rmuanbHbIX KneTkax). Takke
OH 3KCMpeccupyeTcst B siudkax, cepaue,
neveHu n nerkux [6]. B knetke 6enok no-
KanuayeTcsl NPEMMYLLIECTBEHHO B SiApe 1
OKpy>xatoLen sapo umrtonnasme. OgHako
FTEHTUHITUH CYATAETCS MIOXO0 U3YYEHHbIM
6enkom 1 PyHKLMM ero Maro onucaHbl.

Benok reHTUHITUH B NePBOM 3K30HE B
HopMe copepxut ao 35 nostopoB CAG,
KaXkabli U3 KOTOPbIX KOQUPYET rnyTamunH
B cocTaBe benka. YBennyeHue nosTopoB
CAG cBbilwe 35 NpuBOAUT K YBENNYEHWIO
cofepxaHus rnytTamuHa B cocTaBe Mo-
nWrNyTaMuHOBOrO y4yacTka 6enka. AHo-
ManbHO YAJIMHEHHBIV 3a CYET rnyTaMuHa
FEHTVHITUH TEpsieT CBOWM HOpMaribHble
CBOWCTBA, TEPSIET YETBEPTUUHYHO CTPYK-
Typy, 0O6pa3yeT BHYTPUKIETOYHbIE aMu-

nongonoaobHble BKMOYEHUS 3a CYeT
nonurnytTammHoBon arperaumm. B pe-
3ynbTate U3MeHeHHbIN 6enok NpoHuKaeT
B KMETOYHble S4pa, MHULMUPYS Henpo-
pereHepauuio.  MexaHusmamu Hemnpo-
JereHepaumm SIBMSILOTCS  OKCUOAHTHbIN
CTPEecc, MUKpornvanbHaa akTuBauus,
3KCaNTOTOKCUYHOCTb (TOKCUYHOCTb [Ny-
TamuHa), MUTOXOHApUanbHas ANCEHYHK-
uusi, anonTos, HapyLeHust Mopdornorum
N r3nonorMm HempoHarnbHbIX TpaHCc-
MOPTHbIX CUCTEM, OU3PErynsunsi TpaHc-
KpUnumn, HapyLleHne pyHKUMIA Genkos,
arpernpyloLwmx ¢ MyTaHTHbIM TEHTUHITU-
HoM [6].

B pesynsrate 3anyLeHHbIX More-
KYNSIPHO-TEHETUYECKMX MeXaHN3MOB
pasBUBalOTCSl  TSHKENble  KIUMHUYecKune
NPOSsIBNEHNSA, KOTOPblE BO MHOIOM Ornpe-
OensitoTCsl KONMMYEeCTBOM MyTaMUHOBBIX
OCTaTKOB FEHTUHITUHA U Ka4eCTBOM MMe-
OLLMXCS KOMMEHCATOPHBLIX MEXaHU3MOB.

MaTtepuanbl u Metoabl UccnenoBa-
HuA . [poTokon nccnegosaHus Obin 0fo-
OpeH nokanbHbIM 3TUYECKUM KOMUTETOM
®reOy HU M3CPY (npotokon Ne 6 ot
04.03.2023). OpgobpeHne n npouenypy
npoBedeHUss MNpoToKona nonyvanu no
MPUHUMNAM XernbCUHKCKOW KOHBEHLMW.
Bce naumeHTbl nognucany MHOPMUPO-
BaHHOE corfiacue Ha yyacTune B uccrnepo-
BaHUW.

MpenctaBnseM KIMHUYECKUW cCry-
Yyan 6onesHn MeHTUHITOHA.

PebeHok (Manbuuk), 13 nert, xanobbl
Ha HapyLlleHne peyn, NamsaTh U KOHLEH-
TpauMn BHUIMaHUSA (C TeHAEHUMEN K yXya-



LIEHWI0), HA MELUTENbHOCTb, HEMPOU3-
BOIbHbIE U HeperynsipHble OBWXEHUsS] B
pasnuyHbIX rpynnax Mbiwy, (npenmMyLie-
CTBEHHO B pyKax), "BpaliatenbHble" aBu-
XeHuns Tenom. Takke oTMedvaeTcs HM3kas
MOTMBaUUs K 0By4YeHuto, AnuTensHoe 3a-
cbinaHue, 6pykcuam (pegko).

C BbILLEN3NOXEHHbIMK Kanobbl Ha-
ontogaetca y HeBponora ¢ 2021 . nocne
rocnutanusauum B Hosibpe 2021 r. B ncu-
XxoHeBpororuyeckoe otaeneHne OMKY3
MOOKBE (MpkyTckasa obrnactHas aetckas
KnuHuyeckas ©GonbHuua). ObcneposaH
reHeTnkom. Mo utoram rocnuTanuMsauun
ObIn nocTtaeneH AmarHos: JHuedanona-
TUS HEYTOYHEHHAas C KOTHUTUBHbIMU Ha-
pyweHnamu. ConyTCTByOLWNA AMArHo3:
nerkasi yMCTBEHHasi OTCTanocTb 6e3 Bbl-
paXKeHHbIX HapyLUEHU NoBeaeHust; OBU-
ratenbHble pacCTPONCTBA; MUOMUS BbICO-
KOW CTeneHwu; CIOXHbIN MUONaTU4EeCKNIn
acTurmaTmusm.

Haxoguncsa Ha obGcnegoBaHuu U ne-
yeHum B OIF'KY3 NOKTIB Ne1 (MpkyTckas
obnacTHas KnuHu4Yeckasi ncuxmuarpude-
ckas 6onbHuua Ne1). InarHos: YMcTBeH-
Has OTCTanoCTb ferkasi co CTOMKUMM
BbIPAXEHHbIMW HapYLUEHUSIMU  aCTEHU-
YecKoro, MnacCUMBHO-3aBUCMMOIO TUMOB,
C BbIPa)XEHHbIM MCUXNYECKUM UHADAHTU-
NIN3MOM, BbIP@XXEHHLIMU  3MOLIMOHASb-
HO-BOMEBbIMW HapyLIeHUsiMU Ha poHe
pe3nayanbHON OpraHWYeckon HepocTa-
ToyHocTn LIHC (au3oHTOreHeTnyeckoro,
HelipofereHepaTMBHOIO reHesa) ¢ ABura-
TeNbHbIMU CTEPEOTMNAMMU.

[ns panbHenwero HabnogeHus Ha-
npaerneH Ha rocnuTanuaaumnio B KnuHuky
Hay4Horo LeHTpa npobnem 340poBbs ce-
MbM U penpoayKuun Yenoseka.

Pe6eHok ot 3-11 6epemeHHocTw. MNep-
Bas 6epeMeHHOCTb — Manb4uk, 22 roga
(3popoB), BTOopas 6epemMeHHOCTb - Me-
anuuHeknn abopt. 3-9 6epemMeHHOCTb
npoTekana Ha oHe yrpo3bl npepbiBa-
HusA. Pogbl camocTosTenbHblE B CPOK
40 Hepenb. OueHka no wkane Anrap
7-8 6annos. Macca Tena npu poXxaeHum
3686 1, pocT 53 cm. BeinucaH 13 poaunb-
HOro Aoma C AuarHo3oM nepuHaTanb-
HOE MopaxeHue LieHTparnbHOW HEepPBHOW
cuctembl (LHC) cmelwwaHHoro reHesa.
lpyoHOe BckapMnmMBaHue nony4van Ao
1 roga. HepBHO-NcMxmyeckoe passutune
npoTtekano ¢ 3agepxxkon. B reHeanoru-
YEeCKOM aHaMHe3e MO OTLIOBCKOW NMHUK
(y oTua u gepa) otmevaetcs 6onesHb
[eHTUHITOHA.

O6BLekTMBHO. Ha MOMeHT ocMoTpa
HapyLUEeHNA CO CTOPOHbI COMaTUYECKMUX
OpraHoB He BbisiBNeHo. OTMeYaeTcs CHU-
XXeHne maccohl Tena - 40,2 Kr npu pocTe
156,3 cm, nHgekc maccbl Tena (MMT)
16,5, ogHako no WHOAnNthroPlus macca
Tena B HOpMe.

OcHoBHas TaxecTb 3abonesaHus
onpefensieTcs HeBpOrorMyeckom naro-
norneni. O6oHsAHME He HapyLLEHO, BUOUT.
Peakuns 3paykoB Ha CBET XuvBasi, OBU-
XeHne rnasHbix S6MnoK B MOMHOM 06b-
éme, ocnabneHa koHBepreHuus. [Mas-
Hble Wwenu D=S. TpureMmHanbHble TO4K/
6es3bonesHeHHble. JIMLO CYMMETPUYHO.
YyBCTBUTENBHOCTb Ha NULIE COXpaHeHa.
XKeBaTenbHble MbllLbl HanpsaraetT [o-
CTaToO4HO, XyeT MeaneHHo. Crniyx coxpa-
HeH. Huctarma Het. [MoTouYHbIN pedinekc
nonoXxuTenbHbI. Huskoe cTosHWe Ay-
XeK msrkoro Heba. [JBMXKeHWS ronoBbl B
nornHoMm obbeme. FA3bik N0 cpegHen nu-
HUW, C nerkon gesuauuwen eneso. [OBu-
XEHUst B MONMHOM obbeMe. MbilleyHbIn
TOHYC M3MEHEH MO 9KCTpanMpaMmuaHoOMy
™My B MblwUax pyk. Menkas moTopuka
HepgocTaToyHa. Cumna Mblwy JocTaTod-
Has. CyxoxunbHble W nepuocTanbHble
pednekcbl ¢ pyk oxueneHbl D=S, ¢ Hor
oxusnenbl D=S. MNatonornyeckmnx ped-
neKkcoB HeT. MeHuHreanbHble 3HaKuW OT-
puuatensHbl. [lepmorpaduam KpacHbI,
cTokuii. B nose Pombepra ycTonuuBs.
KoopanHaumoHHble npobbl:  nanbLeHo-
COBYI0, KONIEHHO-MATOYHYIO Npoby BbI-
nonHaeT MeAnieHHo, He NPOMaxmBaeTcs.
Manbnauma napasepTebpanbHbIX TOYEK
1 NEePKYCCUst OCTUCTbIX OTPOCTKOB 6e360-
nesHeHHbl. Noxogka rpybo He Hapylle-
Ha. Xogpby Ha nATKax, HOCKax, MPbIXKY
ocyuwiectenser. [epmorpadmam Kpac-
HbI, CTONKWIA, OTMEYaeTCs rmnepruapo3
napoHen 1 cton. YyBCTBUTENBHbBIX Hapy-
LIEHU He BbIABIEHO. OYHKLMIO Ta30BbIX
opraHoB  KoHTponupyeT. OTmeuvatoTcs
Hernpou3BOMbHbIE W  HeperynupyeMble
OBWXKeHus B pykax. B mecTte, BpemeHu,
NIMYHOCTU OpueHTupyeTcs. Ha ocmotp
pearpyet Mo3WTMBHO, B BepbanbHbI
KOHTaKT BCTynaeT, OTBe4aeT OOHOCIIOX-
Ho. OTmMevaeTcs HapylleHue 3ByKOMnpo-
N3HOLLEHMS. VIHCTPYKLUUW BbIMOMHSIET NO-
cne nostopeHusi. OTMevaeTcs CHUXeHne
VNHTENNEeKTyanbHbIX (MYHKLNN.

a2l YW

[MpOKOHCYNETUPOBAH  3HAOKPUHOIO-
FOM: HapyLUEHWI CO CTOPOHbI SHOOKPUH-
HOW cucTeMbl He 0OHapy»xeHo. Y3U (ynb-
Tpa3ByKOBOE WCCregoBaHWE) LUUTOBUA-
Hol xenesbl U Y3V HagnoyevHnkoB 6e3
0COBEHHOCTEN.

[poBeneHa MHTepdepeHLMOHHas
OMI (anekTpommorpammMa) Mbilll, rone-
HU: B MOKOE PEerncTpupyeTcs CroHTaHHas
aKTMBHOCTb NOTeHUManoB ubpunauyumn
crpaBa, nocrne TOHU4Yecknx npob oTme-
varTcst pmbpunnaumm 1 NceBgoMMUOTO-
HUMYeckue paspsabl (PUCYHOK).

OnekTpomunorpadmsi  MblLlL, FONEHN
pebeHka (dubpunnaumm n nceesgoMuo-
TOHMYeCKue pa3psabl)

Ha 33l (anekTposHuedanorpamme)
OTMEYalTCH YMEpEHHble  M3MEHEHWSs
O1O3NEKTPUYECKON aKTUBHOCTU, anbda-
pUTM  3HAYUTENBHO [e30praHn3o0BaH,
npeobnagaet B NpaBow 3aTbINOYHON 06-
nactu, ¢ yactoton 9,6-11,4 'y n amnnu-
Tyoon go 41 mkB. 3nunentudgopmHon
aKTMBHOCTM He 3aperncTpupoBaHo.

[pn  MarHUTHO-pe3oHaHCHOW TOMO-
rpadpun  (MPT) oTmevaeTca KapTuHa
Hapy>KHOW, OTKPbITON, YMEPEHHO Bbipa-
XeHHon ruapouedanun, anddysHble
CUrHarnbl OT FOfIOBOK XBOCTaTbIX si4ep U
ckopnynbl ¢ 06enx CTOPOH. BbisiBneHbI
KOCBEHHbIE MPU3HAKN BHYTPUYEPEMHON
rMnepTeH3nu.

PebeHoK NpOKOHCYNbLTUPOBaH reHe-
TMKOM. [peanonoXuTenbHbIA OUarHos:
oonesHb eHTUrToHa, hopma Bectdhans.
HanpaBneH Ha reHeTudeckoe obcnepno-
BaHWe B reHe HTT.

[Mpu reHeTnyeckom obcnenoBaHum Ha
b6onesHb leHTUITOHa oOHapyXeHbl 77
CAG-noBTOpOB B MEpBOV annenu reHa
HTT (coOoTBETCTBYET BbIPAXEHHOW 3KC-
naHcum) n 15 Bo BTOpOM annenu (cooT-
BeTcTByeT Hopme). [NoatBepxaeH ava-
rHo3: 6onesHb MeHTUrTOHa, hopma BecT-
danga. HasHaueHo neveHue.

O6cyxaeHne pesynstatoB. Knu-
Huyeckne nposiBreHuss 6onesHn [eH-
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OnekTpomuorpadus MbiLL, roneHn pebeHka (pnbpunnaummn n NnCeBAOMUOTOHNYECKME pa3psabl)



. AKYTCKU MEONLIMHCKNW KYPHAT

TUITOHA XOPOLUO M NoApPOOHO OMNMCaHbI.
XapakTepHas KIvMHU4Yeckas cUmnToma-
TVKA, ayTOCOMHO-OOMUHAHTHBIA TUMN Ha-
cnefoBaHUs M Mporpeccupytollee Teve-
Hue 3aboneBaHUs NO3BONSAKT C BbICOKOW
TOYHOCTBK MPEeAnoNoXnTb Yy MNauueHTa
Hanuune bl HemanoBaxHbIMK 4OMNOMHU-
TeNbHLIMU NPU3HaKaMu, NO3BONSAOLLMMM
3anopo3putb Bl asnsattca addekT oT-
LoBckon nepegayn, addekt Lepmana
(BO3MOXHOCTb YBEMUYEHWUSI KONMUYECTBA
NMOBTOPOB B K&XXA0M NocreayoLemM Noko-
NEeHUKn) N, KaK crieacTeme, aHTUUMnauns
(athhekT yTsKeneHnsa KNMHNYECKUX Npo-
sBneHnn 6onesnHn). OgHaKo «30M0TbiM
CcTaHgapTomM» Bepudvkaumm auarHosa
asnsetcsa [OHK-gnarHocTnka ¢ onpene-
nexHvem konunyectea CAG-NOBTOPOB B
annenax reHa HTT [2]. OuarHoctuye-
CKUM 3Ha4eHneMm aBnstotca bonee 36 ko-
nui TpuHykneotnaHeix CAG-noBTOPOB.

BaxHasi ponb reHTUHITMHA Y XKMBbIX
OpraHM3mMoB MOAYEPKMBAETCA TeM (hak-
TOM, YTO FrOMOMOrNYHble Benku, kogupy-
emble romorioramu reHa HTT, 6binn 00-
Hapy>XeHbl Y MHOTUX XMBOTHbIX, Ha4YMHas
C npocTenwmnx. ITO KpynHbIn 6enok ¢
MonekynsipHon maccon 348 k[, cocTtosi-
LM U3 HECKOmNMbKUX JOMEHOB. B HacTo-
ALWNA MOMEHT M3BECTHbl €r0 OCHOBHbIE
pyHKUMK. TEeHTUHITMH Heobxoaum Ans
nogaepKaHns KroHanbHOro noTeHuuma-
na HerpoHarnbHbIX CTBOMOBbIX KIETOK BO
Bpemsi npoLecca HenparnbHOW UHAYKUUN
(B 9KCNepUMEHTEe HOKayTHble MO TeHy
HTT wmbiwn nornbanu o Havana pas-
BUTUSI HEPBHOW cuUCTeMbI). [EeHTUHITUH
KOHTPONUPYEeT B3aMMOAENCTBUE MEXAY
HerpoanMTeNuanbHbIMK KNeTkamu; y4a-
CTBYeT B hopMmpoBaHUmM 6enKkoBoro Kap-
Kaca, B3aumogencTByss c b-TyGynvmHoMm
N CBs3bIBAETCA C MUKPOTpyboukamu,
niokanusyeTca Ha Monitcax BepeTeHa
BO BpeMsi MuTo3a (KOHTPONMpys OpUeH-
Tauulo BepeTeHa), perynupyeTt npoLec-
Cbl BHYTPUKIIETOYHOrO TpaHcnopTta (mpu
B3aMMOAEWNCTBUN C KOMMNIIEKCOM ANHEWNH/
OVHaKTUH). W3BECTHO, YTO TEHTUHITUH
ABMNSAETCS PErynsaTopoM TPaHCKpUnumu,
BMMAS Ha HENPOTPOMHbIN akTop mMosra
(BDNF) 4epes perynauuio TpaHCKpUnum-
OHHoro ¢aktopa REST/NRSF, koTopbin
HeraTuBHO BrnseT Ha perynsauuio BDNF.
MexHenpoHanbHast yHKUNUS FEHTUITUHA
Ba)kHa ANsi NpaBWbHOIrO OPMUPOBaHUS
BO30Y)X[aloLWMX CMHAMCOB KOpbl U NOMo-
caroro Tena [7, 8].

dopmMmypoBaHME MYTaHTHOIO FEHTUHI-
TWHa BbI3bIBAET NPOTEONM3 N HOPMMPO-
BaHME TOKCUYHbIX FMyTaMUHOBBLIX chpar-
MEHTOB TFEHTUIHTUHA, arpervpyLmnxcs
B KNeTke, HapyLuaeTcs TpaHCKpunums 3a
CYET WMHrMOMPOBAHMSI aKTMBHOCTM ale-
TUNTpaHcdepasbl MMCTOHOB, KOHAEHCca-

umn xpomatnHa n BDNF (HenpoTpoduH,
CTUMYNUPYIOLWNA 1N NOALEPXKUBAOLLIMN
pa3BMTUE HENPOHOB), HapyLuaeTca Gen-
KOBbIA TOMEOCTa3 U MUTOXOHApUanbHas
dyHKUMS, CHwkaeTcs npoaykumsa AT,
HapyLLIaeTCsl aKCOHarbHbI TPaHCMOPT,
CYHanTMyeckasl nepegada W TpaHCMNopT
opraHenn (MUTOXOHAPUNA, ayTodarocom
N CMHaNTUYECKUX BE3UKYI), HapyLLaeTcs
cvHanTMyeckasi NNacTUYHOCTb U hopMu-
pyeTcs 3KCAWTOTOKCUYHOCTb, @ 3a CYeT
HapyLleHns1 3axBaTta rrnyramara acTpo-
uuTamMn BO3HMKAET AMCHYHKLUS HEenpo-
rmnuu [5].

Bce 31O npmBOAMT K TSXKEMNbIM He-
BPOOrMYECKUM M3MeHeHnsM. B gaHHoMm
KIMHUYECKOM crnyyae OOHapyXeHHble
77 TtpuHykneotugHbix CAG-noBTOpOB
BbI3Banu Tsbkenble HeBporornyeckue
M3MEHeHUs1 B paHHeM Bo3pacTe. [lep-
Bble KIMHWYECKME MNPOSIBIIEHUS MOXHO
ObINo yBMAETb Cpasy Mocre poXaeHwus,
4YTO ObINO 3adhMKCMPOBAHO Kak MepuHa-
TanbHoe nopaxeHue LIHC, oTctaBaHue
B HEpBHO-NCUXM4YeckoM passutumn. Op-
Hako o 10-neTHero Bo3pacTa Henpoae-
reHepaTtyvBHble M3MEHEHUS] pa3BUBaSUCh
OTHOCUTENBbHO MEANeHHO, pebGeHoK Mo-
cellan obLleobpa3oBaTenbHy LLKOMY U
TONbKO B 7-M Knacce Obin nepeBefdeH B
KOPPEKLUMOHHYHO LLKOY.

HecmoTpsa Ha TO, 4TO pebeHok Obin
HeodHOKpaTHO o0cnegoBaH, [AuarHos
yAanocb YCTAHOBUTb TOMbKO K BO3pa-
cty 13 net. 3TO CBA3AHO C TPYOQHOCTS-
MU OnpedeneHuss Tuna HacregoBaHus
[4], BBMAOY TOro, 4YTo CEMbs NPOXMBAET
6e3 oTua M He UMeeT CBEeOEHUN O co-
CTOSIHM €ro 300pPOBbsi U 300POBbSI €ro
poACTBEHHMKOB. locne HeogHOKpaTHbIX
obcnegoBaHUn - CNeLManucToB  MaTepu
BCE X€ yAanoCb BCMNOMHUTb O HEKOTOPbIX
OTKIOHEHUSIX B HEPBHO-MCUXMYECKOM CO-
CTOSIHAM OTUa W OeAyLWKA CO CTOPOHbI
oTua. lNMpn 3TOM GbINO OTMEYEHO, YTO Y
OenyLKNn HEepBHO-MCUXMYECKOEe COCTO-
AHVe ObINO HapyLleHO MeHbLue, Yem Yy
oTua pebeHka. OTO MO3BONUIO 3amnoao-
3pUTb Hanu4yMe 6oNesHn akcnaHcuUn TaH-
OEMHbIX MUKpOCaTENUTHbLIX MOBTOPOB U B
nTore NOCTaBUTb ANArHoO3.

3akntoyeHne. CBoeBpemeHHas ava-
rHocTuka 6onesHn MeHTUMHITOHA — BaX-
HbIi acnekT B OKas3aHUM MeOULMHCKOW
nomow naumeHtam. Yacto 6GonesHu
3KCMaHCUN TaHOEMHbIX MUKpOcaTenuT-
HbIX MOBTOPOB BbI3bIBAOT 3aTPyAHEHUS
B [AMarHocTuke, kKak u 3aboneBaHus
HelpoaereHepaTUBHOIO XapakTepa.
OCHOBHbIM WHCTPYMEHTOM, MOMorato-
LM YCTAHOBUTb NPaBWSbHbIA AMArHo3,
ABNSAETCA OnpefdeneHvMe Tuna Hacrne-
noBaHusa. OgHako NpensaTcTBUEM B €ro
onpegeneHnn SBMAKTCA TPyAHOCTU B

cbope (Mnm HeBO3MOXHOCTU cbopa) re-
Heanorm4eckoro aHamHesa, 4YTo 3Hauu-
TenbHO yBENuYMBaeT BpeMs AuarHocTu-
kv 3abonesaHus. OcHoBoMnonaraLWMMm
npu3Hakamu, Mo3BOMSALWMMN 3ano[o-
3puTb GOMNEe3HM IKCMaHCuKM, SBMSAKTCA
achdpekT Lepmana v aHTMUMnauusa, u
MMEHHO Ha HUX HaZo B NEpPBYIO oYepenb
obpalwiate BHUMaHWe Npu AMarHOCTu-
Ke. BaXHbIM MOMEHTOM B AMarHocTuke
HacneacTBEHHOW NaTonorun SBNSETCH
CBOEBPEMEHHOE KOHCYMbTMPOBaHUe na-
LMEHTa reHeTMKOM 1 ero obcnegoBaHune
B Cnewunanv3npoBaHHOM OTAENEeHUN Ha-
CcrneacTBEHHOM NaTonornu.

Asmopsi 8bipaxkatom briaeodapHocmb
KnuHuke HayyHo2o0 ueHmpa npobrem
300p0o8bsi ceMbu U pernpodyKyuu 4Yero-
8eKka 3a 803MOXHOCMb Habopa KruHu4e-
CKO20 Mamepuara.
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