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BOJIE3Hb 'EHTUHI'TOHA: PAHHUE MOP®OJIOI'MYECKHE
N3MEHEHUA Y JETEU (PEAKHUE CJIYYAN)

Apunos Xycan Opug:rxoHoBuu
Crygnent 4 kypca TamkeHTCKOro rocyAapCTBEHHOTO MEIULIMHCKOTO
YHUBEPCUTETA

AHHOTAIUA:
bonesns ['entunrrona (bI') — HacieACcTBEHHOE HeMpoereHepaTUBHOE 3a00JIeBaHueE,
BbI3BaHHOE pacmupenueM CAG-noBtopa B rene HTT, npuBoasiiee k cuHte3y
MyTaHTHOTO OeJlka FTeHTUHTTHHA. XOTs KJlaccuyeckas (popma mposBIISIETCS B 3pEJIOM
BO3pacTe, pelIKhe cllydau paHHero JedroTa y nerei (IoBeHuIbHas Gpopma)
COIMPOBOXKIAIOTCS BBIPAKEHHBIMU MOP()OJIOTUIECKUMU U3MEHEHUSIMU TOJIOBHOTO
MO3ra, KOTOPBhIE MOTYT OBITh BBISIBJICHBI ITPU TATOMOP(OJIOTHIECKOM UCCIICIOBAHUY.
JlaHHOE nccnenoBanne aHaNM3UpyeT panHue cTpykrypHsle n3Menenus LIHC y neren
¢ bI', o0cyxnaeT ux KIMHUYECKUE MPOSIBJICHUSI, MTATOTEHETUUECKNE MEXaHU3MBbI U
3HA4YCHUE ISl IMarHOCTUKHU.

KJIFOYEBBIE CJIOBA:
bonesns ['eHTHHTTOHA, IOBeHWIbHAS (popMa, 1eTH, TaToMOPGOIOTHs,
HelpoiereHepanus, Mo3r, MOp(oJOTHYECKUE U3MEHEHUSI, HACJICICTBCHHbBIC
3a00JI€BaHU.

Bsenenue:
bone3np [ eHTUHTTOHA SIBISIETCS] @y TOCOMHO-JOMUHAHTHBIM HENPOIE€reHepaTUBHBIM
3a00JIeBaHUEM, XapaAKTEPU3YIOIUMCSI IPOTPECCUPYIOIICH JIereHepaleil HeMPOHOB,
MPEUMYIIIECTBEHHO B CTpUATyMe U Kope TojoBHOro mo3ra. FOBenumnbsHas dopma bI
pa3BUBaETCs y NauMeHToB mutaiie 20 JIET U BCTPEYaeTcsl KpailHe pelIKo, COCTaBIISIS
okoJ10 5—10% Bcex cnyudaeB. KnnHuueckas kapTuHa y JeTeil oTauvaeTcsi ObICTPbIM
MPOTPECCUPOBAHUEM, BEIPAXKEHHOMN TUIIOKUHE3UEH, TUCTOHUYECKUMU HAPYIICHUSIMU
Y KOTHUTUBHBIMH paccTpoiictBamu. [laToMmopdosiornueckoe nucciaeaoBaHue
MO3BOJISIET BBISIBJIATH CTPYKTYPHBIE U3MEHEHHUSI, KOTOPBIE SBJISIFOTCS] BAXKHBIM
KOMIIOHEHTOM JIMarHOCTUKU U MPOTHO3UPOBAHUSI 3a00JICBAHUS.

Pannue Mopdosiornueckiue M3MEHEHUsI BKIIIOYAIOT JEreHepalui0 HEHpOHOB
cTpuatyma, aTpo(duro KOpbl U 0€JI0T0 BelecTBa, 00pa30BaHNe BHYTPUKIECTOUHBIX
BKJIIOUYEHU MYTAaHTHOTO T€HTUHITUHA, 4 TAK)KE U3MEHEHUS B MOJIKOPKOBBIX s/Ipax 1
Mo3xkeuke. [loHnMaHne 3TuX U3MEHEHUN KPUTUYHO IS CBOEBPEMEHHOU
JUATHOCTUKH M pa3pabOTKH TEPANIEBTUIECKUX CTPATETHH.

OcHOBHas 4acTh:

DOTHOJNIOTHS ¥ TATOTEHE3
bI' o0ycnosnena pacmupenuem CAG-niosropa B reae HTT na xpomocome 4p16.3,
YTO MPUBOJUT K 00pa30BaHUIO MyTAaHTHOT'O O€JIKa TeHTUHTTHHA C
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MOJIUTTY TAMHUHOBOM TIOCJIEOBATENBHOCTHIO. B HOpME 00K y4acTBYET B TPaHCIIOPTE
BE3UKYJI, PETYJISILIUKU TPAHCKPUIILIUA U HEUPOHAIBHOM BhIKMBAHUM. MyTaHTHBIN
TEHTUHTTHH HapyIIaeT GyHKINN HEUPOHOB, HHUITMUPYET arloNTO3, BHI3HIBACT
arperaruio 0enka u TucPyHKIio MuToxoHapuii. Knmuandeckas kaptuaa BIIOA
KpaiiHe pa3HOOOpa3Ha 1 3aBUCHUT OT KOHKPETHOTO fehekTa hepMeHTa, CTEICHH
HAKOIIJICHUSI TOKCUIECKUX METaOOIMTOB M Bo3pacTa nanuenta. Hanbosee gactoie
MPOSIBJIICHHS] BKJIFOYAIOT:

« HeBposnornueckue: 3aepKka ICUXOMOTOPHOTO Pa3BUTHS, TUIIOTOHUS,
CyZIOpPOTH, KOTHUTHUBHBIE HAPYIICHUS, 33JICPHKKA PEUU.

o ['emaroOunuapHbIe: renaToCcIieHOMETalus, )KeJITyXa, MOBBIIICHHE
MEeYEHOYHBIX (DEPMEHTOB, HHOTA IPOrpecCcCUpyronuii Guopo3 neyeHu.

o [Toueunsie: HapyieHUE GUIBTPALIMKA, KAMHHU B TIOUKaX, TPOTEUHYPHUS,
WHTEPCTUIMATBHBINA (HUOpPO3.

o« Cepae4HO-COCYTUCThIE: TUIIEPTPO(HS MUOKapIa, apUTMHH, CEPACUHAS
HEJIOCTATOYHOCTh MPH TSHKENBIX (hopMax O0JIE3HHU.

» O0mKe: CHIXKEHHE MACChl Tea, HapYyIIEHUs pOCTa, aHEMHUSI, YACThIE
uHpeKIuH.

BakHO OTMETUTBH, YTO KIMHUYECKUE MPOSBICHUS MOTYT ObITh CKPBITHIMU B
MIEPBbIC MECSIIbI )KU3HU U MPOSIBIATHCS TOJIBKO MPU CTPECCOBBIX CUTYAIIUSIX,
UHOEKIUAX WA HapyIIeHU! JUeThl. [103TOMy paHHssS AMAarHOCTHUKA UMEET
KPUTHYECKOE 3HAYCHHE JJIS MPEIOTBPALICHUS TSHKEJBIX OCIIOAKHEHHUIM.

[Tatomopdonoruyeckrue n3MeHEHUs

[Tatromopdonoruyeckas kaptuna BIIOA nemoHcTpupyer crienuduaeckue
OpraHHbIE U3MEHEHHSI, KOTOPbIE MTO3BOJISIIOT YTOUHUTH AUArHO3 U IPOTHO3UPOBATH
Te4eHHUEe OOJIE3HU.

o [leuens: xapakTepHbl )KUPOBAS U THATUHOBAS AUCTPOGUS TeNaTOIUTOB,
pacuIMpeHne MOPTAIbHBIX TPAKTOB, CKIIEPO3, PuOP03. B TskenbIxX ciayyasx
Ha0JII0/1aeTCsl IIUPPO3 U 00pa30BaHUE 04aroB HEKPo3a. B HEKOTOPHIX
3a00JeBaHUSX (HAIpUMEpP, TUPO3ZUHEMHUS) BBISIBIISICTCS OTJIOKEHUE KPUCTAILIIOB
AMUHOKHCJIOT, YTO MPUBOAUT K HAPYIICHUIO CTPYKTYPhI HapEHXUMBI.

o [Touku: maTosIOrHs NPOSBISETCA PACIIMPEHUEM KIIyOOUKOB,
MHTEPCTUIHAIBHBIM (PUOPO30M, OTIIOKEHUEM META0OJUTOB B KAHAJIBLIAX U
coOMpaTeNbHBIX TPYOOUKaX. ITU U3MEHEHHS HAPYIIAIOT (GUIBTPAITMOHHYIO
CIIOCOOHOCTH MOYEK U MPUBOMAT K PA3BUTUIO XPOHUYECKON TTOUCUHOM
HEJOCTATOYHOCTH.

o [lenTpanbHas HepBHAs cUCTeMa: HAOJIFOA€TCsI TUTIOTUIA3Us KOPBI,
OYaroBbIi HEKPO3 HEUPOHOB, JIeMUETUHU3AIIHSI OeToro BerecTBa. B mo3re
MOTYT 00pa30BbIBATHCS OYaru HAKOIIJICHUSI TOKCUYECKUX META0O0IUTOB, UYTO
MPUBOJIUT K CTOWKOW KOTHUTUBHOMN TUCQYHKITUH.
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 Ceparie: runeptpodusi MUOKapAa, YTOJIIIEHUE CTEHOK Kamep, Guopo3
WHTEPCTULMS. DTH U3MEHEHHMSI Yallle BCTPEYAOTCS IPH TSHKEIBIX U JJIUTEIBHO
CYLIECTBYIOINX META0OINYECKIX HAPYIICHUSX.

o Jlpyrue opransl: npu otaenbHbIX Buaax BIIOA nabmogaroTcs
VU3MEHEHUS B MOJIKETYIOYHOM KEJE3€, CEIE3EHKE, KEITYJOUYHO-KAIIEYHOM
TpakTe, YTO MPOSBIISIETCS AUapeeH, ManbaOCOPOLMEN U HAPYILIEHHEM CEKPELINH
bepMeHTOB.

VY neteil paHHSs SKCIPECCHs] MyTaHTHOTO T'e€Ha MPUBOJIUT K OBICTPHIM
JIereHepaTUBHBIM IPOIIeccaM, MPEXKIAE BCErO B CTpUATyMe (XBOCTATOE AP0 U
CKOpJIyna), Kope TOJIOBHOTO MO3ra U 0eioM BellecTBe. MexaHUu3Mbl TOBPEXKICHUS
BKJIFOYAFOT:

¢ OKCHJIATUBHBIN CTPECC;

o TUC(PYHKIMIO MUTOXOHAPUHN U SHEPreTUUECKUI 1epuunT;

e Arperanyio MyTaHTHOIO T€HTUHI TUHA;

e HAPYILIEHUE CUHANITUYECKOH Mepeiayuu;

o IPOTPECCUPYIOLLYIO IOTEPIO HEUPOHOB M aTPOPUIO TKAHEH.

Knunnueckue nposiBIieHUs y AeTen
FOBenmibHas popma Bl oTiamvaeTcst OT B3pOCION ClieayOMUMU TPU3HAKAMMU:

« Pannee nauano cumnromoB (5—15 ner);

« MeuieHHOe TPOrpecCUpOBaHNE JBUTATENBHBIX HAPYLIECHUM, BKIIOYas
JUCTOHMIO Y TUIIOKMHE3UIO;

o Cyi0poru v snuiaenTU4ecKue NpuCTyIlbl;

o BbICTpOE KOTHUTHUBHOE CHU)KEHUE, CHIDKEHUE YUEOHON YCIIeBaeMOCTH;

o [loBeneHueckue U3MEHEHUs: arpeccusi, SMOLIMOHAJIbHAS JT1a0UIbHOCTB;

« Hapymenus pocta 1 nuTaHus.

[TaTomopdonoruueckre U3MEHEHHUSI
Mopdonornueckue uccaeqoBaHus JEMOHCTPUPYIOT PSAJl XapaKTEPHBIX MPU3HAKOB
1OBeHWIbHOU Bl

l. CrpuaryMm: BeIpaKEHHAs JereHepauys HEMPOHOB XBOCTATOIO s/1pa
Y CKOPJIYyIIbL, aTpodusl CTpUaTyMa, CHUKEHUE YHUCia HEHPOHOB U OTIIOXKEHHE
MyTaHTHOTO OeJKa.

2. Kopa ronoBHoro mo3ra: arpodus HEMpOHOB MUPAMHUIHOTO CJIOS,
CHM)KEHHE TOJIIMHBI KOPbI, 04aroBbl€ YYaCTKU JEMUEITMHU3ALNN.

3. benoe BeniecTBo: peayKuus KOJUYECTBA AKCOHOB,
JEMUETUHU3ALNS, YMEHBIIEHUE TUIOTHOCTH BOJIOKOH.

4. [TonkopKOBBIE AJIpa U MO3KEUOK: JIET€HEPALIMS], YMEHBILIEHNE
o0bema U QyHKIMOHATIbHAS AUCHYHKIINS.

5. BHYTpHUKIETOUHBIE BKJIFOUEHHUS: arperali MyTaHTHOTO

TEeHTUHITHHA B JIpaxX HEHPOHOB, YTO HAPYIIAET TPAHCKPHUIIIUIO T€HOB U
YCKOpSIET aroITo3.
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OTH U3MEHEHUST MOKHO BBISBIISITH TIPU OUOTICUU WIJIH IIOCMEPTHOM
WCCJICIOBAHNUH, YTO ITIOMOTAET YTOYHSATH JUATHO3 B COMHHUTEIIBHBIX CITydasX.

Jlnarnoctuka
Jwnarnoctuka bI' y neren Bkirodaer:

o 'enernueckoe tectupoBanue Ha CAG-1TOBTOPSI;

o HeitpoBusyanuzanus (MPT) nist BeisiBeHus: atpoduu ctpuaTyma u
KODBI;

o [TaTomopdorornyeckoe uccienoBaHrue TKaHEeH Mpu JOCTYITHBIX
Marepuanax;

« Heliporncuxonoruueckoe TeCTUpOBaHUE I OLEHKH KOTHUTHUBHBIX
HapyLICHU;

o MOHUTOPUHT IBUTaTEIbHBIX U TTOBEACHUYECKUX CUMITTOMOB.

JledeHue u poruo3
B Hacrosee Bpems iedeHre CUMITTOMAaTHIECKOE M HAPABIICHO Ha 3aMeJICHHE
MIPOTPECCUPOBAHUS OOJIC3HU:

« MeaukaMeHTO3Has Tepamus 1 KOPPEKINH IBUTATeILHBIX HAPYIICHUH;

o [Icuxomornueckas moaAepKKa M colfiaabHas aganTarus;

o dusnoTepanus U peaduINTAIIMOHHBIC TIPOTPAMMBI;

o DKCIIEPUMEHTAIBHBIC METO/IBI, BKIIIOUAsi TEHHO-TEPATICBTHUCCKHEC
MOJIXOJIBI.

[IporHo3 roBeHWIBHOU (OPMBI HEOIATONIPUATHBIN, 00JIE3HH MPOTPECCUPYET
ObICTpee, UeM y B3POCIIbIX MAIIMEHTOB. PaHHSsI TMarHOCTHKA U KOMITJIEKCHAS
MOJIJICP KU BAIOIIAS TEPATHS TTO3BOJISIIOT 3aMEIJTUTh JICTEHEPAIUIO U YIIYUIIUTh
KaueCTBO KHU3HHU.

3aKIIIO4YeHUE:
bonesnb ['eHTHHTTOHA B IETCKOM BO3pAcTe — PENIKOE, HO TSHKEJIOE HACIIEICTBEHHOE
3aboneBanue. [latomopdonornueckue N3MEHEHHsSI BKITIOUAIOT aTpo(HI0 CTpUATyMa,
KOPBI 1 OCJIOTO BEIIECTBA, JETCHEPAIUIO HEHPOHOB M 00pa30BaHUe
BHYTPHKJICTOYHBIX BKIIFOUCHUH MYTaHTHOTO Oenika. PaHHsS quarHocTrka,
BKJTFOYAFOIAs TCHETHUECKHE B TATOMOP(OJTOTUUECKHE METOIbI, UMEET KPUTHIECKOE
3HAYCHHUE JUTSI POTHO3MPOBAHUS TeUEHUs 00JIe3HH U rmoabopa Tepanuu. FOBeHMIbHAS
dbopma TpedyeT My IbTHIUCIUILIMHAPHOTO TOIX0/1a, BKIII0Yast HEBPOJIOTHIECKYIO,
TICUXOJIOTUYECKYIO M COIUATIbHYTO TIOJIICPIKKY.
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