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PETTOIIOAOBHOE ITOBEAEHWUE
Yy peOeHKa C BBIIBAEHHOV MyTalluen

HaCTOsIIIee BPEMsT BCe GOJTBIIE TIPHOOPETAIOT PACTIPO-

CTPaHEHHOCTh COYETAHUE 33/ICPKKH ICUXOMOTOPHOTO

Pa3BUTHUS U PACCTPOMCTBA AYTUCTHUYECKOTO CIIEKTPa
(PAC). Hacro TsK€e710 BBISIBUTD HEITOCPEACTBEHHYIO 9THOJIOTUIO
narHoro codertanus. C aToi mpo6IeMoli CTaTKMBAIOTCS Kak
JIETCKHUEe TICUXUATPhI M HEBPOJIOTH, TAK U CEMEIHbIE BPAYM.
K cuactbio, Hayka He CTOUT HA MeCTe W Ipe/laraeT Bpadyam
HOBBI€, TIPOTPECCUBHBIE OTBETHI HA MX HE BCET/[a POCTHIE BO-
nipochl. OJTHMM U3 TAKUX OTBETOB CTAJIO OTKPBITHE [IeheKTa reHa
ADSL, ciencrBreM KOTOPOTO SIBJISIETCST HEZIOCTATOYHOCTh ep-
MEHTa a/IEHUJIOCYKIIMHATIINA3BI, YTO NPOSIBIISIETCS 33/IEPIKKON
nicuxoMoTopHoTo pa3Butusd, PAC, a Takke aNUIenTHYECKAMI
TIPHUITAIKAM.

[IprunHOIl BOBHUKHOBEHUS aeHUJIOCYKIIMHATINA3HON
HEJIOCTATOYHOCTH siBJIsieTcs nedekT rena B jokyce 22q13.1
(orpesok 13.1 gimHHOTO TIeYa 22-i XpoMocoMbl ). 3aboieBa-
HUe MepeiaeTcs 1Mo ayTOCOMHO-pelleccCuBHOMY Tuy [1].

Anenoszuncyknuaativaza (AICJI) — dhepment, Katammsupy-
IOIHI CUHTES ITyPUHOB HA JIBYX ATATAX: [IPEBPAIEHIE CYKITHHA
aMuHOMMUAa3071 Kapbokcamug puborraa (SAICAT) B aMmuHO-
MUMHU/IA30.1 KapOOKCcaMuL pUOOTHL M KOHBEPCHSI CYKIIMHIIQICHO-
3uH (S-Ado) Mmorodocdara B agerosuH Mmosodocdar. Exutoro
MHEHUSI TI0 TIOBOJTY TOTO, YTO UTPAET KITIOYEBYIO POJIb B PA3BUTUH
3a00JTeBAHMS ¢ XAPAKTEPHBIMH JITIST HETO KITMHITIECKUMI CHMIT-
TOMaMH, HeT. B BepOsITHOM maToreHese 3a60JIeBaHuUsT yIaCTBYIOT
TOKCITYECKOe JIeHCTBIE TIePMAHEHTHO HAKATIIBAIOIINXCS METa-
6omtoB (SAICAr 1 S-Ado), HapyiieHye TTypPHHOBOTO CHHTE-
32 HyKJIEOTH/IOB U SHEPTETHIECKOrO MeTaboIM3Ma KIeToK [2].
TouHoe KOJTMYECTBO JIMII, CTPA/IAIONINAX ITOM MATOJOTHEH,
HemsBectHo. Ha cerozmst onmcano okosio 80 ciydaes 3a6oJte-
BaHwst, GOJIBITMHCTBO U3 HUX — B Tosutanauu u Besbrum [3].

Myrartuist HabJTIOAeTCs € OIMHAKOBON YaCTOTOM CPEJTH TPe]-
CTaBUTeJIel MY}KCKOTO U JKEHCKOTO Tosia. B HacTosiiee BpeMst
BBIJIEJISTIOT Y€ThIPE KIIMHUYECKUX THITA TAHHOU Tatosioruy. Hau-
6oJiee pacripoctpaneH I T 3a6o1eBaHUs, BCTPEYAIOMINIC
B 50 % cayuaes; IV tun naGmomaercst 8 30 % cirygaes; 1T u 111
THTIBI SBJSTIOTCST HAMOOJIee PEIKAMI BapUAHTAMI IAHHOI TTaTO-
goruw [1]. OcHOBHBIE CUMITTOMBI 3a00JIEBaHUST — Pe3Kast 3a-
JIEPKKA ICUXOMOTOPHOTO PA3BUTHS B COYETAHNH C CYZIOPOTaMU
u cumnromarukoi PAC.

Cynoporu Habmopaotcst B 60 % ciydaes; B 35 % ciydaes
OHU TIPOSTBJISTIOTCSI B TIEPBBIE MECSTIBI :KU3HM. [1pu mpoBenenm
asiekTposHiedanorpabun aHoMaan o6HapysKuBaioT B 80 %
cayyaes [1]. Oxoso 50 % neteii ¢ Hemocrarounoctbio AJCJI
COOTBETCTBYIOT BCEM KPUTEPUSIM JIJIsI TIOCTAHOBKU IUArHO3a
PAC [4]. boio npoBesieHo uccaenoBanue 14 manmneHTos,
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Pe3yIBTaTBl KOTOPOTO TTO3BOJISAIOT OIIEHUTH IIPUMEPHYIO
JaCTOTY BCTPEYAEMOCTH OT/IETBHBIX CUMIITOMOB. 3a/IePKKa
MICXOMOTOPHOTO Pa3BUTHsI HABIIOAIACh Y BCEX IeTel, Cy0-
poru — y 10, HapyIIIeHIs MBIIIEYHOTO TOHyca (B YaCTHOCTH,
TUTIOTOHUA) — y ceMH, o(pTaabMoJIOTHYecKas aTOI0TUSA
U aHOMAJIMH, 0GHAPY KIBaeMble TIPH TTPOBEICHIN MarHAUTHO-
pesonancHoii Tomorpadpuu (MPT), — y BoceMu zeTeii.
3asiepKKU PasBUTHS y MAlHEHTOB GBI Pa3TMIHBIMU
1o TsRecTH. Takke HaBII0AMNCh 3HAYMTEbHbIE BAPUAITN
pasMepa OKPY;KHOCTH TOJIOBBI: Y IECTH TTAIIMEHTOB HabIo/a-
Jrach MuKporiedaust, y oqHoro peberka — makporedains [5].

OCHOBHBIMU [POSABJIEHUSAMHU HAMGOJIEE PACIIPOCTPAHEHHOTO,
I Thma maTosoTHY ABJAIOTCS BHIPAKEHHAS 3a/IeP5KKa TICHXO0-
MOTOPHOTO Pa3BUTHS, SMUJIETICUS, MBIIIIETHAS TUTTOTOHUS
u npusnaku, npucyinme PAC. /[y aToro Tuna xapakTepHo
JIOCTATOYHO paHHee Hayasio 3a6oseBaHust (MepBbie MECSIIbI
JKM3HI) ¥ OCTpOe TedeHwue [2].

HawuGonee vacto Berpevatommecs npustakn PAC: otcyTcTBre
3PUTEBHOTO KOHTAKTa, CTEPEOTHUIINH, BCIIBIIIKY arPecCh,
KUTAIMS U TeHIEHINH K ayToarpeccut [ 1]. Takke MoskeT ciiy-
YaThCsl OCTPOE IIEHTPAJIbHOE HAPYIIIEHUE 3PEHUST U MUKPO-
necdanus [3].

IT tun nenocrarounoctu A/ICJI manudectupyet B niepBble
TOZIBI KM3HM. [1epBbIit a1M3071 CyZI0pOT BO3HMKAET B /INANa30He
OT IBYX JIO YETHIPEX JIeT, HanboJIiee TO3Hee Hauaio ObLIO OTH-
caHo B /IeBATH JieT [9]. B wacTHOCTH, 0TMeuaeTcs 3a/iep:kka pede-
BOTO Pa3BUTWIsT, OJIHAKO HABBIKM HEBEPOATLHON KOMMYHUKAIIH
pasBuBatoTCa 6e3 HapyIieHuit. Y Takux sieTeil Takxke HabJoa-
10TCs aTaken [2]. ITOT TUII MMeeT 60Jiee MATKUE IPOSIBIIEHNS.
3ajiep:KKa IICMXOMOTOPHOTO Pa3BUTH B TAHHOM CITyJae He Ts-
xemas. Het stmenrtiaecknx mprumazkos. BoamoskHo TprcyT-
CTBIE HApYIIIeHNit 3penns u ciyxa [ 1]. Taxske onmceiBaercs Ha-
JITYMe BBIPAYKCHHOU MBIIIEYHON THIIOTOHUY [6].

Hesposornyeckue cumrromsbr tura I11 cxoxxu ¢ nposiiern-
stvu Tuma L. TTo GosmbInieil YacTi 0TMEYaeTCst TSKeIast 3aIepikKa
(busmueckoro passuThs pebenka. B Bospacte oT roga 10 AByX
JIeT HabJTIOIAeTCsT HAvaio Pa3BUTHST MBITeqHOI atpodun [1].

Tun IV 1o kImHIYecKM MPU3HAKAM SBSETCS TIPOMEKY-
TourbM Meskay TunoMm I u I1. He Ts:xenas 3azepkka ncuxo-
MOTOPHOTO Pa3BUTHSI, OTHOCUTEIHHO JIETKUE TIPOSIBJEHUS
SMUJIETICUN, aTPeCCUBHOE TTOBeJIeHNe, CTEPEOTUIIIH U HOP-
MaJTbHBIN 3PUTETBHBIN KOHTAKT [1].

Pazmgaior ocTpyio m XpoHUYECKYTO dHIIE(hATOTIATIH, BbI-
3BanHble HemoctatouHoctbio AJICJI. Octpast sHiedaonaTus
IIPOSIBJISIETCST, KAK MTPABKJIO, B TIEPBBIE MECSIIbI KU3HU. BoJib-
1IIeii YACThIO JIETU B JIAHHOM CJIyYae POKAAIOTCS OT HOPMAJILHO
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HPOTEKAIONIEN 6EPEMEHHOCTH, B CPOK U ¢ HOPMAJIBHOIT MACCON
tesia. Pannue npusHaky sItedanonatiy pazBuBaloTCs MOCJe
BBINICKY 13 poyioMa. OHM IOCTATOYHO HeCTieI[UhITIHbI, BKJIIO-
YaroT TJIOXOH alTeTHT, BSJIOCTh, PBOTY ¥ CHILKEHIE MBITIIEYHOTO
ToHyca. B manbHeliileM pa3BUBAETCs MATOJIOTUYECKAST COHIIU-
BOCTb, Cy/IOPOKHBIE TIPUCTYIIbI, MOKJIOHYC, STIU30]IbI AITHO),
BBIPKEHHAsI THIIOTOHMSL. TaksKe ecTb ONacHOCTb Pa3BUTHSI OTe-
Ka TOJIOBHOTO MO3Ta. CHMIITOMBI MOTYT YCYTYOISITBCSI BILIOTH
JI0 KOMBI U, B IAJIbHERIIIeM, JieTaTbHOro uexo/a. [pu octpoii
sHIe(hATONATHI CYIOPOTH UMEIOT cBor ocobeHHocTH. Hauamo
OTMEYAETCS B IIEPBBIE MECSIIIBI SKU3HU; B GOJIBIIIMHCTBE CITyYacn
3TO MPOCTHIE TTAPIUAJIbHBIE MOTOPHBIE IPUCTYIIBI ¢ HEGOMBIION
MIPOJIOJKUTETLHOCTBIO, HEPEIKO C TIOCIIEYIONINM Pa3BUTHEM
TOHMYECKUX CYZOPOT, CYZI0OPOT U MAaCCUBHOTO MUOKJIOHYCA.
YacTo BcTpedaeTcs pe3sucTeHTHOCT K JiedeHuIo [3].

JLJ1st XpOHNUECKO# BHTIeaIOMaTHI XapaKTepHO Goee Mef-
JIEHHOE TeyeHwre 1 MeHee TsiKeIast CMMITOMATHKA. OCHOBHBIM
MIPOSIBJICHIEM SIBJISIETCST 33/IEPKKA TICIXOMOTOPHOTO PA3BUTHSI.
Kak npaBuio, paBHOMEPHO 3aTParnBaloTCsl BCe KOTHUTHBHbIE
dynrunn. Takke HepeaKo HAOMOAAIOTCS THIIEPAKTHBHOCTD,
Pa3/PaKUTETbHOCTD, UMITYJIbCUBHOCTD M ArpeCcCUBHOCTb.
B anHamHe3e 06BIYHO €CTh 3Tall HOPMATHLHOTO PA3BUTHSL, KOTO-
poe B nasbHelieM 3amezstercsi. HeBposioridaeckue mposisJie-
HUS BKJIIOYAIOT TUIIOTOHUIO (MHOT/IA MOKET COIIPOBOKIATHCST
CTTACTUYHOCTBIO), CYZIOPOTH, CUMIITOMBI ITMPAMU/THON ¥/ 1IN
AKCTPATUPAMUIHON HEOCTATOUHOCTH [3].

KnuHun4yeckun cny4an

[IpencraBiisieM BalileMy BHIMAHUIO OIIMCAHME KIMHUYECKO-
ro cayyas 1eBoukH 1 roga 6 MecsitieB, KOTOpyIo Mbl HabIOAATN
110 2 1ieT. B MoMenT oGparierns ObLIn 5ano0bl Ha 4acThle SIU-
Jentrdeckrie npumaaky (10 B Teyenme Tpex 9acoB) JINTEb-
HOCTBIO OT CEKYHIBI 710 6 MUH (TOHINYeCKNe, TeMIKJIOHNYECKHe,
MUOKJOHWYECKHUE), a TAKKE HA BBIPAKEHHYIO 3a/I€PKKY
MICUXUYECKOTO Pa3BUTH (He PasroBapuBaet, He (UKCUPYeT
B3IJISIT ), YCTOMYUBBIE CTEPEOTUITHBIE JIBUKEHUSI PYK 110 THUITY
«morotnxsy (puc. 1).

Pebenok poskeH OT mepBoil, HOPMATBHO TIPOTEKABIIEH
6epementoctr. Poms B 40 Henenn, pusnonornieckue. Bec
3 kr 357 1, poct 48 cM. Bbuia BbInicaHa 13 POIOMa C IUarHo-
30M: 3710poBa. B Bospacrte 5 HeJleNDb Y IEBOYKH [TPOSIBUIINCDH
npunaaku. [lo omrcanuio popuTeseit, HAMOMUHAIOIINE SITU-
JIEITUYECKHE CITa3Mbl, CEpUIHBIE (710 5 MUH KayK/Iasi Cepust).
PelenKy Ha3HAYMIIN JIEBETUPALIETAM, TTOCJIE YEr0 IPUITALKH 1C-
€3/ Ha Tojl. Yepes To/1 MOM0GHBIH THTT CePUITHBIX TPHITAIKOB
B0o306HOBIICS. CyliecTBEHHOTO 3(hdeKTa MOBBIEHNE 03B
JieBeTrparieTama He fasio. [Ipunagku HecKoIbKO NU3MEHUITICH,
cepuu crajm 6oJiee MPOJIEHHBIMHU, TIOSABUIUCH KITOHUYECKHE
nofiepruBanust, 6oJiblie ¢ JieBoil croporbl. Haznauenue koM6u-
HAIlNK BATBIIPOEBOF KUCIOTHI ¥ TAMOTPUIKUHA CTIOCOOCTBO-
BaJIO YIIYYIIEHUTO KOHTPOJIS IPUITAIKOB, OJTHAKO TIOSBJICHHUE
TUTIMYHON aJIIEPTUYECKOI CHITIA MTPUBEIO K HEOOXOAMMOCTH
OTMEHBI JIAMOTPH/IKIHA.

OcMoTp peberka rokasza ciieftyolee: popMa rosoBbl HOpMO-
1iechasibHast, OKPY/KHOCTD TOJIOBBI 46,5 cM (cpe/iHee 3HaYeHUE
HOpMBI). UeperTHble HepBbI: JIETKOe PacXo7isIieecs: KOCOTIaue.
3pUTeBHBIN KOHTAKT CKOMb3Amuii. [lo3a He BEIHY:KIE€HHA.
MBEIIITeYHbII TOHYC U CYXOKUIbHBIE pechIeKChl HOPMATbHEIE,
D =S, 1+. [leBouka ympaeTcsi, HO He CTOMT, TIOJIO}KEHHE TITATKOE,
He yzaepxuBaeT Gaanc. Ha obpaiieHHyo pedb He pearupyer,
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PucyHok 1. MauueHTKa ¢ yCTOMYMBbLIMU CTEPEOTUMNHBIMMN
ABVKEHUSIMM PYK MO TUMY «MOIOLLNX>»

He TIOHUMAET. PyKit Bce BpEMST B [IBUKEHIH, CTEPEOTHITHN B BIIE
«moronxy mkeHnit. MPT rosoBHOro Mo3ra — pe3yJisraThl
HOpPMaJTbHBIE.

[TpoBenenue anexTposniedanorpadum B Bo3pacre 1 rozga
2 Mec. 1 2 JIeT IPOJIEMOHCTPUPOBAJIO TPAHCHOPMAITUIO MOJIU-
(bUITIPOBAHHON THIICAPUTMUH B MY IBTH(DOKAIBHYIO SINTIEITH-
(hopMHYI0 aKTHBHOCTB (pHC. 2 1 3).

Tenetmyeckoe riccneioBanyie (pacpeHHast AMIIEITIYeCKAsT
naHesib) BeIgSBUIO0 MyTtanuio reHa ADSL (c.1088 T>C;
€.563G>A) B reTepo3uroTHOM COCTOSTHUM. B YyacTHOCTH, reHeTH-
yecKoe 00CIeI0BaHNE POAUTEIEH BBISIBUIO H3MEHEHHsT TeHa
y obowx, y Matepu ¢.1088T>C, y otria ¢.563G>A. Oba BapuanTa
He OTIMCAHBI KaK BHI3bIBAIONIHE 3200 €BaHye U GBUIH OTIEHEHBI
KaK BapHAHTbI HEYTOHYEHHO 3HAYMMOCTH. PeGeHKY MPOBOIHN-
JIHCH GHOXMMIYECKHE 0OCIEI0BAHNS, KOTOPBIE TTOKA3AIH, UTO
YPOBEHb CYKIIMHUJIAACHO3MHA GBI MOBBIIEH B MOYE /10
293 MMoub/MOITh KpeaTuHuHA (ToKazaTen HopMbl 0—15,5),
YTO SIBIJIOCH TIO/ITBEP;KAEHAEM [TATOTEHHOCTH U3MEHEHUI B [IAH-
HOM TeHe, 1, KaK CJIeJCTBUE, HAInuus y peGeHKa 3a001eBaHus
nepurmra AJICJL.

O6cyxpeHue

CiiezlyeT OTMETUTD, UTO JIaHHOE 3a60JIeBaHIE ABJISAETCS
UCKJIIOUNTENbHO pefkuM. OnucauHblil cayyail — IepBbIi
Ha TOCTCOBETCKON Tepputopun. [uddepeHnaibuyio
ANATHOCTHUKY HEOOXOINMO TIPOBOIUTD C: HEBPOTOTHIECKIMU
3a60JIeBaHIUSIME, KOTOPBIE COTIPOBOXKIAIOTCS TPYAHO KYyITH-
PYEMBIMU CyZIOpOTaMu, sHIearonaTusiMu, IpyTuMU Hapy-
[IEHUSMU ITYPUHOBOTO U MUPUMHUANHOBOTO OOMEHa.

B neonarasbHBIN TEPHO, KaK IPABIJIO, cleayeT Anddepen-
IUUPOBATH JAHHYIO NATOJIOTUIO € HEJOCTATOYHOCTHIO TTUPH-
JTOKCaMuH-3-(hocdaT OKCHIA3hl, THPUI0KCHH-3aBUCHMBIMU
CYZIOPOTaMH, HEZIOCTATOYHOCTBIO 3-ocdormuiepar Aeruapo-
TeHa3bl U TUIIEPUHCYTHHEMITYECKON THITOrTnKeMueit. 3penka
CYIOPOTH B HEOHATAJIBHBII TIEPUOJ, MOTYT BBI3bIBATHCS HEIIO-
CTATOYHOCTHIO OUOTHH-UYBCTBUTENTBHOM CUHTETA3bI TOTOKAP-
6oxkcuassl. [1aToMOTHIO B TIEPBBIE MECSIIIBI KI3HU CITETYET
i depeHIIIPOBAT € HeKeTOTeHHOH rumeprimkeMueii, D-2-
TUZIPOKCU-TITyTaPOBON aluAyprett, 1eUIuTOM CyIbMOUT-0-
Kcuzasbl 1 6osesHbo Menkeca. B Gosiee crapiem Bospacte
HeoOX0MMO 00paTUTh BHUMAaHUE Ha CXOKECTh MaTOJOTHI
¢ cuHzipoMoM AnresbMana [2].

OcHOBHBIE IarHOCTUYECKNE Kputepun: 1) Hammaune metabo-
smtoB SAICAr u S-Ado B mumasme KpoBH, 11epeGPOCTTHHATBHON
JKUIKOCTH U/ WA MOYE, OOHAPYKUBAEMOE METOIIOM BBICOKOA(D-
(beKTHBHOI JKIIIKOCTHOI XpoMaTorpacduit; 2) BhISBJIEHHE CAMO-
ro fiepexta reHa ADSL nocpeicTBOM MyTallMOHHOTO aHAJIH3A.
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PucyHok 2. 9nekTpo3aHuechanorpamma nauueHTku (1 rog 2 mec.)
€ Npu3Hakamn MmoauULMPOBaHHON FrMNCapuTMnUmn
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PucyHok 3. dnekTpoaHuedanorpamma nauneHTku (2 ropa )
¢ TpaHccopmaLmert MoancMLMPOBaHHONM rMNCcCapMTMUn
B MyNbTUhOKanbHYI0 aNUNenTMgopMHYI0 aKTUBHOCTb

JlomosHUTEeTPHBIE KPUTEPHIH TUATHOCTUKH: 1) O4eBUIHBIIH
KauHuYecKuit peroruir, 2) Haanure Metaboutos SAICAr
u S-Ado B rasme KpoBH, 1epedPOCTIMHANBHON JKUIKOCTH 1/
WJTH MOYE, BBISIBJIEHHBIE TOCPEACTBOM IPUMEHEHUST CKPUHUH-
TOBBIX METOJIOB, TAaKWX Kak TecT bpaTTona — Mapimasia win
TOHKOCJIOMHasT XxpomaTtorpadust; 3) s1abopaTopHbIA aHaIN3
aktuBHocTH AJICJI B KymsType hubpobiactos [2].

JnarHoctrka 6asupyeTcsl Ha BBISIBJACHUN B 1[epebpocn-
HaJIbHOI xkuaKkoctu 1 Moue MeTaboautoB SAICAT u S-Ado,
KoTopbix y i 6e3 nepocrarounoctu AJ[CJI He Habsoza-
ercst. Takoke [UIs1 HOATBEPKIEHHS IMArHO3a MCIIOJIb3YIOTCS
METO/IbI TOHKOCJIOWHOM U JKMIAKOCTHON XpOMaTOrpapum.
[IpeHaTtanpHast AHArHOCTHKA 6a3UPyeTCsT Ha MyTAIlMOHHOM
aHa/u3e BOPCUHOK XOPHUOHA [6]. YIUTHIBAIOTCS JIOMOTHY-
TEJIbHO BO3MO’KHBIE IMaToJ0THYecKue u3meneHust Ha MPT,
Takue Kak arpodusi KOPbl TOJOBHOTO MO3Ta, MO30JIUCTOTO
TeJIa, YepBsl MO3KEUKa; HApyIIeHue U 3a/[eP)KKa MUETNHI-
3a1ue, aHoMaun 6eJioro BemecTsa [8].

Onrako HanboJIee MHTEPECHBIM TIPECTABISIETCS COUeTa-
HME KJTAaCCUYECKUX TIPOsIBJIEHNH 3260 eBaHust (TSKeION 3a-
JIEPAKKH PasBUTHS peOEHKa, pedparTepHOil My TETU(MOKATBHOM
SIIUJIETICUN) U PETTONOAOOHOTO MOBEJEHUS — COYETAHWS
AyTHCTUYECKOTO MOBe/ieHusT (OTCYTCTBUU MHTEPECA K OKPY-
JKAIOIIMM, OTCYTCTBUE 3PUTENHHOTO KOHTAKTa), CIIeluu-
YEeCKUX CTePeOTUNUH (IBICKEHUN PYK) U OTCYTCTBUS (DYHK-
[IMOHUPOBAHUS PYK (TOTBITOK YTO-MMO0 GPaTh, ONYBIBATS ).

[TosoGHbIE KIMHUYECKHE TPOSABIEHNsT HaBII0AI0TCs Y Ma-
uenToB ¢ myrarueit reiosB MECP2, CDKL5 u FOXG1;
BEPOSITHO, BCE 3TH CUHAPOMBI OOBEAMHAET OUH OO, TOKa
He M3BECTHBIN MeXaHI3M, KOTOPBIH, 10 BCEil BEPOSITHOCTH,
MPUCYTCTBYET U Y Hallel manueHTKu. 1 n3ydeHus aTux
MEXaHM3MOB HEOOXOIMMBI ZIAIbHEHTIIIE MCCIIeIOBAHUST IaH-
HBIX 0 GOJIbIIEM KOJMYECTBE MAI[MEHTOB.

KNiHiYHUA Bunapok

JleyeHue

ITUOTPOITHOTO JieYeH s Ha CerojiHst He cyniecTByeT. OfHaKo
TIPUMEHSTIOTCS PA3JINYHbIE BADHAHTBI CUMITTOMATHYECKOTO Jieye-
Hust. B 1998 roxy Gbiia pempHsITa 3aCIy;KIBAOIIAsT BHI-
MaHUsI [OIBITKA JIedeHus] TaHHOi marosoruu D-puGo3oii.
Ee niprem yBesmuunBaer Boienerue dhochopubosummmpodoc-
(hara, 4TO B CBOIO OUEPEb CTUMYJTPYET CHHTE3 Iy PHHA de 10vo.
TIpu 9TOM OTMEYAIMCh MHOTOOOEIIAIOLIVE YJIyYIICHN s IBUTA-
TEJIBHOIN KOOP/IMHAIINH, 2 TAKIKE YCIIENTHBIA KOHTPOJIb CY/IOPOK-
HbIX IpHCTyTIOB [10]. X0Ts B MOCTEAYIOMUX FCCACTOBAHUIX
YCIIEIHOCTb JIAHHOTO METOIA JieueHw st Oblia onposeprayTa [ 11].

CuMnToMaTH4ecKoe JiedeHne CyAI0POKHBIX TPHCTYTIOB,
B 3aBUCHMOCTH OT MX THIIA, TPOBOJIUTCSI TAKMMH TIPerapaTaMi,
KaK BaJbIIPOEBass KMCIOTa, (herobapOuTas, kapbaMmasemnyH,
TOIMpaMaT, JeBeTrparneTam, (peHuTouH, Kiaobazam. OueHb
JacTO BCTPEYAETCS MEMKAMEHTO3HAs Pe3UCTEHTHOCTS [12].

MporHo3s

[1poomKUTENTBHOCTD KU3HU TAKKX TIAIMEHTOB 3HAYMTEIBHO
Pa3HUTCS B 3aBUCUMOCTH OT TUIIA U TeYeHUsT TAHHOU T1aTO-
soruu. JleTn ¢ haTanbHO HeOHATATHLHOM (hopMOit TTOTHGaoT
B TIepBbIe Helen U MecsIsl oT pokaerus [13]. [lammenTtsr
C OCTPBIM TeueHreM 3a00JIeBaHUsT, KAK TIPABUIIO, YMUPAIOT
B PaHHeM JIETCKOM Bo3pacrte. /[pyrie — B BO3pacTe 0KOJIO
10 set. CaMbIil TUTENBHBIN BO3PACT MAITMEHTA € HE[OCTATOU-
Hoctsio AJICJI, o kotopom n3BecTHO Ha ceromus, — 30 set [14].
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