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Pe3yabrarhl: KTHHUYECKH MTOATBEPKICHHBIC Ay TONMMYHHBIE 3a00JIeBaHMS BRIABISLIIACH ¥ 33,9%
obcnenoBanHbIX (n=41). Jloasg manmueHToB ¢ ayTOMMMYHHBIM THPEOUAUTOM cocTaBmia 12,39%,
¢ aTpoPUYECKUM ayTOUMMYHHBIM racTpuToM — 5,80%, ¢ KpacHBIM IIOCKUM JnmaeM — 3,34%,
¢ ax3emMoit — 3,34%, ¢ ncopuazom — 2,48%, capkou1030M, PACCEIHHBIM CKIEPO30M, C aTOMUYECKUM
nepmatutoM — 1o 0,82%, ¢ cucteMHON KpacHOU BoyaHko — 1,65%. I1o naHHBIM OTEUeCTBEHHBIX
1 3apyOeXHBIX aBTOPOB B MHUPE J0J5 OOJBHBIX ayTOUMMYHHBIM THPEOUIUTOM cOCTaBisieT 4%,
¢ aTpoPUUICCKUM ayTOUMMYHHBIM racTpuToM — 1%, ¢ kpacHbIM iockuM JuinaeM — 0,01%, ¢ ak-
3eMoit — 1,8%, ¢ mcopuazom — 3%, capkougozom — 0,06%, paccesHHbIM ckiepo3oMm — 3%, ¢ ato-
MMHYECKUM JepMaTuToM — 2%, ¢ cucteMHOM kpacHoM BosuaHkod — 0,25%.[2,3] [Ipu cpaBHEeHUHN
HaONIOANINCh JOCTOBEPHBIE PA3IMYUs YaCTOTHI BCTPEYaeMOCTH ayTOMMMYHHOTO THPEOUIUTA,
aTpoPUIECKOTO ayTOMMMYHHOTO TacTPHUTa, CAPKOMJI03a U CHCTEeMHO KpacHOo# Bomdanku (p<0,05),
3HAQUUMOTO PAa3JIMYMsl BBISIBIIEMOCTH JAPYTUX ayTOUMMYHHBIX 3a00JI€BaHUI HE OTMEUaJIOCh.

BrIBoABI: y MAIIMEHTOB ¢ MHACTEHUEH CONYTCTBYIONINE ayTOMMMYHHBIC 3a00JIeBaHus HaOI01a-
1otes B 33,9% nabmonenuit. [lpu ananuse pa3nuuus BcTpedaeMocTu 3a00JIeBaHNS B MUPE U B KOH-
TPOJIBHOH TPyTIE JOCTOBEPHO YaIle BBISBISIINCH Ay TOMMMYHHBIH THPEOHUIUT, aTpOPUIECKHIA ayTo-
MMMYHHBIA TaCTPHUT, CAPKOUI03 U CUCTEMHAs KpacHasl BOJYaHKa.
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Kadenpa neBponoruu, HeHpoOXUpypriuu 1 MEAUIUHCKOW T€HETUKN

Canxr-IlerepOyprckuii rocyapCTBEHHBIN MTeIUATPUICCKUN MEIUIIMHCKUN YHUBEPCUTET

AKTYa/IbHOCTb UCCJIEA0BAHUS: SMUICIICUSI — PACIPOCTPAaHEHHAs HEBPOJIOTHYECKAs aTOIOTUs
JeTckoro Bo3pacta. B 6 u3z 10 ciiyyaeB 3THONOrHYECKUM (aKTOPOM BBICTYIIACT T€HETUUYCCKAS JIe-
TEPMUHUPOBAHHOCTS [1]. B OonpmIMHCTBE CllyuaeB TeHbl, NOABEPTIINECs MYTall1, HEU3BECTHBI HITH
HMEIOTCS TPYAHOCTH B MX MAeHTHUKauuu. Taxke MyTanus MOKeT Bo3HUKATh de novo [2].

Lenb ucciaenoBaHusi: onpeaeieHUe FTeHETHIECKOM MyTalluK y AeTel ¢ pa3inuuHbIMU GOopMaMu
SMUJIETICHH.

Martepuanasbl 4 MeTOIbI: B uccienoBanmne BkiatoueHo 24 (100%) manmeHnTa, BO3pacT aeTei ot
10 mecsineB go 12 ner. M3 yucna 3tux 6onbHBIX ManibuukoB — 10 (41,6%), neBouek — 14 (58,4%).
Bcewm netsim npoBeneHbl HeBposorudeckuii ocmotp, 231, BOM, MPT o6ciienoBanne u ceKBEeHUPO-
BaHUE.

Pe3yabTaThl: 1e00T MPUCTYNOB Y MAllMEHTOB BapbUpOBalI OT 2 MecsIeB 10 3 net. Haubonee
4YacTO B IaHHOM IpyMIle BCTpedaJuch reHepaJn30BaHHbIE TOHUKO-KJIOHUYECKHE MPUCTYIbl —
y 10 (41,7%) nereid, y 4 (16,7%) — nncdantunbuble cna3mbl, y 4 (16,7%) — TOHUYECKUE IPUCTYIIBL,
y 3 (12,5%) — atunuunslie abcancsl, y 2 (8,3%) — MuoxinoHndeckue npuctynsl, y 1 (4,2%) peden-
Ka — TunugHble adcancel. B 8 (33,3%) caydasix 3aperucTpupOBaHbBI SMTUIENITHIECKAE CTATYChI
B anamuese. B 13 (54,2%) u3 24 ciyvaeB BbIsIBIICHA dMWICITH(POPMHAsT aKTUBHOCTh HA PYTHUHHOMN
93T, B 9 (37,5%) cayuasx npu npoBeaeHun suaco-231 monutopunra. [1o pesynsraram MPT
B 13 (54,2%) cayuasx oOHapy>XeHbI CTPYKTYPHBIC H3MEHEHHUS T0JIoBHOTO Mo3ra. [lo pesynsraTam
TeHETHYEeCKOTO uccuenoBanus B 23 (95,8%) u3 24 ciydaeB BBHISIBICHA T€HETHYECKAs MyTaIlus:
y 5 nereit (20,8%) ona nmokanuzoBana B reae SCNla, y 4 (16,7%) — TSC2,y 3 (12,5%) — KCNT-1,
y 2(8,3%) — MECP2, y 2 (8,3%) myTtanus B mutoxouapuainbaoit JIHK, Taxxe BcTpedanuce myTa-
nuu, Jokanu3oBaHHbie B reHax G-6PC, DARS, SLC2A1, KIAA, BRAF, CPA6, MEF2C.
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BoiBoabl: y 23 u3 24 o6cnenoBanHbIX Aetei (95,8%) BHIABICHB TeHETHYECKHE MYTAllAH, TTPEI-
pacroJjiarapiie K pa3Butuio snwiencuu. OOHapyKeHHe MyTallui, BbI3bIBAIOIIMX PA3BUTUE dIIU-
JICTICU U, TIO3BOJISIET OTKA3aThCsl OT MPOBEICHUS JaIbHECHIIIUX JOPOTOCTOSAIIMUX JUATHOCTHYCCKUX
poIeayp, Hanboyiee TOYHO MPOTHO3UPOBATH TEUCHUE 3a00JIEBaHMs U OITUMHU3UPOBATH TEPAIHIO.

Jlureparypa
1. JlmarHocTHKa HANOTIATHYECKIX (DOPM SITUJICTICHN Y AETEH Ha OCHOBAHUH aJITOPUTMA MOJICKYIISIPHO-

renerudeckoro uccienopanus. T.B. Koxanosa, C.C. Xununa, C.O. AiiBa3zsH, T.B. AHanbeBa,

A.A. Aopamos, M.C. benenukun, T.1. Memepsikosa, [.P. Myrosun, H.H. 3aBayienko.

2. T'eneruka smuenicuu: 3a4eM M Kak oOciiefioBath neteit ¢ ammiencueid. E.Jl. benoycosa.
3. Mewmopanaym Mexaynaponsoit [IporuBosnunentudeckoit Jluru (ILAE): nu3menenus xiaccudu-

KallM¥ ¥ TePMUHOJOTUHN SIUIICTICHHA.

3HAYEHME XXENE3OAEOULNTHON AHEMUU
B PASBBUTUN ADDPEKTUBHO-PECITMPATOPHbIX
NMPUCTYINOB

Cygh Onv-Kun JLP.

Hayunsie pykoBoguTenu: 1. M. H., mpodeccop ['yzeBa O.B., k.M. H., nouent Oxpum U.B., k.M. H.,
noueHt, IHoustummun A.E.

Kadenpa HeBposoruu, HEHpOXUPYPruu U METUIIMHCKOW T€HETHKU

Canxr-IlerepOyprckuii rocyqapCTBEHHBIN MTeIUATPUIECKII MEIUIINHCKUN YHUBEPCUTET

AKTYyaJIbHOCTB HcciaenoBanus: ahdexTuBHO-pecnuparopHbie mpuctynsl (APIT) — mapokcus-
MaJbHOE, HEAMMWIEITHYECKOE COCTOsIHUE Y AeTel paHHero Bo3pacta.[l] B 3apybexHoii muTepatype
ormeueHo, uTo npu APII oxono 50% cnydyaeB oOHapyXKUBarOTCA NPU3HAKH JKeJle304e(QUIIUTHON
anemuu (OKIIA), mpu 5TOM YpOBEHB KOHIICHTPAITMH JKeJIe3a CBA3aH C TSHKECTHIO MapOKCU3MOB [2, 3].

Leab uccaenoBanus: onpenenuts poib KA y nereit B pazsutuu APIIL. BeiaButs paznuuans
teuenus APII mpu XKJA u 6e3 He€. Onpenenuts 3pPEKTUBHOCTH UCIIOIB30BAHUS KEIE30CoepKa-
LIUX TpenaparoB MpHU JEUEHUU MAPOKCHU3MOB.

Marepuauabl u Metoabl: Ha 6aze CIIb JI'TI 29 mist orieHKH 9acTOTHl BCTPEYAEMOCTH Y JIeTei
¢ APII XKJIA, TedeHust TPUCTYNOB U UX JICUEHUSI COCTABJIE€HA aHKeTa JJid aHOHUMHOTO OIpoca
19 matepeit, ubn netu crpanaroT APIIL. Ouenén coMaTnaecKuii 1 HEBPOIOTHUECCKUN CTATyC, HCCIIe-
noBanue kposu, 01, HCI. [IpoBenén aHanu3 noqy4eHHbIX pe3ylbTaToB.

Pe3yasTathl: BBIsBICHO, 4TO y 57,9% manuenTtoB (11 nereir) umenacey KA, u3 Hux y 8 nereit
MIPUCTYIBI IPOTEKaIH ¢ norepeit cozHanus (73%), y 7 mauueHToB NPUCTYIIBl OTMEUYaINCh Oojee
OJTHOTO pa3a B neHb (64%). Ha dbone neuenus npemaparamu xene3a y 75% MammeHTOB, UMEIOIINX
KA, mpucTynsl IpeKkpaTUiIuCh, y 25% oTMedasioch 3HaUUTeNbHOE X ypexenue. [Ipu atom, y ae-
Tel, He IPUHUMABIINX MPENapaThl, TapOKCU3MBbI OTMEUYAJIUCH JJIUTEbHOE BpeMsl. Y MalnueHToB 0e3
JKJIA mipu MCronb30BaHUM TOJIBKO CEaTUBHON Teparuu OBICTPOE MpeKpalieHne MPUCTYIOB MPOU-
301u10 TOJIBKO y 40%.

BoiBoabl: 1. Y 2\3 nanueHToB, cTpagaomux ahpekTHBHO-PECIUPATOPHBIMU MPUTTAJAKaMHU, 00-
HapyxkuBaercs JKJ{A. O1o onpoBepraer MHeHHE O TOM, YTO APII ABIAIOTCS UCKIIOYUTENHHO HEBPO-
TUYECKHUM paccTpoiicTBoM. 2. Beex pereit ¢ APII HeoOxoaumo o0ciie1oBaTh Ha HAJTHUNE KeJIe30/1e-
¢unutHO anemuu. 3. [lpu XKJIA addexTuBHO-pecmupaTopHbIe TPUCTYIIBI MPOTEKAIOT TSIKEIEe,
qamie ¢ morepeit cosHanus. 4. [Ipemapats! xenesa 3 QEKTUBHBI IPU JICUCHUH MAPOKCHU3MOB IIPHU
KJIA, nu3 aToro crneayeT, 4TO0 OHU HeoOXxoauMbl ipu eduenun APII.
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