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KHUPHUII (pancada noxkropu (PhD) auccepramusicu aHHOTAIMSICH)

Juccepranuss MaB3yCHMHMHI Ho0J3apOjuru Ba 3apypatu. bomanmap mus
danaxauru (bBM®) — Oy HepB TU3UMUHUHT PUBOXKJIAHUIITUHUHT OY3UIUIIN OYIHO,
MYIIIaK TOHYCH, XapakaTjiap Ba MOTOp KYHHUKMalapujard aHoMallusuiap OuliaH
taBcu(nanaau. Kacamnuk puBokiaHa€TraH MUSHUHT IIMKACTIAHUIIM OWJaH
6ornuk O0ynmuob, y Omnan 500 Ta sHrM TyFWITaH YakaJoOKIaH TaxMuHaH 1 Hadapu
kacayutanaau. JKaxon corimkau cakiamn Tamkuiotd (JKCCT) BM® uu Gonaiap
HOTUPOHJIMTUHUHT HI KEHI' TapKajiraH cabaOu ned TaH OJraH Ba YHUHI OyTyH
nyHE Oyiinya TapkKanuiuy 17 MUJUITMOH KUIIM YerapacuaaH omaan. CHMIITOMATHK
snmienicus (CD) Oomanap Ba kartanapaa 15-94% xonatinapna BM® HUHT KIMHUK
KCUMIIUHU EMOHJIAIITUPAIMTAH KUIAUN acopar OynubO XucobOmanaau. byHna
SIMJIETICHSIAH TYCAaTAaH YIuM XaB(OHHH OLIAIH>,

Kaxonna BM®PHH, YHHHI KIMHUK-HEBPOJIOTMK >KUXATIIAPWHHM YPTaHWIIL,
TAUIXUCIIATHUHT SIHTH YCYJUIApUHM U3JIAIl Ba JIaBOJIAI HATHKATAPUHU SXIIUAJIAII,
KacaTMKHU dpTa aHukiam, CD HUHr XaB( YacToTacM Ba MAaTOTEHETHUK
cababmapunn anukiam, CD  puBoxuianumu, bM® OunaH KacajlaHTaH
OEMOpJapHUHT TICUXMK Ba MHTEIUIEKTyal pPHUBOXKIAHUIIN (DyHKIUsIIapUa
AIUJICHTHK KapaEHHUHT POJIMHYU aHUKJIAII YCTYBOP HyHanuin cudaruia Makcaaiu
paBuiia oaubd coprwiMokaa. TaakukoTuwiap ymly NaTOJOTUSJIAPHUHT KYIIUIUO
KEJIMIIMHUHT  HEUPO(PU3MOJOTUK  Ba  MOJIEKYJSIPp-TEHETUK  MapKEpiapuHu
aHuKJamrad. TaJKUKOTIap HaTIKaJlapu IIyHH KypcaTraHKH, 3aMOHaBUMN
MOJIEKYJISIp - TeHeTHK ycyuiap BM® na CO tamxucnam Ba KEYUII OFUPIIUTUHU
Oaropariiarijia Xain KuIlyBYd axaMHsTra ora.

V306ekucton PecryOnukacu COFJIMKHM cakjail TU3UMHU Oonanapnaa acab
TU3UMHUHUHT TI€pUHATA]l MATOJOTHSICMHM JpTa AaHUKJIAIl Ba acopariap
YacTOTAaCMHM KaMmalTupuil Oyinuya KOMIUIEKC 4Yopa-TaAOUpJiapHH aMaauéTra
xopuil kunmoknaa. 2022-2027 #iunnapna BM® Gynran Gemoprapra, yJTapHUHT
TYMaKOHJIM XaET (HAOTUATUHU TAbMUHIIAI MacallaJJapuHy Y3 UIUra oJiraH THOOMii-
WOKTUMOMH €pJlaM KypcaTHIll TU3UMHHH TaKOMIJIIAIITHUPUII NACTypH HIIa0
yukuiarad. [IIyHUHT y4yH SHUJENTUK >Kapa€HHUHT HACIMIIMIM MacajalapyuHu
anukJiam Ba bBM®na naBojaliHMHT 3aMOHABUH yCYJUIAPUHU UITA0 YUKW UIMUAN
TaIKUKOTIAPHUHT J0J3ap0 HyHanmunuiapu xucobiaHamu. Yoy OeMopiapHUHT
aZeKBaT peaOuIUTAlMsACH Ba WKTUMOMN MOCJIAIIyBU KyI >KUXaTAaH Oapua
MaBxyZ Oy3WJMIUIApHM Y3 BaKTHAa TalIXHMCIall Ba Xap TOMOHJIaMma TYFpU
maBosamra OOFInK,. .

Yoy JIUCCEPTALMS TaJKUKOTH VY36ekucTon Pecnybnukacu
Mpesunentuanar 2017 #un 7  ¢depangarn  T1dD-4947-con  «Y36eKuCTOH
PecriyOnikacuHu — siHa/la  PUBOKIIAHTHPUIN  OYiiMya Xapakariap CTpaTeruscu
Tyrpucuna» ru ®apmonu, Y3oekucton Pecmyonukacu [Ipesunentununr 2017 fiun
20 monparu ITK-3071-con «Y36exucton PecnyGmukacu axomucura 2017 - 2021
Hujuiapa  MXTUCOCHAIUTUPWITaH  TUOOMI  €paamM  KYpcaTUIIHM  sHajJa

LJahon sog'ligni saglash tashkiloti veb-sayti, Jeneva: Jahon sog'ligni saglash tashkiloti. URL: htpp:/who.Int
/whr/2014/en/statistics.htm dan mavjud.
2SUDEN (epilepsiyada to'satdan kutilmagan o'lim).



PUBOXJIAHTUPHII Yopa-Taadupiapu Tyrpucuaa» ru, 2014 viun 1 aBryctoaru I1K-
2221-con  «2014-2018 #wmmmapaa V36eKuCTORAa  aXOIMHHMHT PENPOAYKTHUB
CAJIOMATIUTMHM SHAJa MyCTaxKamJialll, OHayiap, Oonaiap Ba YyCMUpJIAp COFJIMFUHU
Myxo(da3a KUIMII GOpacuIary AaBiaT JAcTypu TYFpHCHAAS» MM Kapopiapy Xamzaa
Maskyp  (aomustra TerMuum  OoIIKa < MEBEPUM-XYKYKHHA  XyKoKaTiaapa
OenruiaHTraH Ba3uQalapHu aMalra OIMPHILTa MyaiisiH Japaxkaaa Xu3Mar KUJIraH.

TaaKMKOTHUHT pecnyo0uka ¢dan Ba TeXHOJOTUsJIapU
PUBOKJIAHMIIMHUHT YCTYBOP HyHAJIMILIApPUra MOCJIMId. YOy auccepranus
TAQAKUKOTH pecmyOinka (aH Ba TEXHOJOTUSJIAPDHU PUBONKIAHTUPUIIHUHT VI.
«Tub6uér Ba hapmMakoIOTUs» YCTYBOP HYHANIUIITNTa MyBO(HK OaXkapuiraH.

MyaMMOHMHI  YPraHWIraHJuKk  jgapaskacu. DbM®nga  smuientuk
KapaCHHUHT MAaTOTeHE3U, TAIIXUCOTH Ba JaBoJjiaml OYyiWYa WIMHM TaaKUKOTIap
JYyHEHUHT KYIU1a0 MamilakaTiIapyuIard €Takyu THOOWI UIMUN MapKasiiapy Ba OJIAA
VKYB I0pTJiapuia 0aud O0puIMOK/Ia.

OnuienTuk >Kapa€HHUHT PUBOXIIAHMII MEXaHM3MJIAPUHMU aHUKJIAII, 3pTa
tamxuc  Kydnm, bM®HM fmaBosamr  Ba  OJJMHM  OJMMII  YCYJUIAPHUHH
ONTUMAJUIAIITUPUII ~ Macajajapd JOMMHUNA paBUIIAA TAaTKUKOTIH THOOHMET
XOJUMJIAPUHHUHT JUKKAT Mapkasuaa. EBpomna mamiakariapujia SMUJIEMHUOJIOTHK
MabJIyMoTiIapHu Tyruiamniia “EBpomana BM® snuakysatysu” (1998) (SCPE) xyna
KaTTa Bazudanu oaxapau. Yoy TamkuioT Typiau EBpona Mapkasnapujaru kacani
O6onamapuuHr peructpiapuau anukiaan. SCPE xosupma EBpomanmnr 20 Ta
nasiatuga 25 Ta aman kumaérran Mapkasra ara (Papavasileiou A., Petra M.,2020).

Cyurru dwiapaa ymly Natosorusra UHIAMBHIYYMHUHI UPCHI MONWJUIATH
XaKuJa KynpokK MyHo3apanap Mapxyia. bM® Ba snunerncust XoJaTIapUHUHT
aCOCHM KUCMUHHMHT T€HETUK ITHOJOTHUSCUHM aHUKJIAIIA SPUIIIIITaH FOTYKIapHU
xucoOra oJraH XoJija, STHOJIOTHK TaJAKUKOTAa YHUHT T€HOM TEKIIUPYBUHU KYpHO
YUKUII Makcaara MmyBoukaup. Onumiap Todopa kynpok bM® tamxucoTy yuyH
YHU(DHUIUPIAHTaH TY3WIWIITa acociaHTraH (yHJAaMeHTald KIMHUK TaMOWWIUIApHU
cakjia0d, reHoM THOOMETHM §3 MUMra OJIraH SHTU EHAANIYBIAPHU KYpPCATUIIMOK/IA
(Xomun A.A., 3aBamenko H.H., 2019, Fadypor Bb.F., AptuxoBa M.A., 2019,
I'.K.Cogukosa, 2020, Maxunosa E.H., 2021, Taccam M.B., Cemunnna A.C.,
2022).

AMMO KaCAJJTMKHUHT ayTOCOM-PEIIECCUB Ba TOMUHAHT HACIUN TypIapUHUHT
UPCUIl TeTeporeHjaurv, xaiu kam ypranwirai. bM®Ouuar X-0ofjaHraxn
MIAKJUITAPUHAHT MaBXYMJIUTH Xakuga TaxMuH Maxkyd. Llyaunrnek, wupcwuii
MEeTa0OJIMK SMUIIETICUSIIap MyaMMOCH XaM YpraHWIMaras.

JMuccepTranus TAAKUKOTHHUHT JAUcCCepTALMS 0a’KAPUJITaH OJUH TAbJIUM
MYacCaCaCHHMHI MJIMMUA-TAJIKMKOT HILJIAPH pe:Rajapu OMIaH OOFJIMKINIH.

Ymly nucceprauus umu AOy Anm u6bH Cuno Homuaaru byxopo namnar
tno6ueéT mHcTuTyTHAa (06.2022 PhD 147) “COVID 19 nan keiimaru naBpjaa
Bbyxopo Boxacw axoiu cajJOMaTiIWTWra TabCUpP 3TYBYH TMATOJOTHK OMUJUIAPHH
9pTa aHMKJIAII, TAIIXHCIANl XaMmJa SHTH JaBojall NpodUIaKTUKA YyCYJUIapUHH
unuiad yukum (2022-2026 iit.)” maB3ycuaara WIMHK-TAAKAKOT UIIIAPH PEXKACH
Joupacua Oakapuiaras.

32017-2021-fimmnapaa Y36exncton PecryGnuKkacHHI PHBOXKIIAHTHPHIIHIHT OEIITa YCTYBOp HyHATHIIHN Oitida
Xapakariaap CTpaTerusc.
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TaaKUKOTHHMHT MAaKCaAH. CHMITOMATHK OIWJICTNCHS OWIaH Ke4yBYH
Oonamap Musi (QaJaxJIUTHHUHT KIMHHUK, MOJIEKYJSIP-TEHETUK XYCYCHUATIApUHU
taHcuami, OamopaTian TaMOHWIIIAPUHN UIIA0 YUKUII Ba peaOMIMTAIIUSICUHH
ONITUMAJUIAIITHPHUIIIAaH HOOpAT.

TaagKuKOTHUHT Basudaiapu:

Oonamap wmus (Qanaxaurn OWiIaH KacajUlaHraH Oemopiapia KIUHHK-
HEBPOJIOTUK, yJIApHUHT KAPUHAONUIAPHIA HEBPOJOTUK Je(DULUT Ba SMUICTICUS
MaBXYJUIUTUTA KIMHUK-aHAMHECTHK Ba TEHEAJOTHK TEKITHPYBIAPHHU YTKA3HIIL,

Oonanap mus danaxymrya Oynran 6eMopiapaa CUMITOMATHK SICTICUSTHIHT
HEHPO(DU3HOIOTHK MapKEPIAPUHN aHUKJIAILL,

¢donat merabomm3muauHT Hoaumopd rernapuan (MTHFR (C677T), MTHFR
(A1298C), MTR (A2756G), MTRR (A66G)) Tax 111 KHIUII OpKajak Oojanap Mus
GanaXIUTMHUHT  TYpAM XWJ BapuaHTIapu Oynran Oemopiapia TeHETHK
TeTepOTreHIMKHN aHUKJAam Ba Oomamap Mus (ajakiIurd Ba CHUMIOTOMATHK
AIUJICTICUS YUYH 3XTUMOJIMI HOM30/l T€HJIApHU aHUKJIal,

Oonanap must danaxiaurd GoHUAa CUMITOMATUK SMWICTICUSHUA JIaBOJalll Ba
peaOunuTanysi TAKTUKACHHHI ONTHMAaJIIAIITHPHILL.

TagkukoTHUHT o0bekTH. TomkeHnT maxap PecnyOnuka Gonamap
MICUXOHEBpoJorus mudoxoHacuna nasojanran 3-14 &num 255 nadap BMD
TalIXMCIIaHTaH 00JaHU TUOOUI KYPUKIaH YTKa3UIITaH.

TanKUKOTHHHT MpPeAMeTH: BEHO3 KOH 3ap1o0u

TaagKHKOTHUHT ycyJU1apu: Tankukoraa KJIIMHUK-UHCTPYMEHTAI,
reHEaOTHK, HEUPODYHKIIMOHAJ, MOJICKYJSIP-TEHETHK Ba CTATHCTHK YCYJIIap/aH
(dolinanaHuaraH.

TagKUKOTHUHT WJIMHI STHTHMJIMIH KyHuaaruiapaad noopar:

BM® HuHr cnacTHK MIAKIJIApUAA STUICHTUK TYTKAHOKHUHT TE3-TE3 Ba KyJa
TE3-Te3 JIAKIIapU yupamu 0axojJaHuO, WIK MapoTadu KacCaUIMKHUHT ayTOCOM
pEeLEecCuB Ba peleccuB X-00FJIaHTaH UPCUN Typiapy MaBXyIJIUTH UCOOTIAHTaH;

BM® o6ynran OGemopnapaa maroioruk O3I, “mapmim martojgoruk’
snuientudopM  GaoIUK Ba  OMWICTICUSHUHT  HACIUWIUK  XYCyCHSTIapU
YpTacugaru KOppessiiiuoH OOFIUKIIMK aHUKJIaHTaH,

musi Ganaxu Oynran Oonangapaa ¢oaar meradonusmu rennapu (MTHFR
(C677T), MTHFR (A1298C), MTR (A2756G), MTRR (A66G) TtakcumoTu
acocuja bM® HHHT Typiy MAK/JIADUHUHT TEHETUK TE€TEPOTCHIIUTH TaXJIUI
KWINHTaH,

wik maporada CO cuz MTRR (A66G) Ba C3 MTHFR (C677T) Ba MTRR
(A66G) Oumnan BM® Oynran Oemopiapia SMUJICIICHS PUBOKIAHUII XaB)HUHU
CTaTUCTUK JKUXATAaH WIIOHApPIW Japaxajaa OIIMpaguraH HOM3OA-TeHJap
aHUKJIaHTaH,

“JleBeTuparneram” npemnapatu 6uinad bM® (oHuga TyTKaHOK Xypy>KJIapuHU
JaBOJIAIl TAKTUKACU ONTUMAaJUIAIITHPHUIITaH.

TagKUKOTHUHI aMaJINil HATHKAJIAPH

BM®HUHT cnacTUK MIAKUIAPUHUA MAPOKCU3MANI TYTKAHOKJIAPHUHT JHT KYII
yupauuran makuiapu cudaTuaa Kypuo YHKUIUIINA JTO3UMITUTH TaBCHUS THIITaH,

BM® Ba »nuiencUsSHUHT ayTOCOM PEIECCUB Ba PEIECCHUB X-OOFJIaHTaH
UpCUN TypJapuHU TE€HEAJOTMK YpraHWll HATUXKACHAA OJIMHTaH MablIyMOTJIap
ICHETHK MacjaxaT OepHIll aMaIHETUTa TaIOUK THIITaH,



dbenotunuk pasuiaa CO cuz BM® 6ynran 6emMopiap/ia aHUKJIAHTaH apTIU
AMWICNTHK (DAOJUIUK SMIJICTICUATA alJIaHUIIIN 3XTUMOJIH IOKOPIJINTHHNA WHOOATTa
oJn0, OEMOPIIAPHUHT TMHAMUK MOHUTOPUHTHUHU YTKA3UO TYPHII TaBCHUS dTHIITaH;

MTHFR (C677T) Ba MTRR (A66G) nonuMopd TeHIAPUHUHT HOMAKOYII
ajie]l Ba TEHOTUIIMK BapHaHTJIApU MycCTakwi pasumiga bBM® puBokiIaHULIN
OuylaH acCOLMUPIAHUIIN MYMKUH. YIIOy MAaTOJNOTHSHUHT PUBOXKJIAHUIINTA HYII
KYWMAacIuK y4yH TaOUpJaapHu yTKa3umaa OyHu Xucoora OJuIl MyXUMIIUTH;

BM®pa CO vu xomruiekc aaBondamnga ADIl neBeTupareraMHH OyrOpHII
Makcaara MyBOGHUKINTHHU WIMHH acocinad Oepuiras.

TagKuKoT HATWKAJAPUHUHI WINOHYWIMJMIM KYJJIAHWITAH YCyJUlap Ba
METO/IOJIOTHS, Ha3apuil MabIyMOTJIAPHUHT OJIMHTAaH HATW)Kara MYBO(DHKIUIH,
OEMOpJIapHUHT €Tapiu COHU, TAJIKUKOT HATHXKaJapUHU CTATUCTUK TaXJIMJ OPKAIU
KauTa WILIALI, ITYHUHTAEK HATHKAJIAPHUHT XOPHKUN Ba MAaXaJUIMK MAabIlyMOTJIap
OWJIaH TaKKOCJIAHTAHJIUTY OWJIAH TaCAUKJIAHTaH.

TaagKNKOT HATHKAJIAPDUHUHT WIMHMH BA aMaJIMiA aXaMHUATH.

TaaKMKOT HAaTWXKAJapUHUHT WIMHK Ba amanuid axamusity bM® ma CO
PUBOXKJIAHUIII MEXaHW3MJIapu OVHHYa SIHTM MabIyMOTJIAPHUHT OJUHTAHJIUTH,
peliecCCUB TEHJIAPHUHI HACJJIaH Hacira YTUII YCYJUITAPUHUHI AHWKJIAHTAHIIWTH,
reHetuk reteporensnukad, MTHFR (C677T) Ba MTRR (A66G) mnomumopd
TEHJIAPUHUHT HOKYJall ajuiell Ba TEHOTUNHWK BapUaHTIAPUHUHT aHUKJIAHUIIH
OwiaH U30XJIaHTaH, yJiap MycTakuwi paBuiijga bM® puBokianuiiy OuiaaH OOFINK
Oymumu MyMmKkuH. [laTonmorus pHUBOXKIAHUIIMHUHT OJIIUHU OJMIN Oyiinya
npoQHUIIaKTUKA YopaJapuHHU YTKazumaa OyHU XucoOra onaum Myxumaup. byHnan
Tamkapu, 6emopiiapaa uepedpan (anakiauK ydyH 3XTUMOJIUA HOM3OJ T€HJap Ba
BM®ru »nuiencusHUHT TEHETHK MapKEpiapyd aHUKJIaHraH, Oy TalIXucoT
cudaTuHU Cce3Wapiu Japaxaaa sIXIWiIaiau Ba JieBeTHpaleraM OujiaH
AHTUAIWICTITUK JaBOJAIl Ba peaduInTaIvs YOpaTapUHU ONITUMAaJUIAIITUPATH.

TaagKuKOT HATHKAJAPUHUHI :KOpUil KuiauHumM. bM®pa smwientux
KapaCHHUHT SIHTU TalIXWCOT Ba JIaBOJAIll ME30HJapu Oyiimda OJMHraH
HaTWKaJlapura acoCaH:

“bomanap Mus (QajaxIuruaa CHUMITOMATUK SIHJENCUS TalIXUCOTH Ba
JTABOJIAIIHUHT 3aMOHABUM EHJAITYBIapu~ YCIyOud TaBCUSHOMACHU TacCAMKJIAHTaH
(Cornukan caxmam Basupauruauar 2023 #iun 7 anpenamaru 23n/021-conmu
XyJnocacH). Yap KacaJUIMKHU 3pTa OOCKMYIa TalIXHciam, XaB() TYypyXUHH
aHUKJIAll, aCOCUM KacaJUIMK Ba acOpaTIapHU OJAMHM OJIMII BA 1aBOJIAITHUHT aHUK
yCyJUTapUHUA OSJTUIIANTHY TAKOMUJUTAIITHPUIII UMKOHUHU OepraH;

TaakukoT HaTmwkamapu byxopo BWIOSAT Kym TapMOKIHM Oojamap Mapkasu
HeBpoJiorust OynuMuiaa, byXxopo BWJIOAT TNCUXOHEBPOJOTHS JAUCIIAHCEPUHUHT
Oomanmap OYynmumuma »xopuii kuauHrad (2023 #wn 17 maiigaru 23-x/029-conmm
xynocacu). By ADIl Hm Tamxucnam Ba ‘“JeBeTHparieTam” OWJIaH JTaBOJIALI
cuparunu sxmmiarad, bM®na snunenTuk TYTKaHOK YaCTOTACHMHHM KamMalTHpraH
Ba YHUHT HEHPOMPOTEKTUB TAbCUPHU OWIIMIN, KOTHUTUB (YHKIUSIAPHU OIIUPTaH.
byHliaH Tamkapu, cTaquoHapra XapaxxatiapHu 95-/ KyHIra KaMalTHpraH.

TagkuKoT HATHKAJAPUHMHT anpodanusicu. TaAKUKOTHUHT HaTWXanapu 4
Ta XaJlKapo Ba 8 Ta pecnyOjuka WIMUNA-aMaini KOHQepeHIusIapaa Myxokama
KWINHTaH.



TaagkMKOT HATHKAJTAPUHUHT JIbJOH KWIMHraHJuru. Jluccepranus
MaB3ycH Oyiudua xamy 27 Ta WIMHI WII 4O JTHITaH, IIylapAaH Y30eKHCTOH
PecriyOnukacu Onwmii arTecTarusi KOMUCCHSICHHUHT JOKTOPIUK TUCCEpTalUsIapu
acoCHil MJIMUM HATWXKaJapUHU YOIl ATUII TaBCUsI KWJIMHTaH UMUK Hampiapaa 17
Ta MakoJia, kxymnanan 11 tacu pecnyOiuka Ba 6 Tacu XOpWXKUN >KypHayiapaa
9BJIOH KWJIMHTaH.

JluccepTanMsiHUHT TY3WJIMIIM Ba XakMM. Jluccepranus WA KHPUII,
Oemra 000, xoTuma, (Qoimamanuiarad anabuérinap pyixarumgad uOopar.
HucceprammstHUHT XakMu 120 G€THU TalTKuII STraH.

JTNCCEPTAIIMSTHUHT ACOCHUN MA3ZMYHHU

Kupum kucmuga VYTka3wiraH TaJAKUKOTHUHT J0JI3apOJIMIA  acoClaHTaH,
YHUHT Makcaaud Ba Basudanapu KypcaTWirad, YpraHuil OOBEeKTIapu
TaBCcU(IaHTaH, YHUHI pecnyOiauka ¢GaH Ba TEXHUKACHMHHHI  YCTYBOP
HyHanuuiapura MyBOQUKIUTH KYypcaTWIraH, aMalu€rra >KOpUH KWW YYYyH
OJIMHTaH HATW)KAJIAPHUHT WIMHHA SHTUJIUTH Ba aMaluil aXaMUSTH aHHUKJIAHTaH,
HaIllp ATWITaH WIMHUU MIUIAP Ba AUCCEPTAIUSHUHT TY3WIUIIN XaKUI1a MabIyMOT
Oepuiras.

HMucceprauussHuHr  “bojsagap Mus  ¢Qanaxiauru Oyiaran 0osajaapaa
CUMIITOMATHK 3NUJICNCUAHUHI PHUBOAKJIAHUIIMHUHI KJIUHHUK, MOJEKYJIsIP-
reHeTHK XYCYCHAITJIApUIra 3aMOHaBMi Kapauuiap” 1n1e0 HOMIIaHTaH OUpPHHYU
000uaa nuccepranusi MaB3ycH OYyilMdya Maxauldid Ba XOPWKUU HalIpJIapHUHT
mapxu Oepwiran. Illlynra kypa, OGatadcun ypraHuimHu Tanad Kuiagurad OUp
KaTop Macajajiap aHUKJIAHTaH, UITHUHT J0J13apOJiiru Ba ymOy MaB3yHM HILIA0
YUKHUIL 3apypaTy aCOCIIaHTaH.

HMucceprauustHUHT “TagKMKOT MaTepHaJIapy Ba YCYJUIADUHUHT KJINHUK
TaBcupu” 1ed6 HOMIIAHTAaH MKKHHYMA O000uaa Oemopiap Ba TaIKUKOT yCyJUlapu
XaKHJa MabJIyMOTIAp KEJITHpWiaraH. MabiyMOTHUHI TyJnukiura ydyyH bM®
OwitaH Kacayutanrad 0emopiapaa CO pUBOXKIIAHMILMHYU Y3 BaKTHAA TalIXKCIAll Ba
VHU J1aBOJIAlll Ba OJIIMHU OJUINra TabaKalalTUPWIraH EHAAITYB YYyH 3apyp
OynraH KIMHUK-aHAMHECTHUK, TE€HEAJTIOTHK TEKIIUPYBJIAPHUHT HEHPO(PHU3NOIOTHK,
MOJIEKYJIIP-TEHETHK NapaMeTpiaap ypTacuaard OOFIUKINTYA KYpCaTUIITaH.

KiauHuK-HHCTpYMEHTAJ Ba aHAMHeCTHK TaaAKUKoTaAap. Tagkukotaa 2020-
2023-iimmmapaa Tomkent maxpuaaru PecnyOnuka Oonaiap MCHUXOHEBPOJIOTHS
mrGOXOHACHHUHT O0J1aap HEBPOJIOTHS OYIMMUIa JaBojiaHumAa Oyiaran 3 Emman
14 émrava 6ynran BM® tamxucu Owiad maBosnaHunaa 6ynaran 255 Hadap 6oma
kupuTwirad. bomamapuunr Vpraya €mm  5,7+1,25 €mHM TalIKWAI 3Tra.
Cratuctukara kypa, BM® puBOXIaHUIIMIa DdpKaKiIap KYOpPOK MOWWI /1e0
xucobysianaau. Ymly TaaKUKOTIa KypcaTKuwiapjard ¢apkijap HIIOHAPIU 3IU
(P<0,05): yrun 6omanap 155 (60,8%), kuznap - 100 (39,2%) TaHu TamIKuI 3TraH.

AcopatiapHUHT MaBXyIIuTH €KH HyKiaurura kKypa, Oemopiap 3 rypyxra
oymunran: 1-rypyx (acocuit) - CO 6wmitan acoparianran BM® 6ynran 102 6emop,
2-TrypyX (Takkocnal) - mapokcusMai Tyrkanokcus bM® 153 6emop, 3-rypyx - 50
Hadap coryioMm 6oja (Hazopar).

[lynnarnek bM® HUHI KIMHUK IDAKIMra Kypa TypyXJap AaHUKJIAHTaH.
Tamxuc K.A. CemenoBanunr (1981), BM® HuHr kauHUK TacHupura Kypa



aHUKJIaHTaH, Oy KacayumMkaapHUHT Xajnkapo TacHUupuHUHr KXT-10/ICD-10 Ne7
Tanmabiapura Moc Kenmaau. YHra kypa, BM® HuHr Kyiunara maxmwiapu
YpHaTWITaH: WKKH TOMOHJIaMa T'eMHIUICTHS, CIIACTUK JHUILUICTHS, TeMHILICTHK,
THIIEPKUHETUK Ba aTOHUK-ACTATUK IMaKiuiapu. bM® HUHT KIWHHUK MAKIUTAPUHUHT
TaxXJIMJIKIa, TeKIIMpHIrad OoJiajgapjaa MKKA ToMoHiama remuruierus 81 (31,7%)
0onama, criacTuk aurierus - 68(26,7%) 6omnana, remumieruk 49 (19,2%) 6onana,
runepkuHeTuk 31 (12,1%) 6omana Ba 26 (10,3%) Oomama aTOHWK-aCTaTHK IITAKIT
oynran (1-pacm).

WKk TomoHnama remunnerma = Cnactmk aunnerna

= Femunneruk MMnepKUHETHK

1 ATOHMHK-acTaTHUK

1-pacm. bemopiaapauar BM® HUHT IIaKJIapu 0ViinYa TAKCUMJIAHUIIH

bynnan rtamkapu, Oonamap H.IT T'yamoown (1906) Tomonmman Taxmud
KWIMHTaH TeauaTpusaga KaOysn KWJIWHTaH OOJalMWKHU —aJloXHMaa JaBpjapra
OYIMHUIIM acoculia Ba YJApHUHT (PU3MOJIOTHUK XYCYCHUSTIAPUHU XHcOOra OJiraH
xoima A.®. Typ (1974 ) tomonugan Moauduiupiaanrad 6onanap 3 € rypyxura
Oynuuran: 3-6, 7-11, 12-14 ém. 3-6 émmaru 6onamap 116 (45,6%) GemopiiapHUHT
Oomrka rypyxJjapura HucOaTaH HT KYIT COHHU TaIlIKWJI 3TraH.

[ManenTnapaa yMymuid XapakaT coxacu ymymuii motop tacaudu (GMFCS)
Oyiinua OaxojaHrad. XapakaT Oy3WIMIUIApUHUHT OFUpIUrd 4 napaxkara Kypa
anukyanrad. 0 mapaka - aMajauil COFJIOM IMAIMEHT, SPKHUH IOpa onaad, Oab3uaa
MYIIIaK TOHYCHJa €HTWJ Y3rapuiuiap Ky3aTWIHII MyMKUH, | gapaka — manueHt
0ab3u (KMYMK) 4YCKJIOBIAp OWJIAaH MYCTAaKHJI paBHIlga topa oJyiafu, Oab3uaa
IOpUIIIa HOKYTaIMKiIapau xuc kuinaau, |l mapaka — manmmeHnTt €pmamMun MociaMma
épnamuna ropaau, |l gapaxa - 6emop XapakaT KWIMIIM MyMKHH, aMMO MabJiyM
YEeKJIOBJIAp OWJIaH; AJIEKTPUK HOTHUPOHJIAp apaBadacujiaH (oilajJaHUIIN MYMKHUH,
IV mapaxa - 6emMop MyCTakuJI paBUIIa XapakaT Kuja OJIMaiJii; YHU HOTUPOHJIAp
apaBavacH/ia dHara oJauo FpaJy.

CD puBoxinanuil XaBhUHA OamiopaT KWIHII YYyH PETPOCIIEKTUB TaJAKUKOT
yTkazwiran: bM® Tamxucnanran Oapya MalUEHTIAPHUHT KAaCAJUTUK TapUXUHU
TaxXJINJI KAINI, YIAPHUHT OHAJIAPUIAH CYPOB YTKA3UILl, HACIUW MMATOJIOTUAHH, 11y
KyMITaJlaH DdIWJICTICUS MaBXY/UIMTHHA VPTaHWIN, HYKCOHJIM TEHHUHT YTHIII
AYIMHM aHUKTAIl MakKcaauaa ImakapaHd (owja JapaxTv) Ty3u0 YHKHMII,
XOMMJIQJIOpIMKKaya aCIHUHT XOJIATUHW TaxJIMJI KWJIWII, Oojlanapja Typiau Tpe-,
WHTpaHaTAI- Ba MMOCTHATAI OMUJUTApHUHT CD MaK/UIaHUIIATA TAhCUPHHHA TaXJTHIT
k.  Kacammk  aHaMHe3W — ypraHwirai: OHa Ba  OTaHUHI €1,
XOMIIAJIOPIUKHUHT KEUHINY, EHJONI KacaJUTMKIIAp, 3apapiid ojJatiap, TYFPYK
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TapUXH, STU3AKIAPHUHT, ailHUCa MOHO3UTOTJIAPHUHI MAaBXYIJIUTH, OOJIaHUHT
TyFWITaH caHacu Ba BazHU. BM® Oynran Gemoprapaa SMUIETICUS PUBOKIIAHUII
xaBGUHU Oamiopar KWJIMIIHUHT acOCH OMMJUIAPU aHUKJAHTaH. boiaHuHT
NICUXOMOTOpP PHUBOXJIAHUINM, OOJAHUHI XapakaT Oy3WJIUIUIAPUHUHT OFUPIIUK
Japakacu YpraHujra.

beMopHUHT 0Ta-oHacH Ba OOIIKa SIKMH KapUHIOLUIApUIaH aHAMHE3 MUFUJITaH
Ba THOOWII MabIyMOTIap OWJIAH TYJIIUpWIraH (MyTaXxacCHUCIAPHUHT KYpyBIapH,
OJJIMH YTKa3WJITaH MHCTPYMEHTAI Ba J1a00OpaTop TEKIIUPYBJIAP HATHXKAJIApH).
KnuHuk - HEBpPOJOTHMK TEKIIUPYB Oakapwira, IIy >XymusiagaH OoOII-4aHOK
HEpBJap, NUpaMHIall, SKCTparMpaMuaal, CE3rd Ba MyIIaK TU3UMIIAPH, SITHIIETICUS
MaBXXYJIUTH YPraHUJIraH.

I'eneanormk TexkmmpyB ycyau. Hpcuil kacammukiap TapKaTUIIUHUHT
KOHYHUATIIAPUHU aHUKJAIl Y4yH Iy ycyngaH ¢oiinananuirad. ['eHeamoruk
TaxJIuil yCcynu OwiaH KyWuaarwiapHu aHukjanradn: bBM® Ba snumerncusi HacIuii
XapakTepra oJramMu. Arap OU3BHMHT OeMopiapuMmusia IIyHAal OOFIMKINK
AHUKJIAHCA, HACIUWJIUK TypH, MPOOAHIHUHI T€HOTHUIM, OWjaja OOIlIKa UIyHJau
KacaJl OOJAHUHT TYFUJUII SXTUMOJIM €EKU YHAA TATOJOTMK OENrMHUHT
TalTyBYAHIIUTU YVpraHuirad. TeXHUK >KUXATJaH TeHEaJOTHUsSHU MKKH OOCKHY/Ia
ypranwiran: 1 6ockudu — ymOy ownana Oenru €Kd KaCaUIMKHUHT TapKaJIUIIWHA
YpraHui Ba maxapa JapaxTHHHU Ty3ull. 2 60CKAY — MIayKapaHU TaXJIWI KHIUII.

DIEKTPOHEUPOPUZUOTIOTUK yCYJIIIap - SMUIIETICHUS TallIXUCOTH/Ia a0CUN YCYII.
VYnap napOKCU3MIIAPHUHT SMNWICNTHK XYCYCHUSITUHU TAaCOUKIAIl Ba SMWICHTHK
VUOKHUHT JIOKAJIU3aUUACUHHA aHUKJIAlll IMKOHUHM Oepaau. Mus Ty3uiMagapyuHUHT
(yHKLIMOHAN XOJaTH Ba MHS TY3WIMAJAPUHUHT €TYKJIUTH acad TYKUMACHHHHT
OMOPIEKTPUK (paoyuUru OMIIaH YpraHuira.

bapua Gonamapga myHTtazam anektposHiedanorpadus (33I7) Gaxapunras.
Tankukornap «uuedanan 131-03» (Poccus), «Murmap» sHuedanorpadiapuma
«10-20» kocawanapuu sxoiutamrupum Ba 30 MM/CEK YKOWTAMITHPUIIT TE3TUTHIA
niTkazwirad. 92317 MabaIyMOTIapy MOHO- Ba OUTIOJNISAP yJAHUILIAPA YpraHUJITaH.
®dyukimonan Ttectnap kKytanwiran (2-50 T’y wactotama GoTOCTUMYISIHS).
ODI'HM Taxawil KwiMijga OoJiajap MUSCUHUHT OHO3JEKTPUK  (PAOJITUTMHUHT
(BMBD®) &mra OOFMMK XycycHsTiaapu XucoOra ojuHrad. 9O HHUHT PUTMHUK
(daouruHu TaBcudIall pUTMHA UACHTH(PUKAIMSUIAITHUHT y9Ta ME30HU acoCujia
amajira OLIMPWIraH: AMana3oH 4YacToTacH, (aoiuk (OYCHHHMHI Tomorpaduk
JIOKAJIU3alUsACH, PUTMUK T€OpaHUIIIADHUHT XaTTU-XapaKaTiiap OujiaH OOFJIMKIUTH
(byHKIIMOHAI ~ pPEaKTHUBIMK).  DieKTpodHuedasorpaMmmanap  TEKIIUPHUITaH
oemopiapaa BMBO® xonatiHn 00BEKTHB OaxoJiall MMKOHUHA OepraH.

TaakukoTHr Oakapuin skapaéuuna 4 ta noaumopd reH ypranwirad. bM®
ounan (nN=100) Ba cormommapaa (N=103) c¢onar mukam rewaapunun (MTHFR
(C677T), MTHFR (A1298C), MTR (A2756G), MTRP (A66G) wmonekymsp-
TFeHETUK TaxXJIWI KWIUII y4uyH, BeHo3 KoH DJTA K2 mpoGupkanapura OJIHHIM.
l'ennmapan tumnam craggapt pexumpa I[P épmammpa amanra ommpuiau:
mumorutaapaad renom JTHK axpatunau, cyurpa yaunr to3amuru (1,7/1,8) Ba
cuekrpodoromerpaa (NanoDrop 2000 AKII) xonumentpammscu A260/280 HM
TYJIKAH Y3YHJIUTM1a VIIYaHTaH. Kelinnuanuk aMIUTpUKAIUSTHA
tepmormkiiepiaapaa (GeneAmp PCR-system 2720; Applied Biosystems, CIIA u
CG1-96 «Corbett Researchy QUAGEN, I'epmanus) ytrasunrad. JJHK reHuHuHr
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amMIuIMpuKaus GparMeHTIapUHUHT MUKIOpH Ba crieuuukauru 1-2% nu arapiau
rejja Ba YpHaTwiraH kamepain Y b-TpaHCHIUTIOMUHATOP OWJIaH TaXJWJl KUJIMII
OpKaiu ypraHuiraH. J[eTeKTUpJaHTaH TeHJIAPHUHT HYKJICOTHJIAp KETMa-KETJIUTU
«Oligo v.6.31» nactypu €paaMuia aHUKJIAHTaH.

CTaTHCTHK TAAKHKOT Yycy/ulapu. TaakukoT HaTwkaizapu Pentium-1V
mraxcuit kommtorepuaa Microsoft Office Excel-2016 mactypuit maketn Epaamuma
CTaTHCTUK KailTa WIUIAHTaH. S"praHI/maéTraH KYPCATKHUWIAPHUHT  ypTada
apupmeTrk KuiiMati (M), cranmapt oruil (G), YpTadyaHUHT CTaHIAPT XaTocu (M),
HUCOM KuimaTiap (dacrora, %) aHHWKIANAAa BapHAIMOH CTAaTHCTHKAHWHT
NapaMeTPHK Ba HOMapaMETPHK yCYJLIapH KyJLUIAHMIITaH. Y T4OBIAPHUHT CTATHCTUK
aXaMUSATHHUHT XaToJuK »XtuMoiuuud (P) xucobmam Owmman Criogent (t) Ba
®umep (F) me3ommapu OwiiaH aHWKJIaHTaH. AXaMUSATIWIAK Jdapa)cack cudaTuia
P<0,05 ka0Oyn kumeran. Cudar KuiiMaTiaapu y9yH CTaTUCTHK aXaMHUATIMIUK )>-
(Xu-KBajpar) Ba Z-KpuTepuii épaamuaa Xxucoobaad YMKUIraH.

HucceprauustHuar  “bojgasap  wmusa  Qanaxiurnga CUMIOTOMATHK
IMUJIECNICUSIHUHT KJIMHUK KeYHIl XYCyCHSITJIapd Ba Tamxucoru” 1eb
HOMJIaHTaH y4uH4Yd O0o0Oujga BM® HuHr KiauHUK makiura kapad CD HHHT
XycycusiTiaapu, dvactotacu Ba Tabuatd, CO pPUBOXKIAHUIIMHUHT  KIWHUK-
aHaMHeCTHK xaB( omunapu taBcuduanrad. CO - BM® HUHT KJIMHUK KEUUITUHU
OFUPJAIITUPYBYM XKUAAUM acopat 0yiubd xucoOnmaHagu.

BM® pna C3D HuMHr y4pam 4YacTOTacH, TypJd TaJKUKOTUHJIAPHUHT
MabiIyMoTiapura kypa, 18-80% nu Tamkwun kunaau. buz tekmmpran 255 Hadap
BM® nu Gonamap opacuma 40% (102 Goma) xommapaa CO kys3atwirad. bynma
AMWICNTUK TYTKAHOKJIAPHUHT Taii0 OYIIMII BaKTU MyXUM — KaHYaJIMK 3pTa Oyiica
KACAIUTMKHUHT OKHOATH IIyHYIMK OFMp Keuyuimu Ky3atuigu. CracTuk
CHHApOMJIAp MUSAJArd XapakaTHW OOIIKApYyBYM MHUpaMUAANl  HYJUTApHUHT
HIMKACTIaHUIIM Tydaiau ro3ara kenaau. BM® KoHTeKCTUIa yliap IOKOPU MYIIaK
TOHYCHM Ba peQUIeKCIapHUHT Kydaiumwu OwunaH TaBcudianaau. YiapHu
KyHujgaruwiapra OYJull MyMKHH; WKKM TOMOHJIaMa TE€MHIUICTHS, CIIACTHK
aumierusi, bM® HMHr TeMHIUIETMK I[IaK/JIapyd. DBH3HUHT TaAKMKOTUMU3IA
(1->xamBai) KaCAJUIMKHUHT aifHaH CIIACTHUK IIAKJI SHT KYTT COHHH TaIIKWI STIraH.

1-sxkaaBa
bemMopaapHuHr 0oaasnap Mus pajakJIMIMHAHT IHAKJIApPU Ba
IMMJIETNICHATHUHT YYpall 4acTOTACH Oyitnya TakcumJaanuinu, Hadap (%)

bM® HuHT makiuapu bemopnapHuHr CD Ounan P
YMYMHH COHU bM®
n=255,% n=102,%

1.Ukku TOMOHJIaMa 81 (31,8) 42 (41,2) p<0,001
TeMUILICTHSI

2.CnacTuK JUILICTHS 68 (26,7) 20 (19,6) p<0,001
3. 'emurieruk 49 (19,2) 27 (26,5) p<0,001
4. 'unepKUHETHUK 31 (12,1) 7 (6,8) p<0,001
5. ATOHUK-aCTaTUK 26 (10,2) 6 (5,9) p<0,001

CO »ur xyn BM® HuHr cnactuk Mmakulapuiaa ydpaian. MacanaH, MKKU
ToMoHJIaMa remurierusga CO yactotacu Oomika makiuiapaaH 1,6-6 GapaBapra
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IOKOpU. DHI' KaTTa T'ypyXHHU CINACTUK IIAK/UIap TAIIKWI 3Trad - 198 xonart, ynap
opacupa -87,3% Hu 3nuIIencus XoJaTiapy TalIKAJl 3TTaH.

TyTkaHOK7Iap YacTOTacMHU TacHUGIA OYyinuya SMHIETICUS YacTOTAaCHUHH
aHUKJIAJUK: KyJla KaM - Huil qaBomuaa 1 mapra; kaMmJaH-kaMm xoJuiapja - oiura 1
MapTa; ypTada yactoTa - olura 2-5 mapta €ku xadracura 1 mapra; Te3-te3 - oiura
5 MapTajaH OpTUK; JKy/a Te3-Te3 - Xap KyHHu. Te3-Te3 Ba )KyJa Te3-Te3 yupaluran
SMWICHTUK TYTKAHOKJIAp aKiIuid 3audIMKHA KEJITUPUO YWKapaad, Xapakar
KOOWIMSTUHN EMOHJIAIITAPAAN Ba OOJAaHUHT HYTKUHUHT PUBOKIAHUIIUHU
Oy3zamu. Vkku TOMOHJIaMa TeMUIUIETHSUIM Oonamapaa Te3-te3 xypyxkiap 30%
KYTIPOK HIIOHYIN Tap31a Kaua sTiwirad. JKyaa Kam Ba KaMm y4panurad SMUICITHK
TYTKAHOKJIAp KaCAJUTMKHUHT Kysiai Oamopatu 0ynuO, ynap BM® HuHT cnacTuk
murerusicu o6ynran 4 nadap 6emop OGosanapa aHUKIaHTaH.

ONWIenTUK TYTKAHOKJIAPHHW YpraHWI, CHHAPOMJIApPHW TacHU(IAI Ba
TETMIIIM JlaBoJilalml Xalikapo smwiencusra kapmu Jjmra (International League
Against Epilepsy - ILAE) TaBcusiiapura acocjiaHraH. DHI Te3-Te3 ydpaijaura
reHepanu3alysuianrad Tytkanokiaap 54 (52,9%) manuenTna, keiimH ¢okan - 37
(36,3%) Ba Oonuranumm HoMabiaym Oyaranm 11 (10,8%) Oemopna yudparah.
Anamue3ga CO MmaBxyJ Oyiranja, TErMIILTH aHTUATIUIICITUK TEPAUSHU Y TKA3HIII
MakcaJu/ia »SIWICNCUSHUHT OonutaHuml €M, TYTKAHOKJIAPHUHT Typu Ba
yacToTacH, TabuaTu Ba Jokaimuzauusicd, OO Oy3wIHMIIIapHUHT KYpUHHUILIApU
XucoOra OJIMHTaH.

BM® 6ynran Oemopiapga yMyMHid XapakaT COXacH YMYMHH MOTOpHKa
tacaupu (GMFCS) 6¥yiinua OaxomaHraH. YHra kypa, OeMOpJapHHHT Xapakat
KYHUKMalapu TYpT napaxkara OynuHrad: OyHaa | napaxa sHT eHrun Oy3uiviiap,
IV-napaxa sca sHr orup. Enrun |-mapaka xam snujencusiiig Xam STUJICTICUSICU3
KaM coniu Oomanmapaa ky3aTwirad. |V-mapaxka osnunencusimu bBM®  Ounan
KacaJUlaHTaH OemopJiapa ydparaH Ba OyHM 3MUJIENCUS KYIIWIUIIN OoJiajap MuUs
(hanakyl KSYUIITMHA OFUPJIAIITUPHINN TYFPUCUIATH JATMIT TACTUKIIANIH.

Kymmab tagkukotuminap upcuii ommiHd BM® ro3zara keaummaa MONHIUIMK
KWIyBYH oMU 1e0 Oaxonamanu. Ownaga uUpcuid OENTWIAPHUHT TapKaJHII
TaOMaTUHU YPraHWIl TEHEATIOTHK yCyJd OWIaH amaira OIMpWIaH. | eHealoruk
ycynnan ¢oigananno, 6uz BM® Owmman 255 Ta l-mapaxanum KapUHIOUUIUTH
Oynran ownamapHu (ota-oHamapu, cubciap) BM® Gemopnapau Tekmupauk: 1-
rypyx - CD Ounan acoparnanrad BM® 6ynran 102 6omna, 2-rypyx — CO cu3z BM®
Oownan kacamtanran 153 nadap Oomamap. Hazopar rypyxu — Oupop Oup upcuii
natosiorusicu 6ynmaran 50 Hadap cornom Oomanap. bapua 6onamap 3-14 €mna
sau. Upcwit Genrumap cudatuaa Kyhdugaruwiap KaOyn KUIWHIU. HEBPOJOTHK
HYKCOH xamja snuiencus. Kacamiik Tapuxu uKkana ota-oHangaH, 6ab3u Xouiapaa
6000 Ba OyBuUIapaaH y3apo CYpoB OpKajdu aHUKJIaHTaH. Me3oH cudaruma uKKuTa
oenru Tannab omuHraH: 1-um - Ypranwiaérran ownana Oupop OUpP HEBPOJIOTHK
HYKCOHHUHT TapKaJTaHJINTH, 2 — TaaKWK OSTUJIAETraH OWIaJia SIHICTICHSTHUHT
MaBxkyniauru. busnunr Tankukorumuzna CO mu Ba CO cuz BM® Gemoprnap
npobany (Ypranunaérran maxc) oynran. [llaxapa yayn 6u3 6emop ounacHHUHT 3
aBJIOJIMJIa HEBPOJIOTHMK HYKCOHJIAP Ba AMWJICTICHS MaBXYIJIUTH XaKHUJla MabIyMOT
Tymanuk. Mkkama XyCyCUsTHH XaM aJIOX¥/Ia Tax THJT KAJITUK.

HeBponoruk HyKCOHJIapHU YpraHuIll HATWXKAJIAPU IIYHU KYPCATIUKH, UKKaJa
rypyxJia XaM UPCUSITHUHT aCOCaH MKKUTA TYPH MaBKyJ. ayTOCOM-PEIECCUB Ba X-
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Oofnanran pereccuB (2-xamBan). HeBpomormk HYKCOH acocaH 3pKakiapia
YCTYHJIMK OWJaH aHWKJIaHTaH, adnjiap KaMmJaH-KaM XojUiapjaa Ba (akaTruHa
oTajlapy KacajulaHraHujaa kacan OynumradH. by Ownan BM® nu GosanapHUHT
YMyMHH Typyxuaa Kusjapra Kaparaniga Vruna Oonamap KYNpoK OYIraHiauru
JAWIAHU TYIIYHTUPHIAAH

2-KaABaJI.

Boaanap mus ¢asaxiuruaa HeBpoJaoruk 1epuuuT y4yH HPCUATHUHT
TaKCMMJIaHUIIM TaduaTu, Hadap (%0)

Hacnuiinuk Typu CO 6unan C3 cu3z BMO® t P
BM®

AYTOCOM-PEIECCUB 31 (30,4) 61 (39,9) 23,8 p<0,001

Peneccu, X-0ofnanran 29 (28,4) 22 (14,4) 25,7 p<0,001

AHUKIaHMAarad 42 (41,2) 70 (45,7) 33,9 p<0,001

Kamu 102 (100) 153 (100)

HeBposioruk TaHkuciauk OVilmdya HACIMMIMKHUHT ayTOCOM-PELIECCUB TypHU
WKKaja rypyxja xam tomwirad, ammo CO cuz BM® 6ynran Gemopiap rypyxua
IOKOPHY MINOHWIMIIMK OWJIaH aHWKJIaHTaH. YMymui conman 112 (43,9%) Gemopmaa
HACIIMUAJIMK TYpUHM aHuKIab OynamaraH. Oxtumot, Oy xonatiaapaa bMO®
KYPUHUIINIATH HEBPOJOTUK HYKCOH OOIIKa vpcuil OYiamaran oMmwuiap ¢oHHIA
PYBOKJIAHTaH.

Xap Oup UpCUAT Typu y4UyH HMKKala rypyxJard nOpoOaHajiap owiajiapuja
SMUJICTICUS MAaBXYJIUTH XaM aHWKIaHraH (3-kamsan). Onwierncus Oyhnda
HACIIMAJIMKHUHT CE3WJIApiu JapaxaJa B3HI KyN ydpailaurad xojatiapu X-
Oofnanran peueccuB tunra kypa CO Ounan BM® Oynran Oemopiap rypyxuia
aHWJIAHTaH.

3-KaaBal
Boaanap Mmus gasaxkiuruaa 3Nuiencus y4yH HPCUSITHUHT TAPKAJIHMIII
TaduaTu, Hadap (%0)

Hacnuiinuk typu CO m CO cus t P
Oonamap Mus | OoJanap MUS
dhamaxu danaxu
AyTOCOM-perieccuB 30 (29,4) 35 (22,9) 15.9 p<0,001
penieccuB, X-0OFJIaHTaH 45 (44,1) 30 (19,6) 25.9 p<0,001
AHUKJIaHMara 26 (25,5) 88 (57,5) 6.5 p<0,001
Kamu 102 (100) 153 (100)

BM® 6ynran OonanmapHuHr Kymuwmruga - 114 (44,7%) snwiencusiHua
aHuKIa0 OYnmmamu. DXTUMOJ, ymiOy Xojarjiapaa SIUJIETCUsS UPCHM dMac, Oanku
CUMITOMATHK OYJraH, ibHU acocuil kacasuiuk bBM® HuHT — acopaTu OYyiraH.

BM® Ba CJ puBOXIAHMIIUHUHT XaB(} omusuiapu. KacaulmkHUHT TYIUK
KJIMHUK KYPUHUIIMHK Ba OKUOATWHU TYUIYHUII OHTOT€HE3HUHI AacTiIa0Ku
OOCKMYMAa MU HIMKACTJIAHUIIMHUHT MAaTOT€HE3WHU aHMKJIaMaclaH, IIyHUHTJCK,
BM®parn CD puUBOXIAHWUIIM YYyH XaBd OMIIJIAPWHH aHUKJIaMaclIaH
UMKOHCH3AMp. bu3 puBokiIaHa€TraH Musra 3apap eTKa3zaauraH OMUJUIAPHU
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Ypranu6 YMKAUK. YJIapHU YPYFIAHUILAH OJITUH, XOMUJIAAOPIUK JaBpUAa, TYFPYK
BaKTHJIa Ba 00J1a TyFUITaHaH KSHUHTH oMHIJuTapra 0ynauk (4->xaasain).

4-xkanBa
OHaHUHT YPYFIAHUIAAH OJAMHIY CAJIOMATJIHUK XosaTura kypa, BM® Ba CJ

PHMBOKJIAHMIIMHUHT cadadapu, Hadap (%)

Oonanap CE Ounan
Kacammmk MU MUS SIPUM P

danaxu dbamax

(n=153) (n=102)
Hadac onum ab3onapu 16 (10,4) 5(4,9) p<0,001
KoH Ba KOH XOCHJI KHJTHIIT 121(79,0) |79 (77,4) p<0,001
Opak KOH-TOMHpP TH3UMH 11 (7,2) 18 (17,6) p<0,05
OBKaT Xa3M KHJIHUII ab30JIapH 14 (9,2) 7(6,9) p<0,001
CHHIUK TaHOCHII T3UMH 15 (9,8) 6 (5,9) p<0,001
DHIOKPUH TU3UMU 21 (13,7) 12 (11,8) p<0,001
Cysk-0yFuM TH3UMHU 6 (3,9) 2 (1,3) p<0,01
OnanuHr émm <18 8 (5,2) 17 (11.1) p>0,05
Omnanunr éumm > 40 25 (16,3) 5(4,9) p<0,001
OtracunuHr ému >55 11 (7,2) 15 (14,7) p<0,001
Bapapau  omartiaap  (wekmm, — ajkoron | 12 (7,8) 14 (13,7) p<0,001
UCTEHMOJT KWJIMII, TICHXOTPOIl BOCHTAjap
Ba OOIIIK,)

Kon Ba koH xocun kuiuin kacaumkiaapu CO Oopnaurd Ba HYKIUTHIAH
Karbuili Hazap Kymuwimk bM® nu OonajapHUHT TYFUJIUIIMHUHT acOCUM
cababnapuaan Oupu Oyiras.

OHaHMHI MMMYHUTETH Ba yHTa OOFIMK Oynran oHa uWHQEKIusIapu Ba
OMIUIAPUHYU YpraHUII XOMUJIQJIOPJIUKKadya OHAa WHMEKIUsIapyu Ba HAC/Iard Mus
banaxaapu ypracuaard OOFTUKIMKHN aHUKTamTra kyMakiamran (5->xaasan).

5-xanBaa

XOMUWIATOPJIUKHUHT MPEHATAJ JaBpura 0orauk xouaa BM® Ba CD
PHUBOKJIAHMIIMHUHT cadaoaapu, Hadap (%)

Cabab BM® CD Ounan

(n=153) BM®

(n=102) P

Tapkanran uHpeKIUAIAD 121(79,0) | 72 (70,6)
(YPK, YPBH, rpumm, Huax) p<0,001
TORCH - undeximst 75 (49,0) |23 (22,5) p<0,001
[Ipesknammcust 78 (50,9) | 71 (69,6) p<0,001
XoMmWiIa Tymuin XaBhu Ba KOH KETHUII 45 (29,4) |58 (56,9) p<0,001
OruzakJIapHUHT MaBXKYJUIUTH 7(4,6%) |19 (18,6) p<0,001
[Tcuxo-smonmoHan tamBunuianum, | 57 (37,2) | 32 (31,4)
cTpecc p<0,001
Omna Ba OoJaHUHT pesyc | 11 (7,2) 4 (3,9)
HOMYTaHOCUOJIUTH p<0,001
SIKUH KapuHAOILIAp YPTaCHIar HUKOX 13 (8,5) 18 (17,6) p<0,001
Dnunencus oyiindya HaCIUHINK 18 (11,8) | 20 (19,6) p<0,001




6-kaaBa

HNurpanarana napaa BM® pa CO puBoXKIAHMIIMHUHT cadadapu,

Hadgap (%)

Cabab BEM® CD Owtan

(n=153) BM®

(n=102) P

Amnrap mkanacu 0yiinda 6ami</ | 78 (50,9) 71 (69,6) p<0,001
37 xadraraya spra TYFpYyK 66 (43,1) 79 (77,4) p<0,001
Tyrumrangaru Basuu 2,5 kr gan | 59 (38,6) 75 (73,5)
KaM p<0,001
Kecapua kecuii Ba OOIIIK. 18 (11,8) 11 (10,8) p<0,001
Yy3mirad TyFpyK 86 (56,2) 65 (63,7) p<0,001
TyrpyKHHU KaJauTalTHPUII 82 (53,6) 70 (68,6) p<0,001
Tyrpyk TpaBMaiapu 64 (41,8) 32 (31,4) p<0,001

[ToctHaran maBpaa BM® Hunar Ba CO pUBOXIAHUIIMHUHT acocHil cabadu
MYJUIaTUIaH 3pTa TYFPYK, 37 XadTtaraya O00JaHUHT TyFHUIIMIIM OYiaraH (7-kaaBai).

7-KaaBaj
IMocTHaran naBpaa BM® Ba CD puBOKJIAHHIIHHUHT cadadaapu, Hadap (%0)
Cabab BM® CD ouan BM®

(n =153) (n=102) P

Mynnatuaan onaunru | 69 (45,1) 69 (67,7) p <0,001
TYFpyk<37 xadTta
MynnaTunan yrrau | 3 (2,0) 14 (13,7) p >0,05
xoMusanopauk> 40 xadra
AHUKIIaHMaray 81 (52,9) 19 (18,6) p <0,001
(37-40 xadra)

Kymuunuk Xosmmapaa Oomamap recranuoH maBpHUHT  38-40-xadracuma
TyFuiran  OynraH. Adcyckuw, KacaJUIMKHUHI  PUBOXJIAHWIL  cababnapu
aHuKJaHMaradH. Musi (QalaXMHUHT Ba DSHUJENCUSHUHT allHaH 11y aipum
XoJlaTiapu, alHuKca cababiapu HOMAablyM OViraHimapu, T€HETMK Ba TEHETHK
Oynmaras 3THOJIOTHSTa 9ra OYIUIIN MyMKHH.

I'en wmyranussiapyauair  bBM®  (DEHOTUNIMHUHT  PUBOXKJIAHUIN  OWIIaH
OOFIMKJINTHA, MOHO3WTOTaNM Jru3akiap >kybrauruga bM® denotunu Ba
AIUJICTICUS] PUBOXKJIAHUIIIMHUHT FOKOPU XaB(hHU, SKUH KApUHIOIUIAP HUKOXHJIAH
Tyruirad Oonasapga BM® HUHT PUBOXIAHWINIUHUHT  IOKOpU  XaB(u,
SOWICTICUSIHUHT  HACAMIIUIK, OTaHUHT €mm - Oy TeHoM Oy3uiuiuiap
PUBOXJIAHUIIIMHUHT FOKOPU 3XTUMOJUMHU Oenrunaiauran omuuiapaup. Cabao-
OoKuMOaT MyHoca0aTIapuHU YpHATUII YYyH KYMNPOK aCOCHAHTaH MOJEKYJIsp-
TeHeTHK TaAKUKOTIAPHU KYMPOK aCOCIAHTaH X0JiJa YTKa3uIll Kepax.

BM® pga CJ s 0os1a1apAa MUSHMHI OMO3JIEKTPUK (Ao JIMIH XOJIATH.
D30I OGom  wmusHUHT  (QyHKIHOHAT OuodinekTpuk (aomwmuruan  (BMBO®)
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BU3yaIM3alMsuIaiu. ANHMKCA MyXUM JKkuxaTd, OOl MHUSHUHI SHWIEHTUK
(baosIMK YYOFMHU KYpCcaTaIu.
bapua 6emopnapra 255 (100%) kummna crangapt 29I 6axapuman. CyHTpa,
6u3 acocuii rypyxaaru BM® 6unan CO a1 6eMOpiIapHUHT Ba TAKKOCIHAII TypyXH
— C3O cuz BM® Ba Hazopar TYpyXMHHUHT COFJIOM OOJaJIapUHUHT MyHTa3zaM-2II"
xycycusitiaapuau Takkocnaauk. bynna E.A. JKupmyHckas Oyiinuya natrepHiap Ba
O90T' rypyxjapuHu TaBCU(DIANIHUHT CTaHAApT TU3UMHIAH (oipgamannuk. by
TU3UM HEMpOBU3yaln3alus YUyH acoc 0ynubd xucobiaaHaay, O0JaHUHT €MIUIra MOC
xoJiaa D01 Hu 6axonaiau (8-xaaBan).
8-:kaaBaj
BM® gn 6emopaapHuHr I3 -MyHTa3aM XyCyCHATIAPUHUHT
Kypcarknuiapu, Hadap (%)

CO cu3 CD Ounan Cornom
O0I typnapu BM® BM® Oosanap P
n=153 n=102 n=50
|. Viomran 4 (2,6) 2 (1,9 31 (62,0) p>0,05
|1.I'umepcuHXpoH 11 (7,2) 3(2,9) 13 (26,0) p<0,001
I11.Tecunxpon 14 (9,2) 5(4,9) 6 (12,0) p<0,001
IV.a-paonmmkHuHr
YCTYHJIMK blvynIM Omian | 58 (37,9) 32 (31,4) - p<0,001
yIOIIMAarax
V. 0- Ba d-(haoTTUKHUHT
YCTYHJIMK BIMJIMINY Owmiian | 66 (43,1) 60 (58,9) - p<0,001
YIOIIIMAaraH

I-1ll tunmnmap moxustura kypa O3 mewépura taammykiu o-, 6- Ba o-
(aoJNIMTUHUHT YCTYHIUK Kwinimy Ownad |V-yrommaradn tumiap 9300 HUHT
MaTOJOTUK BapHaHTJIApU XucoOnaHaau. busHuHT TaakukotTiapumusnga 1V — tum
COFJIOM Oouianap opacujaa pyixarra oauamaras. IV — Tum xap mkkana rypyXHHUHT
OoJlalapuHUHT y4yjaH OWp KHCMHUJA aHWKJIaHraH, V — 3ca NaldeHTJIAPHUHT
apMua anukiaanradn. Corsiom rypyx Oonanapu opacuna V tumparu Oupopra Xam
xoJlaT aHukjganMmarad. V tunmparu 2900 HuHT MaBxkymmrun CD OunaH sHaza
qyKypJamraJurad MUSHAHT KYTOJT ACCTPYKTHUB 3apapiaHuIUIapUHN KypcaTaa.

O0I'  osmunentudopm  (QAOUIMIMHUHT  TYpUMHM — aHUKJANL,  allHUKCca
MalMeHTHUHT TyTKAaHOKJIApH MalTHIa KaTTa axaMusATra sra. XypyxKjiaap opacuiaru
JaBpJia TalIXUCOT KUWMaTH OMpo3 Kamasau. busz xap moum xam ctangapt 231 na
SMUJICTITUK (PAOJUTMKHYU KAk 3Ta OJIMaJNK, YYHKH y KYyTUHYA KyHIy3H 00j1a YHFOK
naBpuaa tozara kenMaiau. LIyHUHT y4dyH snuientuk QaoyuiMkHua Buuaeo 90
MOHUTOPUHTH  OVimya aHukimanuk. Onuarad  (daomwmkinapHu  AMepuka
HEWpOPU3UONOTIap  aCCOIMAIMACH TOMOHHMAAH KaOyn  KwiumHran OO0
naToJIorusIapuHUHT Xaiakapo tTacHudu (2001) acocraa TH3UMIAINTHPIMK.

O0I" maToJoTvK Ba “MIAPTIW MATOJOTHK MienTudopM (GaoTUTH FOKOPU
UITOHWIWIMK OMJIaH MKKala TypyXJa XaMm SMWISTICUS YIyH HUPCUSITIN Ooranapaa
kaiig stwiran (P<0,001). Takkocnam rypyxuHuar oemopiapuaa (CO cuz BM®)
“mraptau  SMWIenTUK  (PaoyuMK”  TAlMeHTIApHUHT  y4yiaH Oup KUCMHJA
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aHukJaHrad. by Oonanap Ky3aTyBra OJIMHIaH, YyHKH OyHJ1aid (haoJUTMK MaTOJIOTHK
XojaTra TpaHcPOpMALMSIIAHUIIM ~MYMKHH Ba  OIWJICOTHK  TYTKAHOKJAp
PUBOXKIIAHUILIMHUHT IOKOPU XaB(pU MaBKYy/.

Hucceprauusiauar “CD ym Ba COaum boaanap musi ganaxu Oyiaran
napMeHTJapAa ¢Gosar KMCJ0TacH MeTa00JU3MUHUHT NOJUMOP(d reHJIapuHu
MTHFR (C677T), MTHFR (A1298C), MTR (A2756G), MTRR (A66G)
YJIAPHUHI KACA/UVIMKHUHI PHUBOXKJIAHUII XABGUHUHI OUIMIINIra KYUITaH
XMCCACHHHU YPraHum OMJIaH TaAXJIWJI KMJIMI” 1e0 HOMIIaHTaH TYpTUHYM 600ua
coriomiapaa Ba COcuz Ba CO nmu BM® nu Gemopnapaa yTkazuiaran MOJeKyJsp-
TeHETHK TaxJIWJ HaTWXKalapu TakauM oSTtwirad. Kypcatwiran mnomumopd
rewapHuHT Ky3atwirad (H,) Ba kyrunran (He) reHotun wactoranapuauar bM®
JIM IAIMEHT/Iap Ba COFJIoM Ooaliap TrypyxJjapujia TAKCUMIAHUIIIMHUHT MOCIUTUHA
TaxJIMJI KWIMHTaH X0J/a, ylapHUHT Xapau-BainO6epr myBo3anatura (PXB) kypa
KaHOHHUK TakcuMoTtH YpHatuiau (P>0,05).

MTHFR (C677T) renu momuMOp(GU3MUHHHT MOJICKYJISIP-TEHETUK TaXJIHJIH
HaTIKaJIapyu Ha3opar rypyxuaa Ba bM® nu manmentnapaa yausr amien (C Ba T)
Ba reHotunuk BapuanTiapuau (C/C, C/T Ba T/T) anuknam nmkonuHu 6epran (9-
JKaaBai).

9-manBaJj
BM® 6yaran 6emopJiap Ba corsiomiap rypyxiaapuga MTHFR renu (677CT)
NOJUMOP(GU3MHUHHMHT aJJIeJIJIAPH BA TeHOTHILIADUHUHT TAKCUMOTH

Annen ['enoTun
T'ypyx C T C/C C/T T/T

n % n |% n | % n | % n | %
JKamu, n=100 154 77,046 |[23.0 [62|62,0 |30 [30.0 |8 |8,0
COcuz3 BM®,n=81 [128 | 79,034 |210 |51|63,0 |26 (321 |4 |49
CO oOwrman bBMO®, |26 |684 |12 |316 |11|579 |4 (210 |4 |21.1
n=19
Hazopat, n=103 172 |835(34 |165 |74 (718 |24 1233 |5 |4.9

MTHFR (C677T) reneruk mnosmMopduU3MUTa Kypa ajjiell Ba TEHOTHI
YaCTOTAJIAPUHUHT KypcaTkuwiapuiu bM® i ymymuii nauveHTiaap rypyxuaa Ba
COFJIOMJIAP ypTacuja TAKKOCHAll IIyHU Kypcarauku, 1T MHUHOP aJJICIUHUHT
gactorack bBM® na mewnépnan 1,5 OapaBap wxopu (x2=2,7; P=0,1; OR=1,5;
95%ClI: 0,92-2,47). llly 6unan 6upra, BM® nu nanueHTIapia ydra T€HOTHUITHK
BapHaHT ypTacuaa CTaTUCTHK JKUXaTAaH axaMmusaTin ¢apkiaap TomunMaran (C/C
yayH: ¢2=2,2; P=0,2; OR=0,6; 95%CI: 0,36-1,15; C/T yuyn: y2=1,2; P=0,3;
OR=1,4; 95%CI: 0,76-2,63 Ba T/T renorurm yuyH: x2=0,8; P=0,4; OR=1,7;
95%Cl: 0,54-5,34).

MTHFR (C677T) momumopdu3Mu y4yH ajuie] Ba FCHOTHIT YacTOTaJapuHH
CO cn3 BM® nm rypyx Ba Ha3opar Typyxu ypTracuaa Takkocjaam T MHUHOp
QUICTMHUHT YacTOTaCMHUHT 1,3 MapTara CTaTUCTUK J>KUXATAAaH WIIOHYCH3
yeumuan (2=1,2; P=0,3; OR=1,3; 95%CI: 0,79-2,28) Ba C/T rerepo3uroraiu
reHotunuHuAr-1,6 wmaprara (x2=1,8; P=0,2; OR=1,6; 95%CI: 0,81-2,98)
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omramwmry anuiimanrad. EBBoiin C/C TeHOTHIIMHHHT YacTOTacH 3ca (x2=1,6;
P=0,3; OR=0,7; 95%CI:. 0,36-1,24) wmyrantr T/T TCHOTUNWHWHT OHp XWI
gactotacunaa (x2<3,84; P=0,99; OR=1,0; 95%CI: 0,26-3,92) 6upo3 kamaiiraH.

BM® Ba CD nu manumeHTIap/ia Ba COFJIOM OoJiajiapia YTKa3WJIraH IIyHTra
VX1mam TaaAKuKoTaap Hazopatra Hucobaran T MHUHOP aJUIeTMHYU TAIIHII YITYITHHIHT
2,3 GapaBap (x2=4,8; P=0,05; OR=2,3; 95%CI: 1,0-5,0) Ba T/T renotumnu 5,2
maprara (y2=6,2; P=0,03; OR=5,2; 95%CI: 1,42-19,29) omumuHA WIIOHWINA
aHUKJIAIl UMKOHWHU OEpIH.

Iy 6mman 6upra, acocuii C/C (x2=1,5; P=0,3; OR=0,5; 95%CI: 0,2-1,46) Ba
rereposurotasm C/T  (¢2<3,84; P=0,9; OR=0,9; 95%CI. 0,27-2,89)
TCHOTUIUIAPHUHT TaIluIl HUCOATH MEBEPUN KUHWMATIapaaH HWIIOHAPIU (dapK
kunmaan. bunobapun, BM® Ba CO nu nanuentnapaa T munop amienu Ba T/T
TCHOTHITMHHWHT TAITyBYMJIAPH YIIYIIHHUHT Ce3WIapiiv Japakajia OIIHIINA YIapHUHT
BM® ¢onnaa CO makuiaHUIIA MEXaHU3MJIApHIa UIITUPOK STULIMHU HUIIOHYIIN
kypcaTtaau Ba ynapau CO nu BM® puBoxxiiaHUIl XaBOUHU OIIUPATUTAH MYCTaKHII
reHeTHK Mapképiap cudaruia Kypud YUKHUIII UMKOHUHH Oepajiu.

[Momumopd MTHFR renn (C677T) OVitnua asien Ba TCHOTHIIUK BapUaHTIIAp
TamryBYaHnuruga QapkiaapHuar axamustaHu CO cu3z Ba CO cuz BM®
O6emopIap rypyxJjapu ypracuaa Takkocaad, Ou3 CTaTUCTUK aXaMUSITIU (GapKIapHU
TOIIMA/THK.

Mynaait kb, 6uz Hokynak T amtenu Ba nmonmumoppuk MTHFR renununr
(C677T) T/T renotunu ypracuaa acCOIMAlUs MaBKyUIMTHHA aHUKJIQAUK, Oy CD
mu BM® Husr puBoxiaHum xaBhuHu ommpanu. UIyHUHT y4yH yrapHH
BM®uunar ymly MaKIMHUHT PUBOXKJIAHUII XaB(PU OPTUIIMHUHT MYCTaKHII
reHeTHK Mapképiapu cudaruna kypuod unkwmmy MymkuH (10->xansan).

10-xagBag
BM® o6yaran 6emopJiap Ba corsiomiap rypyxjaapuaa MTHFR reau (1298AC)
NOJUMOP(QU3MHUHMHT AJJIEJIJIAPH BA TeHOTUIIAPUHUHT TAKCUMOTH

Annennap I'enoturuiap
L'ypyx A C A/A A/C C/C
n % n % n | % n | % n | %
Kamu, n=100 156 | 78,044 |22,0 |[65|650 [26|26,0 |9 |90
CEcu3 Gomamap mus | 124 | 76,538 | 235 |51(63,0 222728 |98

danaxu, n=81

CE oOwnan WUCII, |32 |84,2|6 |158 |14|73,7 |4 (2101 |53
n=19

Hazopat, n=103 168 [ 81,538 |185 |71(68,9 |26 252 |6 |59

Ymymuit rypyxaa nomumopd MTHFR renununr (A1298C) amnennapu Ba
FeHOTUIIAPH YaCTOTAJIAPUHUHT TAaKCUMIIAHUIIUJATH (QapKIapHUHT TaOWaTUHU
Vpranuii, HazopaT Typyxu OunaH cojumtdpragga, C MUHOp  auleiu
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YaCTOTACMHHMHI CTAaTHCTHK >KMXaTHaH axamusarcu3 1,2 Oapasapra (x2=0,8; P=0,4;
OR=1,2; 95%CI. 0,77-2,03) ommmu anukmangu. Iy Owran Oupra, BM® mu
nanUeHTiapaa acocuii A/A TEHOTUIIMHUHT YacToTacH Oup OWpIMKIaH TmacT
oynran (x2=0,4; P=0,6; OR=0,8; 95%CI. 0,47-1,5). llyHHHTACK T€TEPO3UTOTAIIN
A/C (42<3,84; P=0,95; OR=1,0; 95%CI: 0,55-1,95) Ba myTanT romo3uroranu C/C
reHoturapununr (x2=0,7; P=0,4; OR=1,6; 95%CI: 0,55-4,63) uactoranapugaru
dapkiap xaM CTaTUCTUK KUXATAAH UITOHICH3 OYIIIH.

CO cuz BM® nu 6emopnapaa C MuHOp aien YAyIIMHU aHUKJIamga Ous
YHUHT HazopatnaH 1,4 GapaBapra umonucu3 ycumuau (x2=1,4; P=0,3; OR=1,4;
95%ClI: 0,82-2,24). YmlOy rypyxmara 6emopiapaa Ha3opar OWJIaH TaKKOCJIaraHa
rereposurotay A/C renotunu (y2=0,1; P=0,8; OR=1,1; 95%CI: 0,57-2,14) Ba
C/C myrant renorunu (y2=1,1; P=0,4; OR=1,8; 95%CI: 0,6-5,27) yacTOTaCHHUHT
OILLIMIITUHYU aHUKJIAJHUK, JIEKUH Oy UIIIOHUCH3 OVIIIH.

BM® Ba CD nu mamueHT/Iap Ba Ha30par rypyxu Oojamapu ypracuma xam
MacT axaMHUsITIN (papKiiap aHUKIIAHTH.

Kacan Ba cormom Oomanmap rypyxJjapugaru (apkjiapHu KAECUU TaxXJIWI
KWINIIIaH Tamkapu, O0um3 CD MaBxymmurd &km nykmmrura kypa MTHFR
nomumop® renuHuHr (A1298C) amnmakayoH YpraHwiraH —ajuiejulapd  Ba
TEHOTHUIIApU YacToTanapuaaru ¢apkiap napaxacuHu Oaxonaauk. bupok, Oy
HaTIKallap XaM axamusTiau Aapaxanaru Qapxiap Ounan axpanud typmaran (C
amenu yuyH: x2=1,1; P=0,4; OR=1,6; 95%CI: 0,64-4,17); A/C renotumiapu
yuayH: ¥2=0,3; P=0,6; OR=1,4; 95%CI: 0,42-4,66); 95%CI: 0.42-4.66 Ba roMO3HUrOT
C/C myranT resotun yuyH: ¥2=0,4; P=0,6; OR=2,0; 95%CI: 0,24-16,2).

[Iynnait kunmu6, MTHFR renununr (A1298C) nonumopduszmura kypa amien
Ba N'€HOTUNUK BapUAHTJIAPHUHT TAKCUMJIAHUIIWHU YPTaHWII HATIKAJIapu IIyHU
KypcaTauku, oemopiapHuHr ymymuit rypyxuna C munop amien Ba C/C reHoTur
yactotanapu bBM® rypyxunma Ba CO cuz BM® 6ynran rypyxaa Ba aKCHHYA,
Hazopataan CO (QoHuma ymapHMHr Kamalumm, Oy KypcaTKAuilap CTaTHUCTHK
aXaMHUSATIMIINKKA €TMaraH.

ynunr yayax MTHFR reaununr (A1298C) nonmumopduszmu BM® HuHT Xam
CO mu, xam CD cu3 pUBOKIAHUIIMHUHT DXTUMOJUNA XaBhu Ouian
aCCOIMHPJIAHTaH TeHETHK MPETUKTOPH cH(aTHAA KYpHUO YHKUIUIIIA MyMKHH 3Mac.

TagkuKOT HaTWXKalapu COFJoM ojamiiap Ba BM® Ownan kacauiaHraH
oemopiap rypyxiaapuaa noaumopd MTR (A2756G) renn yuyH ajijiesl Ba TCHOTHIT
YacTOTAJapUHUHT TAapKaIWIIM TaOWAaTUHM AaHUKJIall WMKOHMHM Oepau (11-
yKaJIBaI).

BM® 5u nmanveHTIapHUHT yMYMHH Typyxuaa Ba Hazopar rypyxuaa MTR
(A2756G) renu MOJMMOP(PU3IMUHHUHT aJIJIEJUIAPH Ba T€HOTUILIAPUHM TaIIMUIIIArH
bapKIapHUHT CTATUCTUK aXaMUATIWINK JapaKaCHHH TaxJ I KWIAO, MHUHOP
HOKynal G ajiien 4acTOTAaCUHMHI CTaTUCTHK XKUXATIAaH axamusaTcu3 1,3 maprara
(x2=1,1; P=0,3; OR=1,3; 95%CI: 0,79-2,25), A/G TCHOTUIIHUHI TE€TEPO3UTOT
BapuanTHHHUHT 1,2 mMaprara ommmuan (x2=0,2; P=0,7; OR=1,2; 95%CI: 0,6-2,27)
Ba G/G nuunr 1,5 maprara (x2=0,4; P=0,6; OR=1,5; 95%: 0,46-4,78) ommwmmuau

aHUKJIAIUK.
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11-xkanBan
BM® 6yaran 0emopaap Ba corsiomaap rypyxjaapuaa MTR reaun (2756AT)

HO.]IHMOp(l)I/I?,MI/IHI/IHF AJVICJIIAPH BA TCHOTUINVIADUHHHI' TAKCUMOTH

71 aJIesap ["'eroTHuILIap

y | Typy A I AlA Al /T

: H % H % | #| % | H| % |5H]| %
1 | Kamu, 5=100 163 [81.5] 37 [185|70|70,0(23|230|7] 7.0
2 | CEcuz Oomamap mus | 130 | 80.3| 32 [19.7 |56 |69.1| 18 | 22.3|7 |8.64

damaxu, H=81

3|CE oOwmwmaa MCII, | 33 /1868 5 (132|114 73.7| 5 (2630 0,0
=19

4 | Hazopar, 1=103 176 [85.4 | 30 |146 |77 |748|21[204|5] 4.8

CD Oynmaran BM® nu Oemopiap rypyxuaa YTKazuiraH LIyHra YXIIaiil
TaJKUKOTIIap HATI>KAJapW Ha30paT HaTWKaJapu OWJiaH COJUIITHPraHaa, HOKYyJai
ajuten BapuaHTu G 4aCTOTACMHMHT CTaTUCTHUK JKMXaTjaH aamuarcus 1,4 6apaBapra
(x2=1,7; P=0,2; OR=1,4; 95%CI. 0,84-2,49) ommmmuun kypcarrad. byHnax
tamkapu, rereposuror A/G  (x2=0,1,P=0,8;0R=1,1;95%Cl:0,55-2,27) Ba
reHoTHIUIapHUHT  romMo3uroT G/G  BapumanTiapu dvacroraimapuma (y2=1,1;
P=0,4;,0R=1,9;95%CI. 0,57-5,98) craThCcTHK >XHMXaTAaH axXaMUATIH (apKiIap
OynMmaraH.

CD O6ynran Ba OynMaraH rypyxjapjaa XyJIJIu 11y KYpcaTKUWIApHU YpraHMIIl
XaM MeBEPJIaH axaMUSTIH PapKIapHU KypcaTMaIu.

Keitnauanuk, 6uz CO mu Ba CO cuz3 BM® nu Gemopnap rypyxjapuaa
nomumopp MTR (A2756(G) reHUMHUHT amwied Ba TEHOTUIIMK BapUaHTIapu
gacToTajapuaard ¢papkiapHu 0axoJIaliHu YTKa3I1K.

Hatwxkanap sHa amnen (G: ¢2=0,9; P=0,4; OR=1,6; 95%CI: 0,59-4,46) Ba
reHotunuk Bapuantiap (A/A: ¢2=0,2; P=0,7;, OR=0,8; 95%CI: 0,26-2,46); Ba
A/G: (x2=0,1; P=0,8; OR=0,8; 95%CI: 0,25-2,52), ypracuga CTaTUCTHK >KHUXATIaH
axamusaTin (apaapuu kypcarmaau, 0y momumopd MTR renu (A2756G) Oyiinua
CD cu3z BM® ra uucbatan CO mu BM® HuHT puBOXIaHUII XaB)HU FOKOPU
SMACJIUTMHA UCOOTIIANIH.

[Mynpait kw6, BM® Ownan kacamaHraH OemopJjiap Ba  COFJIOM
OonamapHuHr  ypranwiaérran  rypyximapuma  MTR  (A2756G)  reneTtwk
MOJIMMOP(GU3MUHUHT ~ ajyIe)l Ba TCHOTHUIMK BapHAHTIADUHUHT  YacTOTAIIN
XYCYCUSATIAPUHHA YPTaHWIIHUHT TaXJIWJ KWJWHTAH HATKalapu yjaap ypTacuaa
CTAaTUCTUK JKUXATHaH axaMUATIN (apKJIapHUHT WYKJIWTH aHWUKIaHau. OnuHTaH
mabaymoTiap MTR (A2756G) renetuk monmumopdusmMuauar CD nu Ba CD cus
BM® puBosxiianuin xaBhUHU OMIUPHUII MEXaHW3MIIAPUA WINITAPOKU HYKIUTUHU
UCOOTIANIN.

BM® nu 6emopnap Ba cornomiap rypyxjiapuaa MTRR (66A/G) noaumopd
reHu Oyinua ajieiuiap Ba T€HOTHIUIAPHMHT TaKCUMOT TabuaTu xaM OaxoJiaHau
(12-xanBai).
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12-xanBaua
BM® o6yaran 6emopJiap Ba corsiomiap rypyxiaapuaa MTRR (66AG)
TeHMHUHT MOJTUMOP(PU3MHHUHT ajlJIeJIJIapU BA TeHOTUIIAPUHUHT TAKCUMOTH

Annemnnap ['enotunnap
I'ypyx A A G A/A AlG
n | % n % n | % % |n % [N
JKamu, n=100 136 |68,0| 64 |32.0|50 | 50,0 | 36 |36,0| 14 | 14.0

CO cu3 bMOD,| 113 [69.7| 49 |30.3|43 | 531 | 27 |33.3| 11 |13.6
n=81
CD oOwman bBM®, | 23 |[605| 15 |395| 7 | 368 | 9 (474 | 3 |158
n=19
Ha3zopar, =103 177 |859| 29 (141 |77 | 748 | 23223 3 | 2.9

MTRR A66G (lle22Met) rennHuHT MoMMOpd BapHaHTH yYyH ajulejuiap Ba
TCHOTHIUIAP COHUJArW OenrwmiaHraH (apKIapHUHT aXaMHUSATHHU aHUKJIANl YIyH
Ou3 TypyxJ1ap opacuiard KypcaTKuWIapHU COTUIITHPIUK.

BM® 1y nanMeHTIapHUHT yMyMHU# rypyxuna uMkonustiap HucOatu (OR)
aHukKJaHranaa, G auleTHUHT MYTaHT BApUAHTUHUHT TamryBYwinruga bMO
puBoxTanuin xaBdu 2,9 6apasapra (y2=18,5; P=0,01; OR=2,9; 95%CI: 1,77-4,65)
CTaTUCTHK XKUXAT/IaH UITOHAPIIH Japa)kaja OlTaHu aHUKJIaH/IH.

byHnman Tamkapu, cofJoM ojamiap OwiaH conumTupranga, bM® mum
nanyeHTIap/a - reTepo3uroTiiu A/G reHOTUIMMHUHAT TalllyBYMJIapyu Opacujia ymoy
NaTOJIOTUSIHUHT puBoxianuil xaBhu 2,0 OapaBapra wokopu (y2=4,6; P=0,5;
OR=2,0; 95%CI. 1,06-3,61) Ba myrantr G/G rtamypumauru - 5,4 OapaBapra
ommpau (x2=8,1; P=0,01; OR=5,4; 95%CI: 1,7-17,36).

CDO cm3 BM® gu mnammentnapma MTRR  A66G  (lle22Met) ren
MOJIMMOPGU3MUHUHT aJljIeIIapy Ba TCHOTUIIAPWHUHT YaCTOTAJAPUHU aHAJIOTHK
TEeKIUpyBiIapu MyTaHT G amnen YacTOTaCHHUHT HazopaTra HucOatan 2,6
Oapasapra (y2=14,2; P=0,01; OR=2,6; 95%CI: 1,64-4,39) ommuimvHu KypcaTras,
rerepo3uror A/G TCHOTHIIMHUHT TAIIyBYMIIMK yaymuHuHr 1,7 OapaBapra
kynmaimmu  (}2=2,8; P=0,1; OR=1,7; 95%CI: 0,91-3,34), G/G wmyranr
TeHOTUITMHUHT TAITYBYWIMK YIYIIUHUHT 5,2 GapaBapra (x2=7,3; P=0,01; OR=5,2;
95%Cl: 1,58-17,36) omuinuHan KypcaTau.

BM® Ba CD rypyxuaa ypranunrannaa, corioM Oonanapra Hucoatan bM® Ba
CD puBoxiaHuml xaBu stHaIa FOKOPH SKAHJIUTUHU aHUKJIAIUK: MyTaHT auien G
tamryBumiapaa 4 maprara x2=14,0; P=0,01; OR=4,0; 95%ClI: 1,93-8,21), A/G
reTepo3uroTaliv reHotunuaa - 3 maprara (y2=5,2; P=0,03; OR=3,1; 95% CI: 1,17-
8,35), G/G MyTaHT reHOTUIIMHUHT TalryB4miIapuaa - 6,3 maprara (x2=5,7; P=0,03;
OR=6,3; 95% ClI: 1,39-28,18).

[Iynnait kumud, MTRR 66A/G ren nonumoppu3Mu yuyH HOKYJIal ajesiap
(G) Ba (A/G u G/G) reHOTHILIaPHH TallyBYaHIUTH HucOatuga BM® Ba CD mwm
nanyeHTIap TypyXHJa aHWKJIaHTaH ¢apkKiap YIApHUHT KaCaUTMKHUHT YIIOY
MIAKJITUHUHT PUBOKJIAHUII MEXaHW3MIIApUa UIITHPOKUHUA UCOOTIaiIn. XyCyCaH,
xucobnanran OR ko> uumentura xypa myrant amien G (y>=14,0; P=0,01), A/G
(x>=5.2; P=0,03) Ba G/G remormmmap (y*=5,7; P=0,03) CD Ouman BM®
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puBokianum xaBhunu 4,0; 3,1 Ba 6,3 maprara ommumpumanu. IIyHUHT y4dyH
ynapau CO 6unan BM® HuHT puBOXIaHUII XaB)UHUHT OPTUIIM OWaH OOFIIUK
Oyiran MycTakui TeHeTUK Mapképnap cudaruga Kypud YUKUIIT MyMKHH.

ynunraek, CO au BM® rypyxuHUHT KypcaTKUWIapy YPTaCUAATU TaxJIHII
amemnap tamysuammra (G - x2=1,2; P=0,3; OR=1,5; 95%CI: 0,73-3,12) Ba
reHotunuk BapuanTiapaa (A/G - y2=1,3; P=0,3; OR=0,6; 95%CI: 0,2-1,52 u G/G
— x2=0,1; P=0,9; OR=0,8; 95% CI: 0,21-3,35) axamusTim QapKIapHH
aHUKJIaMaJIu.

bunoGapuH, ren nmomumopdusmunuar (MTRR 66A/G) nHomakOyn amien Ba
IFeHOTUNHUK BapUaHTJIAPUHUHT TamryBumiauruga bM® HUHr WKKana IMIAKIMHUHT
PUBOMIIAHUILIMHUHT OMp XWII Japakaiard I0KOpU XaB(hu MaBxKy/l.

[ynnait kunmu6, BM® HuHT Typhau makmuiapu Oynran Oemopiapaa domat
MeTab0IM3MHU TE€HJIAPUHUHT aJUIe]l TEeHETUK MOJIMMOP(PU3MIAPUHUHT TapKaIUILIU
Ba accoraruB Oornanum xycycustiapugad MTHFR (C677T) sa MTRR (A66G
(lle22Met) rennapuHuHT OAMMOpP(] BapHaHTIAPH KACAUTUK PUBOKIAHUIITHHUHT
[MAaTON€HETUK MEXaHW3MJIApUJa MYXUM pOJ YVHHAWIM JETaH Xyjocara KeJHII
MyMKuH. Byru V36ekucToHza ymoéy NaTOJOTHSHUHT TApKATHITMHHWHT OJIUHH
oyl Oyitnya npoguiakTUKa TaAOUPIApUHH YTKA3ZUIIIa XMCOOra OJIUII MyXHUM.

I'enetux BapmanTiap mMabaymoTiap Oaszacuam ICPGC Xamkapo Ilepebpan
[Mapanmuamar ['enom Koncopumymu ymymmamtupand; https://www.icpgc.org).
bu3z ymbOy xankapo wuamMuii 0a3aHM sSpaTUIda HUIITHUPOK 3TMOKIAMU3.
Taakukotnapumu3z Hatwkanapu bM® 6yiinua koHcopimymura rodopuinrad. BM®
Ba DJNWJENCUS pPHUBOXJIAHMIIMIa cabad OyiaguraH TEeHETUK MYyTalUsSHUHT
aHUKJIAHUIIM KEMUHTM KUMMAT TalIXMCOT MYyOJjaKkajJapuJaH KOUWII WMKOHUHU
oepanu. Kenaxxkakmga Oy smwiencusi y4yH TapreTiu JaBo €0 aralagurad SHTU
JaBoJiall yCYJUITapUHU UIUTA0 YMKHUIITa XU3MAaT KU MyMKUH.

HMuccepranustiuar  “CJ Ba BM® OmiaH kKacaulaHral OeMoOpJiapHU
AaBOJIAIl Ba PeadWIMTANMSHU ONTUMA/UIAINTHPUIN TaMolmwaapu” 1eb
HOMJIaHraH OemnHuK 606una BM® na cuMnTOMaTUK SMWIENTUK TYTKAHOKJIAPHU
JaBOJIalll TaMOMWJUIApW Ba Koujadapw, KoMiuiekc pgaposamga ADIl Ba
JleBetupaneram (Levetiracetam) HeHpoONpOTEKTOPUHM KYJUTalll caMapagopiury
kentupwirad. bM® nu Oonajna >NUICNICUSIHUHT OMprajukia MaBXyMAJIUrd YIUM
xaBpunu, my sxymrtagan SUDEN ne0® artamaguran - smuiiencusiia TycaTAaH
Vnumau ommpanu. SUDEN HuHT acocuit XxaB( OMUIM TeHepaiu3alvsIaHTaH
TOHUK-KJIOHUK TYTKAHOKJAPHUHI IOKOPU 4YacTOTacH, IIYHUHTJEK, TYHIH
TYTKaHOKJIapHUHT  MaBxXymiauruaup. bomka xaBd  ommiutapu  opacuzaa
AIWJIETICUSHUHT 3pTa OOLTAHUIIN, dPKAK KUHCH, aKJIui 3au(INK, KaCAITTMKHUHT
Y30K JIaBOM 3THILY Ba NOJUTEPAIusi KUPaIH.

AnvanaBuii ADIl nap BMBO® Hu Ooctupuin opkamu Oomka (Gpu3nOIOTHK
xapacuiapra (OonMaHUHT OWJIUIN, KOTHUTUB (YHKUMSUIApU) CajgOuil TabCUp
KypcaTaay. MUSHUHT OpraHUK HIMKACTIAHUIIM MaBXyna Oyiaran Oemop akjiui
3au(IMKKa KYynpokK Aydop Oynmamu. Ym0y KUWMH BasUSATIApHUHT Oapyacu
xaBcu3pok Ba camapanupok ADIl HM w3namHu Tanad KwiradH. TyTKaHOKKa
Kapliy Ba HedpornpoTekTuB JleBuTepaleram HIyHJIail mpenapar OYiu0 YUKIH.
Camapanu ADII HM TaHjall Ba YHUHT J0O3aCHMHU aHMKJIAII - SIHWJICTICUS OuJiaH
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KacaJUlaHTaH OeMOpJIapHU aWHUKCA, KOTHUTUB Oy3wnuiuiap Ousian Owupra
Kenranga MyBad(dakusATIM JAaBOJIAITHUHT, MyXUM MapTuaup. JleBerupameram
YKCCT TOMOHHaH pyiXaTra ONMHIaH Ba Y36eKHCTOH Pecrybnnkacuia y3umusaa
pyxcar stunran (unuiad unkapysun: HETERO DRUGS Limited, Xunmucton). 3
émman omrad Oomanapaa Ba BazHu 50 kr naH kam O0ynran ycmupnapaa (12 €mpan
17 &mrava) maBomamam 2 KaOynra OynmO TaHa BasHura 20 MI/Kr CyTKauK
no3anan Oonuramnt kepak (tana Bazaura 10 Mr/kr maH KyHura 2 Mapra).
bemopnapuu nmaBosamiga Ou3 WMMKOH Kamgap ¢dakat OurTra Jopu OuiiaH
MOHOTEpaINusIHA TaHIaauK. MUHMMaI 103a/1aH OOIJIaHTaH Ba TYTKAaHOKKA Kapiiu
TabCUpra DJpUIIMITYHra Kaaap ommpuiaradn. Camapa  Ky3aTWIMarasjia,
noJIuTepanusl KyJJIaHWIraH: JaBojiaira UKKuHuM Katopaaru AN nap Munuman
no3afgaH Oomnwiad kuputwirad. Camapara SpUIIWITaHia, J103ajap acra-CeKUH
KaMmatupuirad. KelinH qaBoJaHUILIHUHT caMapajopiuru 0axoiaHraH.

Acocuii rypyxmaru 61 wadap Oomara (CO mu BM® OGuman 102 Gemop)
JeBeTUparieTaMHu Oyropauk. Wnrapu ynap, O6apua OGemopnap kabu, Oa3aBuil Ba
aHbaHaBU TYTKAHOKKA KapIly JaBOHU oiuiurad. bBM® HuHTr makiaura Kkapao, ous
JeBETHPALETAMHUHT JSMWICITUK TYTKAaHOK YacTOTacHra TabCHUPWUHU YpraHJIuK.
lyran TabKUUIall KEpaKKW, OSHT Te3-Te€3 Ba JKyAa Te3-Te3 Ky3aTWIaauraH
TYTKaHOKJIAD WMKKMA TOMOHJIaMa TEeMHIUICTHs INAKIuAa Kalg OJTUiATaH. YOy
MaKIAard aHbaHaBUW TYTKAHOKKAa Kapmiu JaBo (akat OemopiapHuHr 85,3%mma
camapaiiu Oynran. dapMakope3UuCTEeHT OEMOpIapHUHT SHT Ky coHu 14,7% Hu
TalIKWI 3Trad. VKKM TOMOHJIaMa TeMHUIUIeTHAna nojuTepanus (oHUAa
JeBeTHpaleTaMIaH KeMHH Te3-Te3 Ba XKyJla Te3-Te3 yupaiiurad TyTKaHOKJIap COHU
Moc paBumga 2 Ba 3 Oapapapra kamairad. CHacTHK JUINICTHSAIA XaM
JeBETHpALETAMHUHT IOKOPH caMapaJOpJIMry KailJ ATUAraH, YyHKU YHJAH KeHHH
Te3-Te3 €KM XKyJa Te3-Te3 Xypyxuiap 0yiamarad. CrnacTUK AUIUIErHsuId Oojanapiaa
mpernapaT MOHOTEpanusl KYpPUHMINUAA, ydTa XOJjaTaa 3ca - HAaTPU BaJbIpoat
npenapatiapy OuyiaH OUprajivkia KyJJaHUJTaH.

VTKa3WwIran 1aBoJaH CYHr KJIMHHUK - HHCTPYMEHTAJ NapaMeTpIapHHHT
auHamMukacu. bMBO® uuHr cudar XxycycusTiapuHu OW3 JI€BETHpallETaMHU
KaOyn kuiranaad keinH O30 mabiaymMoTiapura Kypa Vpraiauk: SHUIEHTHK
XYPYKHUHT KIMHUK Ba HEHUPOPU3UONOTUK XYCYyCHSTIAPHUHH aHHUKJIAIHK.
JlvHamukana TYFpU TalIXUcjaalml Ba TYTKAHOKKAa KapliM JaBOHUHI TYFPH
CXeMacHHM OeNTuiiai MyMKUH OYaau.

JleBetupanietam OwiaH [AaBojlaliaH CYHr Buzyaln OJ[HUHT mKOOMit
JMHAMHKACU Ky3aTwiau Ba D3I THIIApUHUHT TY3WIHIIH XaM y3rapau (2-pacum).

Men€puit  BapmanTiiap MukAopu, yromraH |-typu 2,5 OGapaBapra,
runepcuHxpoH |l-Typu - 4 MmapTara Ba maTOJIOTUK SMIICNITUK (AOJITUKIAH IAPTIN
snmwnentuk Qaoyumka yrrad |ll-mecuuxpon mapTiam derapa Typu - Aespid 3
OapaBapra omniiu. by 6oJlaHMHT OMJIUII Ba KOTHUTUB KOOMIUATIAPUHU SXIIIHIIA]IH.
bynman tamkapu, 331" HUHT matonoruk ¢aoi TapTUOCU3 Typiapyd COHUHHHT
KaMaluIl TeHJACHIMSICHHN aHuKiIaauk. [latomoruk D3I TypiaapuHUHT COHH, Iy
XKymIlaJiaH o - (aoUIMru yCTYHIUK Kuirad |V yiomMaran Typu OMpo3 Kamaiiau.
[IporHocTHK >KUXATAaH SHT OFUP BapuaHT - 0- Ba & - (PAOJIUTMHUHT YCTYHJIMIU
Owan yrommarad V tun 1,5 6apaBapaaH KYNpoK Kamaiiu.
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2-pacm. BM® ¢onnna CI au 6emopaapaunr 331" HUHT BU3yaJ KYPUHHIIU
AUHAMHMKACUTA JIeBeTHPALlETAMHMHI camapagopJuru, %

[ynpaii kuiaub, JeBeTUpalieTaM OoJjiara XaM TYTKAHOKKAa Kapiiv Ba
HEUPOMPOTEKTUB TabCcUp KypcaTaaurad sHT camapanu ADIl xucobmananu. bBM®
donuga CDO OwnaH KacaulaHraH OEMOPHHM  3apyp  peXalalllTUPUITaH
peabmiuTanus MUKIOPUTA caMapaid TabCUp Kuiaau. beMOpHUHT KacalxoHanaa
OYIUIIMHUHT YpTaya JaBOMUIINITUHU 5-7 KyHTa KUCAPTUPAJIH.

XVYJIOCA

1. Cumnromatuk snunencuss BM® HUHT ciacTUK MIakiyu OWJiaH KacaslslaHTaH
oemopiapuunar kymuwnuruga (87,3%) rtamxucnmanaan. Tes3-Te3 Ba JKyma Te3
yupaiiiurad SMWICNTUK TYTKAaHOKJIAp KYMMHYA WKKKM TOMOHJaMa TeMHIUIETHK Ba
BM® HUHT reMHIUIETHK IIaKJIapyaa aHukianay (Moc pasumia 45,2% Ba 28,6%).

2.Ten wmyrammsuiapy Ba bBM® (HEBpOJIOTMK HYKCOH) (EHOTHITMHUHT
PUBOXIIAHUILN YpTacuaa OOFIUKINK OOpiuru aHukiaanau, 0y BM® Ba snuierncus
nmaToreHe3uga TeHEeTUK OMWJUIAPHUHT HWINTHPOKWHU ucOoTiaiau. HeBpomoruk
ETUIIMOBYIIIMK yUYyH HMPCUSTHUHT ayTOCOM-PEIIECCHB TypHAa WKKalIa TYpyxJa,
aitnukca CD 6ynmmaran BM® 6emopapaa (40%) anukiaHu.

3.00I' nma maronmoruk Ba "MIAPTIM TATOJIOTHK  — AMUICHTHK (HaOJITUK
dbeHoTunMk HamMo&H Oynmmaran BM® Ounan kacaiaHrad oemopsapaa (TaKKoCalil
TypyXy) WKKana Trypyxjia osmouierncus Oyiimua wupcustin Oonanapaa 38,5%
XO0JuIapJa Kaug STUJIraH.

4. @onar anMalmIMHYBU TEHJAPUHUHT MYTAaHT aijiell Ba TEHOTHUIIMK
BapuanTiapu - MTFP (C677T) Ba MTRP (A66G) uunr Tamkuiuimy bM® Huar
pUBOXIIAHUII XaBOUHM owWpHUInK aHukIaHau. Kypcartunran tammm O6mnan CO
Owian Oupramukga BM® HuUHr puUBOXIAHUII XaBQU amien Ba TE€HOTHUIIHK
BapHUaHTJIap YUyH MocC paBuiiaa 2,3 Ba 5,2 0apaBap opTaju.

5. Momumopd MTRP renununr (A66G) 3auduamran amren () Ba
renotunuk (/") Bapuantinapuau onud yrum COcu3 BM® HUHT pUBOKIAHHUII
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xaBpunu 2,6 Ba 5,2 Oapobapra ommpaau. Bynman tamkapu, amten (I') Ba
reHoturiapuuar  (A/IT Ba [/)) QyHkumoHan »xuxatnaH cajaOuil TabCUPIH
BapuaHTIapuHu fo3ara kenarupuO, CO Owran BM® puBoximanumm xaBhu
ce3unapau gapaxana 4,0 maprara omaau; Mmoc pasumiaa 3,1 Ba 6,3 mapra.

6. BM® muar makmwiaanmuga MTFP (A1298C) Ba MTR (A2756G) donat
MeTabO0IM3M T'eHIApUHUHT MYCTaKWJ POJIM MYKJIUTH aHUKJIaH ! .

7. JleBeTHpaneraM SOWICNTAK  TYTKAHOKJIApPHU  caMapalid  paBHILIA
tyxtaraau, bBM® donuga CD Owian kacamnaHran Oemopiapaa Buzyan 220
KYPUHUIIMHUHT  JWHAMUKacura TabCUp  KWiaad, OOJaHUHT  KOTHUTHUB
KOOMJIMATUHY SXIIUIIAaNH 1, OEMOPHUHT KacajaxoHaja OYIuII My IJTaTUHU YpTaya oS-
7 KyHra KUCKapTHPaIH.
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HAYYHbBIA COBET IO NPUCYKIEHUIO YUEHBIX CTENNEHEM
DSC.04/30.04.2022.Tib.93.02 IPU BYXAPCKOM I'OCYJAAPCTBEHHOM
MEJAUIHUHCKOM UHCTUTYTE

BYXAPCKHM I'OCYJAPCTBEHHBINA MEJJUIIMHCKUMA THCTUTYT

HABHUEBA HO3UMA ABIYPAXUMOBHA

KIMHNYECKHUE MOJIEKYJ/JAPHO-TEHETUYECKHUE ACIHEKTbBI
PA3BUTUSA CAMIITOMATHUYECKON SNUJENCUU ITPU JETCKOM
HEPEBPAJIBHOM ITAPAJIMYE U OIITUMU3AIUA PEABUJINTAIIUA

14.00.13 — HeBpoJiorus

ABTOPE®EPAT JIUCCEPTAIINH
JIOKTOPA ®UJIOCO®UH (PhD)
Mo MEAUIIUMHCKUM HAYKaM

BYXAPA - 2023



Tema aucceprauum aoktopa ¢miaocopuu (PhD) 3apermcrpupoBana B  Bbicuiei
arrecTauiMoHHOii komuccuu mnpu Kadunere MuHucTpoB Pecnmyoauku Y30ekucran 3a Ne
B2022.1.PhD/Tib2474

I[PICCCpTaLII/ISI BBIIIOJIHCHA B ByxapCKOM rocyaiapCTBCHHOM MEIUIIMHCKOM HHCTUTYTE.

Asropedepar quccepranii Ha y30eKCKOM, PYCCKOM M aHTITHUCKOM si3bIKax (pe3toMe) pa3MenieH
Ha BeO-cTpaHMIle HaydyHOro coBeTa (WWw.bsmi.uz) u na MudopmarmoHHO-00pa3oBaTeIbHOM MOPTAIE
“Ziyonet” (www.ziyonet.uz).

HayuHblii pyKkoBOaANTEIb: CanpixoBa I'ynbuexpa KoGysioBHa
JIOKTOP METUIIMHCKHUX HayK, Ipodeccop

OdunuanbHbie ONMOHEHTHI: J:xypadexoBa A3uza TaxupoBHa
JIOKTOP METUITMHCKHUX HayK, Ipodeccop
PaumoBa Manuka MyxammeKaHOBHA
JIOKTOP MEAULUHCKHUX HAYyK, TOLECHT

Benymas opranusanus: Caunkr-IleTepOyprekuii rocyiapcTBeHHKIMA
neaMaTpu4ecKuii MeIMUMHCKUH YHUBEPCUTET
(Poccuiickan dexepaius)

3amuTa AMCCEpTallUUd COCTOUTCA «_ » 2023 r. B yac. Ha 3acemaHuun HayuHoro
cosera DSc.04/30.04.2022.TIB.93.02 mpu byxapckoM rocymapCTBEHHOM MEIUIIMHCKOM HWHCTUTYTE
Anpec: 200118, r.byxapa, [Ipociekt HaBowu, 1. Ten/daxc: (+99865) 223-50-00,

ABtopedepar quccepranuu pasocias ¢ 7 2023 r.
(Peectp npoTokoia paccsuiku Ne ot 2023 1.).
J.T Xon:xxuena
[Ipencenarens Hayunoro COBeTa 1o
HOPUCYXKICHUIO Yu€HbIX creneHeil a.M.H. (DSc),
poceccop

H.III.AxmenoBa
VYyenslii cexkperapp HayuHoro cosera 1o
MPUCYKAEHUIO YUEHBIX cTerene, a.m.H.(DSC),
JIOLIEHT

I' A.MxTusipoBa
Ilpencenatens  Haywnoro  cemuHapa — mpu
Hay4HOM COBET€ II0 IPUCYKICHHUIO YUYEHBIX
crernenei, 1.M.H. (DSC), mpodeccop
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BBEJIEHUE (anHoTaumusi nucceprauuu 1okropa ¢punocodpuu (PhD))

AKTYaJIbHOCTh M BOCTPeOOBAHHOCTHL TeMbl AuccepTanmuu. Jlerckuii
nepebpanbHbli mapanuy (JLII1) — sTo HapylieHue pa3BUTHS HEPBHON CUCTEMBI,
XapakTepu3ylouieecs aHOMAIUSIMU  MBIIIEYHOTO  TOHYCA, JBWKEHHU U
JBUTATENIbHBIX ~ HABBIKOB.  3al0ojeBaHWE  CBSI3aHO € TMOBPEXKIECHUEM
pa3BUBAIOLIETOCS MO3ra; UM crpagaeT npuMmepHo | n3 500 HOBOPOKIACHHBIX.
Bcemupnas opranuzanus 3apaBooxpaHeHus (BO3) mpusnana JIII nHamOonee
pacrpoCTpaHEHHOM NPUYMHON JI€TCKOM WHBAIMIHOCTU: €ro O0O0IIeMUupoBas
PAcCIIPOCTPaHHOCTh MHpeBhINIacT mopor B 17 wmuH. uwen®. CuMITOMAaTudyecKas
snuiencust  (CD)  sBisieTcsl  CEpbE3HBIM  OCJIOXKHEHUEM,  YXYJIIAIOIUM
kinHndeckoe teuenue npu LI B 15 - 94% cnyuyaeB y pereit u B3pocibix. [Ipu
5TOM YBEJIUYMBAETCS PUCK BHE3AIIHOM CMEPTH OT SIHIIEIICHHZ,

N3yuenne I, ero KIMHMKO-HEBPOJIOTUYECKUX ACIEKTOB, MOUCK HOBBIX
METOJIOB  JMArHOCTUKKA W  YJIY4YIIEHUsS  PE3yJIbTaTOB JICUCHUS  BEIETCSA
I[eJICHANPABJICHHO, C MPUOPUTETHHIM HAIPABJICHUEM II0 PAHHEMY BBISIBICHUIO
3a00JIeBaHMs, €r0 YaCTOThl PUCKA U MAaTOr€HETUYECKUX MPpUUUH pazButus CO, 1o
OTPENICIICHUIO POJIA SIMUJIECITUUECKOTO TMpoIlecca B IMCUXUYECKOM Pa3BUTHU U
UHTEJUIeKTyalnbHbIX  (pyHkIusax OonbHbIX JIIII. VccnemoBarenu omnpenensim
HEHPOPHU3UOIOTHYECKUE U MOJIEKYJISIPHO-TEHETUYECKUE MAPKEPHI COUETAHUS ITUX
narojoruii. Pe3ynbTaTel HCCIENOBAaHWN TOKa3aldd, 4YTO pEHIAIONIMMU B
JMAarHOCTUKE U IporHo3e TshkecTu TeueHus CO npu AL saBisitoTcst coBpeMeHHbIE
MOJIEKYJISIPHO-TEHETUYECKUE METO/IBI.

3npaBooxpaHeHuE Y30€KHCTaHAa BHEIPSET KOMIUIEKC MEp IO paHHEMY
BBISIBJICHUIO MIEPUHATAIBHOMN MATOJIOTUA HEPBHOW CUCTEMBI Y JIETEH U CHUXKEHUIO
qacToThl ociokHeHuil. B 2022-2027 rr. paspaborana mporpaMma Ii0
COBEPIIICHCTBOBAHUIO  CHUCTEMBbI  MEIUKO-COLIMAIBHOM  TMOMOIIM  JIETSIM €
ocioxkHeHHbIM JILIII, BKIrOWaromass BOMPOCHI OOECIICUCHHUS WX ITOJHOIEHHOM
KU3HEAEeATeNbHOCTU. [103TOMY BBISIBIIEHHE HACJEACTBEHHOCTU SIMIJICITUYECKOTO
mporiecca U paspaborka OoJjiee MPOrpecCUBHBIX MeToAoB sedeHus mpu JILIT
SABJISIFOTCSl aKTyaJbHBIMU HAIPaBICHUSIMU HAy4YHBIX HCCIEIOBaHUN. AJEKBaTHas
peabunuTanus U ColMalbHas aanTaius dTUX OOJbHBIX B 3HAUUTEIBLHON CTENEHU
3aBUCSIT OT CBOEBPEMEHHON JMAarHOCTUKM U TPABUIBHOTO JICUEHUSI BCEX
HMMEIOIINXCS HAPYILICHUH.

JlanHasi nuccepTaliioHHass pa0oTa HampaBlieHa Ha pelIeHue 3ajad,
npeaycMoTpeHHbIX Yka3oMm [Ipesunenta Pecriybnuku V30ekuctan (NeYI1-4947 ot
7 despans 2017 1.) «O crpaTerus NEWCTBUM MO JaJbHEUIIEMY pPa3BUTHIO
PecnyOmuku Y36ekucrany, [ToctanoBinenusimu npasutenbeta (NelII1-3071 ot 20
utoHss 2017 r.) «O Mepax mo AanbHEHIIEMY Pa3BUTHUIO CIEHHAIM3UPOBAHHOU
MEIUIIMHCKON ToMoIu HaceneHuto PecnyOnuku Y30ekucran Ha 2017-2021 rr.»,
«O rocymapCTBEHHOM TIporpaMMe II0 OXpaH€ 3J0pPOBbS MaTepeu, nered u

! World Health Organization website, Geneva: World Health Organization. Available from URL: htpp:/who.Int
/whr/2014/en/statistics.htm.
2 SUDEN (Sudden Unexpected Death in Epilepsy).
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noapocTkoB B Pecny6nuke YV30exucran na 2014-2018 roger» (Ne I1I1-2221 or 1
aBrycra 2014 r.), a Takxe IpyruMyu HOPMATUBHO-TIPABOBBIMU JOKYMEHTAMH.

CooTBercTBHE HCCIETOBAHUA NPUOPUTETHBIM HANPABJICHUAM Pa3BUTHA
HAYKH M TeXHOJIOTUil pecny0auku. VcciieoBaHue BBIITOJIHEHO B COOTBETCTBUU C
MPUOPUTETHBIM HANPABJICHUEM PAa3BUTHSA HAYKH M TeXHOJOrui pecnyonuku — VI
«MenumHa u HapMaxKoJIOTUs.

Crenenb M3y4eHHOCTH Npod/aeMbl’. IlaToreHes, IMAarHOCTUKA U JICUECHHE
snmmitentuyeckoro npomnecca npu LIl wmccinenyror BO MHOTHX MEIUIMHCKUX
HAyYHBIX [IEHTPAX MO3Ta U BBICIINX YICOHBIX 3aBEJICHUSAX CTPAH MHPA.

OnpeneneHne MEXaHU3MOB PA3BUTHUS SIUJIECITHUYECKOTO MPOLECCA, PAHHSL
JMAarHOCTHKa, ONTUMM3AlMs METOJOoB JedeHus u npodumaktuku JUIT -
MOCTOSIHHO B LIEHTPE BHHUMAaHUSI MCCIeNOoBaTelell MEIUIUHCKUX PaOOTHUKOB.
Bonburyto paboTty 1o cOOpy SMHUIEMHOJIOTHYECKUX JAHHBIX B EBPONEHCKHUX
cTtpaHax mnpojenan ‘“OnunHamzop 3a LI B EBpome” (1998) (SCPE). Drta
OpraHu3alys OINpeeIuia PeTUCTPhl OOJIBHBIX JIETEH U3 Pa3IUYHBIX €BPONEUCKUX
ueHTpoB. B Hactosimiee Bpemss SCPE umeer 25 pelictByrommx UeHTpoB B 20
eBpornelickux crpanax (Papavasileiou A., Petra M.,2020).

B nocnenHue romel  Bce yamle JAUCKYTUPYIOTCSI O TE€HETHYECKOU
MPEAPACTIOIOKEHHOCTH UHAMBUIYyMa K 3TOW MATOJIOTUU. YUYUTHIBAs MPOTPeEcC B
ONPEAECICHUN T€HETUYECKOW ITUOJIOTUM 3HA4YuTeJIbHOU Yactu ciydaeB LI u
SIUJIETICUM, YMECTHO paccMaTpuBaTb €ro TE€HOMHOE TECTUPOBAHHE B
ATUOJIOTUYECKOM HCClieIoBaHUU. Bee yaille yueHble yKa3bIBalOT Ha HOBBIM MOAXO,
BKJIIOYAIOIINI TE€HOMHYIO MEIUIIMHY, COXpaHss Mpu 3ToM (GyHIaMEHTAJIbHbIC
KIIMHUYECKUE MPUHIIMIIBI, OCHOBAHHbIC HA YHU(DUIIMPYIOIICH CTPYKType AUarHosa
JUIT (Xomun A.A., 3aBagenko H.H., 2019, , T'adypos B.I'., ApthikoBa M.A.,
2019, CanpixoBa I'.K., 2020, Mamxugosa A.H., 2021, I'accan M.B., Cequnnna
A.C., 2022).

Ho  reHernueckas  TreTepOr€HHOCTb,  AYyTOCOMHO-PEIIECCUBHOTO U
JIOMUHAHTHOTO THUIIOB HACJIEIOBAaHMS OOJIE3HHM MOKa MaJl0 M3y4YeHHBI. BrickazaHo
MPEANoJOKEHNE O BO3MOXKHOCTH CylllecTBOBaHUS X-cuerieHHbx ¢opm JIHIL
Takxe He n3ydeHa rmpodsiemMa HacaeACTBEHHBIX METa00IMUYECKUX SUIICTICHIA.

CBsi3b TEMBbI JUCCEPTALMH C MJIAHOM HAYYHO-HCCJIEA0BATEIbCKUX PadoT
BbICIIET0 Yy4yeOHOro 3aBedeHusi. Hacrosimas auccepraimoHHas paloTa
BBHITIOJIHEHA B ByXapckoM rocyiapcTBEHHOM MEIUIIMHCKOM MHCTUTYTE UMEHU AOy
Amu ubn Cuno (06.2022 PhD 147) na ocHoBe HayuHoi TemaTuku BY3a: «Pannee
BBISIBJICHWE, JMArHOCTUKA M pa3pabOoTKa HOBBIX METOJOB JICYCHHUS U
PO IIAKTUKY MATOJOTHIECKUX (PaKTOPOB, BIUSIONIMX HA 3J0POBHE HACEICHUS
Bbyxapckoro oazuca B niepuog nocie COVIDI19 (2022-2026 rr.)», npoBOAUMON B
paMKax IiaHa Hay4YHO-HCCJIEI0BATEILCKUX PadoT.

Heab nccienoBaHus - U3YYUTh KIMHUYECKHE MOJICKYJISIPHO-TEHETHUECKHE
OCOOCHHOCTH JIETCKOTO IliepeOpajbHOTO Tapajuya C CUMIITOMAaTHYECKOMN
SMUJIETICUEH, pa3paboTaTh NPUHIMUIIBI MPOTHO3UPOBAHUS M ONTHUMHU3UPOBATH
peabmImTaIuio.

3 Crparerus JeiicTBuiA MO NATH IPUMOPUTETHLIM HAIPABJIEHUAM passuTus Pecriybnuku Y36ekucTan Ha 20172021 r.
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3amavu ncclieI0BAHNS:

IPOBECTH KIMHUKO-aHAMHECTUYECKOE M TeHealoruuyeckoe oOcae0oBaHus Ha
HaJIMYKe HEBPOJOTUYECKOTO Ne(dUIIUTAa U MUICTICUU Y POJICTBEHHUKOB OOJIbHBIX
JUIL;

YCTAaHOBUTH HEHUPODU3UOIOTUUECKHE MapKepbl HHWICNCHUH Y OOJbHBIX
JETCKUM 1IepeOpaIbHBIM TapanuoM;

OTIPEIIETUTh TCHETHUECKYIO Te€TEPOTEHHOCTh Yy OOJIBHBIX C pa3HBIMU (popMaMu
JUIT mo ananu3y moauMopdHbIX reHoB ¢onatHoro Merabommsma (MTHFR
(C677T), MTHFR (A1298C), MTR (A2756G), MTRR (A66G)) u BBIIBUTH
BEpOSITHbIE  KaHAWJATHBIE TE€HBbl JETCKOTrO IepeOpaibHOro mnapajivya U
CUMIITOMATHYECKOM AMUJIEIICUH;

ONTUMHU3UPOBATh TAKTUKY JIEYEHUS M peaOUIUTAIMU CHUMITOMATUYECKON
AIUJICTICUM Ha (JOHE IETCKOTO 1epeOdpaIbHOTO Mapajinya .

Oo0bexT uccaenoBanus. O6cnenoBano 255 aereit B Bospacte 3-14 et ¢
nuarHozoM JIIIII, npoxomuBmux JnedeHue B PecmyOiaukaHCKOW JETCKOU
MICUXOHEBPOJIOrnYecKoi 0oapHuLE T. TamkenTa.

IIpeaMer ucciaeq0BaHUA: CHIBOPOTKA BEHO3HOW KPOBU

MeToabl HMcC/IeIOBAHUSA: KIMHUKO-UHCTPYMEHTAIbHBIE, TE€HEAJOTHYECKUE,
HEeUPOPYHKIIMOHAIBHBIE, MOJICKYJISIPHO-TEHETUYECKUE U CTATUCTUIECKUE METOIBI.

Hay4Hasi HOBU3HA MCCJIIOBAHUSA 3aKII0YACTCS B CIECTYIOLIEM:

YCTAHOBJICHBl YacThle M OYEHb YACTbIC JMUIENTUYECKHE MPUCTYIBI MpHU
cnactuueckux ¢opmax JLII u BrepBble BBISBIEHBI ayTOCOMHO-PELIECCUBHBIE U
pelieccuBHbIE X-CLIECTUICHHBIC TUIIBI HACIIEIOBAHUS OOJIC3HU;

y Oonpubix JIIII ycranoBieHa cBa3b Mexay OI2I° maToaoruyeckow,
«YCIIOBHO IaTOJIOTUYECKON» ANUIENTUPOPMHON AKTUBHOCTBIO 151
HACJIEICTBEHHOCTHIO MO SMUJICTICUH;

BIIEPBBIE MPOAHAIU3HPOBAHA TE€HETHYECKAs TETEPOr€HHOCTh Pa3JIMYHbIX
dbopM  JeTCKOTo IHepeOpaibHOTO Tapajiiya Ha OCHOBE paCIpeIesieHUs T'eHOB
donatHoro wmeraboamsma (MTHFR (C677T), MTHFR (Al1298C), MTR
(A2756G), MTRR (A66G);

BIICPBBIC  BBISABJICHBI  TI'€HBI-KAHAWJATHl, CTAaTUCTUYECKU  JIOCTOBEPHO
MOBBIIIAOIINE PUCK pa3BUTHs snuiiencu 'y 6onbHbIx LI 6e3 CO ¢ MTRR
(A66G) u CO MTHFR (C677T) u MTRR (A66G).

ONTHUMH3UPOBAHA TAKTHKA JICYCHUSI CYAOPOKHBIX NpHUCTynoB Ha ¢oue LI
npenaparoM “JleBetupaneram’”.

IIpakTHyeckne pe3yabTaThl HCCACAOBAHMS:

cnactudeckue dopmbl JIIT cnexyer paccmaTpuBaTh Kak HamboJiee 4acTo
BCTpedaembie (POPMBI MOSBIICHUS MTAPOKCU3MAIBHBIX CYI0POT;

MOJYyYEHHBIE JTAaHHBIE TE€HEAJOTMYECKOrO  HCCIEAOBAHUS  AyTOCOMHO-
PELECCUBHOIO M PELECCUBHOTO X-CHEIUIEHHBIX THUIIOB HacnenoBanus J(LII wu
SIUJICTICUM CJICTYET BHEAPUTH B IPAKTUKY T€HETUYECKUX KOHCYJIbTAIIM;

BBISIBJIEHHAS! YCJIOBHO J3MNWJICNTAYECKAs AaKTUBHOCTh y mnaunueHtoB ¢ JILIII
dbenotunmueckn 06e3 CD ¢ OONBIION BEPOSTHOCTHIO TpaHchopMUpyercs B
srmnercuo. HeodxonuMo nruHaMudeckoe HaOJIIoeHHE 32 STUMH OOJIbHBIMHU;

HEOIaronpusITHhIC AJJIETHHBIE U TEHOTUIMUYECKHUE BapPUAHTHI MOIUMOPQPHBIX
redioB  MTHFR (C677T) m MTRR (A66G) wMoryr caMOCTOSITEIEHO
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accouuupoBatbea ¢ pazputhem JIII. DTo BaXHO y4UThHIBaTH NMpPH IMPOBEACHHUH
MEPONPUATUIN 110 MPEAYNPEKICHUIO PA3BUTUA 3TOM MTaTOJIOTHH;

Hay4YHO 00OCHOBaHa Iiesieco00pa3HocTh HazHaueHust ADII neBetupaiierama B
KoMmIuIekcHOM Jieuennun CO npu JILIII.

JloCTOBEpPHOCTH pe3yJibTaTOB HCCJICAOBAHMS MTOATBEPKIAETCS
IPUMEHSEMBIMU METOJAMH M METOJIOJIOTMEH, COOTBETCTBHEM TEOPETHUYECKHX
JAHHBIX  TOJYYEHHBIM  pEe3yJbTaTOM, JOCTATOYHBIM YHCIOM MallMeHTOB,
CTaTUCTUYECKUM aHAJIU30M pPE3yJIbTAaTOB UCCIEAOBAHMS, @ TAKKE COMOCTABICHUEM
pe3yIbTaTOB € 3apyOeKHBIMU U OTEYECTBEHHBIMU JTAHHBIMH.

Hay4ynasi m npakTu4eckasi 3Ha4YUMOCTDH Pe3yJIbTaTOB HCCICA0BAHMS.

Hayynas u mnpakThueckas 3HAYMMOCTb MCCJIEAOBAaHUS 3aKJIIOYaeTcs B
MOJIYYEHHUH HOBBIX JaHHBIX 0 MexaHn3Max paszButus CO mpu LTI, ycranoBieHun
MyTEd HACIEACTBEHHOW TNE€peAayd PEUECCHUBHBIX T€HOB, B  BBISBJICHUU
T€HETUYECKOM TeTepOreHHOCTH, HEOIAroNpHUsTHBIX aJUIEJIbHBIX U T€HOTUIINYECKUX
BapuaHToB nosuMoppHeix reHoB MTHFR (C677T) u MTRR (A66G), kotopbie
MOTYT CaMOCTOSITEIbHO accouuupoBarbesi ¢ pasutuem JIII. OTto BaxkHO
YUUTBIBATh ~ IPU  OPOBEACHUH  NPOYHIAKTHYECKUMX  MEPONPUATUNA 110
IPEAYNPEXKIACHAID pa3BUTUSA NaTOJOTMUA. Kpome TOro, BBISIBICHBI BEPOSITHBIC
KaHJIUJATHbIE TEHbl LepeOpaibHOrO Mapanuya y OOJBHBIX M TE€HETUYECKUE
Mapké€psl armiencun npu LI O1o cepbe3Ho ynydmiaeT Ka4eCcTBO JHUATHOCTUKU
U aHTURNWICNTHYECKOW  TEpalmuu  JIEBETHPALIETaMOM, ONTHUMU3UPYET
peadbMIIMTalluOHHBIE MEPOIIPUSTHS.

BHenpenne pe3yiabTartoB ucciaeaoBaHusi. Ha ocCHOBaHMM MOJy4YEHHBIX
pe3yNbTaTOB IO  HOBBIM  JUArHOCTUYECKUM W JIEYEOHBIM  KPUTEPUSIM
sanuIenTrYecKkoro npouecca npu LI

YTBEPXKIEHBl METOANYECKHE pekomeHAanuu «CoBpeMEHHbIE MOIXOIbI K
JUAarHOCTUKE M JICYEHUIO CHMITOMATHYECKOW OSHWIENCUM MNpPU  JETCKOM
nepedpanbHOM mapanuue» (3akimroueHue Ne23-n/021 ot 7 ampens 2023 roga). Ouu
NO3BOJIJIM JIMAarHOCTUPOBATh OOJIE3Hb HA PAaHHMX 3Tanax, YCTAaHOBUTH TPYIMILY
pHUCKa, YIy4yllaThb ONPEIEJIECHUE TOYHBIX METOAOB NPOPUIAKTHKKA U JIEYEHUS
OCHOBHOTO 3a00J1€BaHUS U OCIIOKHEHUH.

Pe3ynpTarsl ncciienoBaHU BHEIPEHBI B OTAECICHUH HEBPOJIOTUM byxapckoro
00JIaCTHOTO JI€TCKOr0 MHOTONPO(UIBHOTO ILEHTpa, B JETCKOM OTACJICHHUH
Byxapckoro 005acTHOTO TICMXOHEBPOJOIMUECKOro JMCHaHcepa (3akKItodeHHe
Ne23-x/029 ot 17 mas 2023r.). DTO MOBBICUIIO Ka4€CTBO TUATHOCTUKHU U JICUCHUS,
ADII “neBerupanieram’, CHU3WIO 4acTOTy npucTynoB smwiiencuu npu LTI, a ero
HEHPONPOTEKTOPHOE BO3JECHCTBHE, YCWIMJIO IIO3HABATENIbHbIE, KOTHUTHBHbBIC
dbynknuu. Kpome Toro, 3aTparthl Ha cTanioHap CHIKCHBI HA 5-7 JTHEH.

AnpobGanusi pe3yJbTaTOB HCCJAeA0BaHMs. Pe3ynbTarhl HCCIEIOBAHUSA
oOcyXIanuch Ha 4-X MEXKIYHAPOAHBIX U 8-MH pPECHnyOJUKAHCKUX HAy4HO-
MPaKTUYECKUX KOH(DEPEHIUSX.

I[Iyoaukanuss pe3yJbTaToB HccaenoBanms. [lo Teme aucceprauuu
npencTaBieHbl 28 myonukaumid: 17 crateil B KypHanax, pereHsupyembix BAK
Peciyomuku ~ Y306ekucran, 11 w3 HHUX - B PECIyOJIMKAHCKHX
U 6 - B 3apyOeKHBIX HAyYHBIX JKypHaJax.
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Crpykrypa u 00bem auccepranmu. Jluccepranusi COCTOUT U3 BBEACHUS, 5
IJIaB, 3aKJIi4eHus, OuoOnuorpaduueckoro ykazarens. OO0beM auccepTaius
coctapisietr 120 cTpanuil.

OCHOBHOE COJEPXAHUE JUCCEPTALIUU

Bo BBegenmm o000OCHOBaHa aKTyaJIbHOCTb MPOBEAEHHOTO HCCIIEIOBAHUSA,
yKa3zaHa ero IeJib U 3aJauu, OMUCaHbl OOBEKTHI UCCIEIOBAHUS, €T0 COOTBETCTBHE
MPUOPUTETHHIM HAMNPABICHUSAM HAyKH U TEXHOJIOTHMH PECIyOIUKH, OMpPEIeIICHbI
Hay4yHas HOBM3HA WM MPAKTUYECKass 3HAYUMOCTb IMOJYYECHHBIX PE3YyJIbTAaTOB IS
MPAKTUYECKOTO0 MPUMEHEHHUsI, ONMyOJIMKOBAHHbIC HAy4YHbIE Pa0OThl U MPUBEIICHBI
CBEJICHUS O CTPYKTYpE JUCCEPTALIUH.

B nepBoii rnaBe «CoBpeMeHHbIC B3IJISAbl Ha KJIMHUYECKHE
MOJIEKYJISIPHO-TEeHETHYECKHEe OCO0CHHOCTH PAa3BUTHH CHMITOMATHYECKOM
JMWJIENCUM Yy JeTeil ¢ uHepeOpajJbHbIM MNAPAJIUYOM» IIPEACTABICH 0030p
3apyOeXKHbIX W OTEUECTBEHHBIX NyONUKauMi 1o TeMe auccepraiuu. B
COOTBETCTBUM C DJTHUM OMNpeAeiEH KpPYyr BOMPOCOB, TPeOYIOMMX AETAIHHOTO
M3y4YeHHs, 0OOCHOBaHA AaKTyaJdbHOCTh PabOTHI U HEOOXOAUMOCTb pPa3padOTKH
JAHHOU TEMBI.

Bo Bropoii rmaBe gucceprauun «KimHHM4Yeckasi XapaKTepHCTHKA
MaTepHAJIOB U METO0B HCCJIeI0BAHUSD)) TPHUBEIACHBI CBEJIEHUS O OOJBHBIX U
MeToJax wuccienaoBanus. Jlns moiHOTHI HMH(OpMaAMK TOKa3aHa B3aUMOCBS3b
KJIIMHUKO-aHAMHECTUYECKHX, reHEeaJI0rnYeCKuX HCCIIEIOBAHUIM c
HEeUpOo(hU3NOTOTUUECKUMU, MOJIEKYJISIPHO-TEHETUYECKUMU rnapaMeTpamu,
HEO0OXOJAMMBIMHU I CBOEBPEMEHHOM TUAarHocTUkM pazsutus CO y OonbHbIX JLI1
1 ¢ depeHunpoBaHHOTO MOIX0/1a K €ro JEUSHHUIO U IPO(UITaKTHKE.

KiiuHMKO-UHCTPpYMEHTAJIbLHbIE U aHAMHECTHYeCcKHe uccieaoBaHus. B
UCCJIeIoBaHle ObUIO BKIIIOUEHO 255 mereir B Bo3pacte 3-14 jeT ¢ AMarHo3om
«Jlerckuii 1iepeOpanbHBIN Mapaiuy» HaXOJMBIIUXCS Ha JICUCHHH B OTICICHUU
JETCKOM  HEBpoJIOTHH  PecnmyOamKaHCKOW  JIETCKOM  TICUMXOHEBPOJIOTHYECKOM
o6onpHuIel T. Tamkenta B 2020 - 2023 rr. Cpennuii Bo3pacT JeTed COCTaBUII
5,741,25 ronma. Ilo craructuke cuurtaercs, uyto pazButuro JIII Oombine
MOABEPAKEHBI JIMIAa MYXKCKOTrO Tojia. B JaHHOM WHCCIEIOBaHUU pas3iuuvs B
nokazarensax Obuin goctoBepHbiMH (P<0,05): manbumkoB Obuio 155 (60,8%),
nesouek — 100 (39,2%).

B 3aBuCcHMMOCTH OT HaNMWYUS WX OTCYTCTBHS OCIIOKHEHHM, MAIIMEHTHl OBbLIN
paznmenensl Ha 3 Tpynmnel: 1 rpynma (ocHoBHas) - 102 OGombnbix JIIIII,
ocnoxkHeHHbIM C3, 2-1 rpynma (cpaBHeHusi) - 153 Oombnbix JIIT 6e3
MapOKCU3MAIIbHBIX CyA0pOT, 3-51 rpymna — 50 310pOBbIX A€Teil (KOHTPOJIb).

beimu Takke ompeneneHsl TPyNmbl B 3aBUCUMOCTH OT KJIIMHUYECKOU (hOpMBI
JUII. JuarHo3 ycraHaBiuBaid Ha OcHOBaHMM KimHuueckol kiaccuduxanum
HAUIT  K.A. CemenoBoit (1981), Kkoropass COOTBETCTBYET TpeOOBaHUSIM
Mexnaynaponnoi knaccudukanuu 3adoneBanuid MKB-10/ICD-10 Ne7. ITlo nei
ycTaHoBJieHbl cienytomue ¢opmbl JIIII: nBOiMHAs reMuruierds, crnacTudeckas
JUIUIETUSl, TEeMUIUIETMYecKas, TUINEPKUHETUYECKAas] M aTOHUYECKU-acTaTHYeCcKas
dbopmbl. AHaim3 kiauHU4Yeckux (opm JIIIT mokasan, 4To ABOMHAS Te€MUILICTHS
obuta y 81 (31,7%) pe6&nka, cnactuyeckast quruierus -y 68 (26,7%),
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remuruiernyeckas — y 49 (19,2%), runepkunernueckas - y 31 (12,1%) u
aToOHMYeCKH-actatuueckas - y 26 (10,3%) nereit (puc.1).

ﬂBDﬁHaH repmamMnaer1a = CnacTHU4ecKan amnnerma = FemmnnerM4yecKan

NMnepKMHeTHYecKan = ATOHM4YEeCKM-acrtatTM4ecHKan

Puc.1. Pacnpenesienne 00abHbIX o popmam LTI,

Kpome Toro, neru ObuTM pas3zieseHbl HAa 3 BO3PACTHBIC TPYIIIBI, UCXOMS U3
MPUHATOTO B MNEAUWATPUM  JEICHUS JI€TCTBA HA  OTACIbHBIC TNEPUOIBI,
npeiosxkenHoro H.IT. T'yanoounaemm (1906) u mogudumnupoBanHoro A.®. Typom
(1974), ¢ yyeroM mx (HU3HOIOTHYECKHX ocoOeHHOocTel: 3- 6, 7-11, 12-14 ner.
['pymnma aereit 3-6 et oka3aauch caMoit 6oubioi - 116 (45,6%) ven.

OO6myro nBUraTenbHyo cepy y HmarueHTOB OIEHUBAIN MO KiIacCU(UKAIUU
obmreit Mmotopuku (GMFCS). TspkecTs ABUTATENBHBIX HAPYIICHUN OMPENEIIsiIn 10
4 crenensim: 0 cTemeHb - MPAKTUYECKU 3JI0POBBIA TMAIMEHT, MOXKET CBOOOIHO
XOJIUTh, MHOT/Ia HAOIIOJAI0TCS JIETKUE U3MEHEHHUSI MBIIIEYHOTO TOHYca, | cTeneHb
- MALMEHT XOAUT CAMOCTOSITENIBHO C HEKOTOPHIMU (HEOOJIBIIMMU) OTPAHUUYEHUSIMH,
YYBCTBYET HEJOBKOCTh MpuU Xoawp0e, Il creneHp - mauveHT XOAUT € MOMOUIBIO
BcrioMoraresibHoro ooopyaoBanus, I crenens - 00IbHON MOXKET MEpEeABUTATHCA,
HO C OIIPEAECICHHBIMU OrPAHUYEHUSMH; MOXET I10Jb30BaThCA JIIEKTPUUYECKON
WHBAJIMJHOU KoJisickod, IV cremeHb - OOJIBHOM HE MOXKET MepeBUTraThCs
CaMOCTOSTEIIbHO; €r0 MEPEBO3UT B UHBAIIMIHOMN KOJISCKE CUICIIKA.

C menpr0  OpoOrHo3upoBaHHWsl  pucka  pa3BuTuss CD  BBIIOIHEHO
PETPOCIEKTUBHOE HCCIIEIOBAaHUE: aHAJIU3 HCTOPUM OOJIE3HW BCEX IMALMEHTOB C
nuarnosoM LI, onpoc ux marepei, MOUCK HACIEICTBEHHOM IMATOJIOTUH, B TOM
YHCIIEe SMUIETICUU, COCTaBJICHUE POJOCIOBHOTO (F€HEaJlorMuyeckoro jaepena) AJis
OTpeJeNieHHs MyTU nepeaaun Ae(EeKTHOro reHa, aHaldu3 COCTOSHUS >KEHUIUHBI J10
3a4aTusi, BIUSHUS Pa3IMYHBIX Mpe-, UHTPAa- M TOCTHATAJIbHBIX (PAKTOPOB Ha
dbopmupoBanue CD y nereil. M3yueH aHamHe3 3a00JieBaHUS: BO3PACT MaTepu U
OTLIa, TeuyeHHue OEepEeMEeHHOCTH, COIMYTCTBYIOIIME 3a00JIeBaHUS, BpEIAHbIC
MIPUBBIYKHU, UCTOPHS POJOB, HaTW4KME OJU3HEIIOB, 0COOEHHO MOHO3UTOTHBIX, CPOK
poxaeHuss U Bec peOEHKa mpu poxkaeHuu. OrnpeneneHbl OCHOBHBIE (PAKTOPHI
MPOTHO3UPOBAHUS pUCKa pasBuThs snwiencuu y OompHBIX J[III. M3ydeno
MICUXOMOTOPHOE pa3BUTHE peOEHKA, ONPEACIICHbI CTENEHU TSXKECTU JIBUTATEIbHBIX
HapyweHui. [1o pe3yabTaTaM ycTaHOBJIEH KIIMHUYECKUI TMAarHO3 00JIBHOTO.
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AnamHe3 ObLT1 coOpaH y poauTeneil W Apyrux OJNM3KUX POJCTBEHHHKOB
OOJLHOTO M JIONOJIHEH J@HHBIMU MEAMIIMHCKON JOKYMEHTAlMH (OCMOTPHI
CICHUAINCTAMH, PpE3YyJIbTaThl MPOBOAUMBIX pAHEE HHCTPYMEHTAIBHBIX U
7a00paTOPHBIX  MCCIENOBaHU).  BBINMOIHEHO  KIMHUKO-HEBPOJIOTMYECKOE
oOcnefoBaHMe, B TOM YHCIIE HCCIEIOBaHUE (PYHKIMHA YEpPErHO-MO3TOBOM
VHHEpPBALWU, MUPAMUIHOM, dKCTPAMPAaMUIHOM, YyBCTBUTEIBHOM M MBILICYHON
CUCTEM, HAIMYUE SITUIICTICUH.

I'eneanornyeckuii Meroa ucciaenoBanus. Ero npuMeHsun sl BBISBICHUS
3aKOHOMEPHOCTEM pacnpocTpaHeHHUs HACJIEICTBEHHBIX 3a00JIeBaHUM.
['eHeanornueckuM aHaJIN30M MBI BBISICHSUIM: UMEIOT JIM HACJIEACTBEHHBIA XapaKkTep
JUIT u snunencus. Ecin y Hamux OOJIBHBIX Takasi CBSI3b OINpPEAeIsiach, TO Mbl
U3ydalld TUI HaclieJOBaHUs, TEHOTUI MPOoOaH/Ia, BEPOSITHOCTb POKIACHUS B CEMbE
emie  Apyroro OonbHOro peOeHKa WM BEpPOSITHOCTb HOCUTEIBCTBA UM
MaTOJIOTMYECKOro MpHU3HaKa. TeXHUYECKH I'e€HEaJOruio0 M3ydaiud B JBa 3Tama: |
ATan — M3yYEHHE pACIpPOCTPAHEHHOCTH NpPHU3HAaKa WIM 3a00J€BaHUsS B JaHHOU
CEMbE U COCTABJICHHE POJOCIOBHOTO JIEpEBA. 2 3Tall - aHAJIU3 POAOCIOBHOM.

JaekrpodHuedanorpadpuyeckuidi Meroa. B HCCaenoOBaHUAX BIIEKTPO-
Helipoduznonornyeckue (33[°) METoabl — TIaBHBIE B JMArHOCTUKE SITHJICTICHU.
OHHU NO3BOJISAIOT NOATBEPAUTH UMEHHO SMUJIENTUYECKUI XapaKkTep MapoOKCU3MOB U
YCTAHOBUTH JIOKAIM3ALUIO AMUIENTUYECKOro oyara. OyHKIIMOHAIIBHOE COCTOSTHUE
U 3pEeJoCTh MO3TOBBIX CTPYKTYp HU3y4aldd MO OHODIEKTPUUYECKOW aKTHBHOCTU
HEPBHOM TKaHU.

Bcem nersm BemmonHsim pytuHHyro OOI. HccienoBaHuss mpoOBOAWIM Ha
suuedanorpadax «uuedanan 131-03» (Poccust), «Muiap» ¢ MexIyHaApOIHOU
CUCTEMOW HAJIOKEHUS YALIEUYKOBBIX ANEKTPOAOB «10-20» 1 CKOPOCTBIO pa3BEPTKU
30 mm/cek. Mannsie D3I u3ydanu B MOHO- U OHWIOISIPHOM OTBEACHHSIX.
[Tpumensnu QyHKIMOHATBHBIE TTPOOBI (hoTOoCcTUMYIISIIUS ¢ yacToToi 2-50 I'm).
[Ipu ananuze OO yuuTHIBaIM BO3PACTHBIE OCOOCHHOCTH OMODIEKTPUUYECKOMN
aktuBHocTu Mo3ra (BOAI'M) pereit. Purmuueckyro aktuBHOCTH DI onuchiBav
no TpEM KpPUTEPUAM HUJCHTU(PUKAIMK pUTMA: YACTOTHOTO JMara3oHa,
tonorpauyeckor Jokanuzauuu (OKyca AaKTUBHOCTH, CBSI3U PUTMHYECKHX
KOoJIeOaHu i c ITOBEJICHUEM (pyHKuMOHANBHAS PEaKTUBHOCTb ).
OnekTposHIepanorpaMmMbl  MO3BOJSUIM  MOJYYUTh  OOBEKTUBHYIO  OLIEHKY
coctosinust BOAT'M y o6cnenyemMbix OOJIbHBIX.

B xope BeimonaHeHUst paboThl ObLIO UccheoBaHO 4 moIMMOPGHBIX TeHa. J{ms
MOJICKYJIIPHO-TEHETUYECKOTO aHanmu3a TeHoB (omatHoro twmkia (MTHFR
(C677T), MTHFR (A1298C), MTR (A2756G), MTRR (A66G) y Gonbubix LT
(100 yen.) u 3mopoBbIx (103 yen.) 3abupasu BeHO3HYIO KpoBb B podupku ¢ DJITA
K2. I'ensl TunmpoBanu ¢ nomomipto IIIIP B cTaHmapTHOM peXuUME: BBIACISIN
renomuyto JIHK w3 numdoumto, wusmepsiu ee uuctorel (1.7/1.8) wu
KoHIleHTpaIuio Ha criekTpodoTomerpe (NanoDrop 2000 CIIIA) npu ajivHE BOJHBI
A260/280 um. 3aTeM, npoBoAWIM aMILTU(UKAIMIO Ha TepMorukiepax (GeneAmp
PCR-system 2720; Applied Biosystems, CIHIA u CG1-96 «Corbett Research»
QUAGEN, Tepmanus). KommuectBo u  crnenu@udHOCT,  (PparMeHTOB
amrnukanuu JJTHK rena omenuBanu ¢ moMomisio 3ekrpodopesa B 1-2%-HoMm
arapo3HoOM reje u aHanusa ¢ Y O-TpaHCHWLIFOMUHATOPOM CO BCTPOCHHOM KaMEpPOU.
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[TocnenoBaTeNbHOCTh HYKIJIEOTH/IOB JIETEKTUPOBAHHBIX T'€HOB OMNPEACISUIM IO
nporpamme «Oligo v.6.31», CIIIA.

CrarucTnyeckne MeTOAbI HCCIeI0BAaHMMA. Pe3ynpTaTbl HCCIIETOBAHUS
CTaTUCTHUYECKU 00padaThiBalM Ha MEpCOHAIBLHOM KommbioTepe Pentium-1V c
nomoiplo nporpaMmmHoro mnakera Microsoft Office Excel-2016. Tlpumensiiu
METO/bl BAPUALIMOHHOW MAapAMETPUYECKON W HENApaMETPUUYECKOW CTAaTUCTUKHU C
pacu€ToM cpemHed apudmeTmueckoi u3ydaemoro mokasarens (M), cpemHero
KBaJIpaTHUECKOTO OTKJIOHEeHHs (C), cTaHAapTHOW OMmUOKK cpeaHero (m),
OTHOCHUTEJIBHBIX BeIMYUH (4acToTa, %). CTaTUCTUYECKYIO 3HAYUMOCTh U3MEPEHUM
onpenensuii o kputepusim Crteiogenta (t) u Pumepa (F) c¢ Bbluncienuem
BepositHocTu omuOku (P). 3a ypoBenb apocroBepHocTH mpuHuManu P<0,05.
Craructuyeckass 3HAYMMOCTh JJIi KAQUYECTBEHHBIX BEJMYMH BBIYUCISUIM  C
TIOMOIIBIO ¥~ (XM-KBaJpAaT) ¥ Z-KPUTEPUSL.

B tpetbeil rnaBe nuccepranyu «Oco0eHHOCTH KJIAMHUYECKOTO TEYEeHUs1 W
AMATHOCTHKHA cUMIOTOMaTH4Yeckod Hmwiencun npu JHII»  onmcaner
ocobeHHOCTH, YacToTa U Xapakrep CD B 3aBUCMMOCTH OT KIMHUYECKOW (HOPMBI
JUII, xnuHuKo-aHaMHecTHYeckue gaktopbl pucka pasputus CO Ha done LI
CO saBnsieTcs CEpbE3HBIM OCIOKHEHUEM, YXYAIIAIONIUM KIMHUYECKOE TEUEHUE
nipu JILIIT.

Yactora Berpewaemoctn CO mpm LIl 1o pmaHHBIM  pasiau4HBIX
uccnenonarenei coctapisier 18-80%. Cpenu Hammx o0cien0BaHHBIX 255 neteit ¢
JLIT B 40% (102 pedénka) ciydaeB HaOmogamack COD (tadm.l). Ilpu stom,
BAKHOE 3HAUCHHE HMEET BpPEMs MOSABJICHUS SMWICHTUYECKUX MPUCTYNOB, 4YeM
paHbIIIE - TEM XYK€ MMPOTHO3 3a00JIeBaHUSI.

Taoauna 1

Pacnpenesienue 00sabHbIX 10 popmam I u yacTrore BeTpeuaeMocTu

MuJIencuu, Jeua.(%)

OOmiee KoI-BO JLITI ¢ CO
®opwmbr JLIT OO0JBHBIX n=102,% P
n=255,%
1. JIBOiHASI TEMUTLICTHsI 81 (31,8) 42 (41,2) p<0,001
2.Criactuueckas aurvierust | 68 (26,7) 20 (19,6) p<0,001
3.I'emurernueckas 49 (19,2) 27 (26,5) p<0,001
4 I'nnepKuHETHYECKAsI 31(12,1) 7 (6,8) p<0,001
5.Atonnuecku-acraruueckas | 26 (10,2) 6 (5,9) p<0,001

Criactrueckre CHHIPOMBI BO3HUKAIOT M3-3a MOPAXEHUS] MUPAMUIHBIX ITyTEH
rOJIOBHOTO MO3Td, KOHTpoJiMpyromux aBwkeHue. B konrekcre JLII, onwu
XapaKTePU3YIOTCS TOBBIIICHHBIM MBIIIEYHBIM TOHYCOM U YCHIJIEHHEM PEQIIEKCOB.
MX MOXHO pa3menuTb Ha CIEIYIOIIHE;, IBOWHAsA TEMUILIErus, CIacTU4YecKas
nurierus, remuruierndeckas ¢opmbel I, B Hamem wuccrnenoBanuu,
HauOOJIbIIYI0  YUCJIEHHOCTh COCTaBJsUIa MMEHHO cracthyeckas  Qopma
3a0oneBanusi. CO BcTpedaercs yamie Bcero npu cnactudyeckux ¢opmax LI
Hanpumep, npu aBoitHoM remuruieru yactota CO mpeBbilaeT Apyrue GopMbl B
1,6-6 pa3. Camyro OOJBIIYIO TPYIMIy COCTaBUIU cractuueckue ¢Gopmbl — 198
CJIy4aeB, Cpe/Id KOTOPBIX 3apeTuCcTpupoBaHo - 87,3 % ciiydaeB MIICTICHH.
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YacToTy OSHOWIENCHU MBI  ONPENeNsM MO0  KIACCU(UKAIMU  YaCTOTHI
OPUNIAJKOB: OYEHb pelakue — 1 pa3 B TedeHWe rojaa; peakue — | pa3 B Mecs;
CpellHel 4acToThl — 2-5 pa3 B Mecsll Wid 1 pa3 B Hellemo; yacteie — 0osiee 5 pas B
MeECSI]; OYEHb YacTble — €KEIHEBHO. YacThle M OYEHb YACTBIE SIHUIJICITHYECKUE
IPUCTYIBl BBI3BIBAIOT YMCTBEHHYIO OTCTAJOCTh, YXYALIAIOT JIBUTATEIbHYIO
CIOCOOHOCTh M HapylIalOT pedeBoe pa3Butue pedéHka. YacThie MPHUCTYIIBI
JOCTOBEpHO peructpupoBaiu Ha 30% Oonblie y eTel ¢ JBOMHONW TeMUILIETUEH.
OueHb pefKUe U PelKUue MUICHTUYECKUE MPUCTYIIBI SIBISIOTCS OJIArONPUSTHBIM
MIPOTHO30M OOJIE3HH, OHU OBLITU BBISBIICHBI Y 4-X OONBHBIX JETEH CO CITACTHUECKON
nurteruent L.

N3yyeHnue »SHUIENTUYECKUX NPUCTYIOB, KiacCU(PUKAIUM CHHIPOMOB U
COOTBETCTBYIOIIIEE JIeUEHUE OBLIIM OCHOBAHBI HA pEKOMEHAAIUAX MexayHapoIHON
npoTtuBodnuiIenTruyeckoi auru (International League Against Epilepsy — ILAE).
Haunbonee yacTeiMu ObUTM T€HEPAIM30BAHHbBIC MPUIAJIKU, KOTOPbIE HAOIIOAATNChH
y 54 (52,9%) namuenta, 3ateM ¢okanbubie - Yy 37 (36,3%) U ¢ HEU3BECTHBIM
HayaioM y 11 (10,8%) OonbHbix. Ilpu Hamuumm CO B aHaMHe3€ YYUTHIBAIU
BO3pacT Je0rTa DSHNWIENCUH, TUN W YacTOTYy NPUCTYIOB, XapakTep U
JOKAJIM3alUI0, BUABl HapylmeHuid 391" ¢ LeIbl0 MPOBEAEHUS COOTBETCTBYIOLIEH
AHTURMWICTITHYECKON TEPAIUU.

OO6myto aBurarenbHyto cdepy y mnamueHtoB ¢ JIII ouenuBanu 1o
Knaccudukanuu o6met wmoropuku (GMFCS). B coorBerctBUM C  HeEW,
JIBUTaTeJIbHbIC HABBIKY MAlIMEHTOB Pa3AC/IMIIM Ha YEThIPE YPOBHS: /i€ YPOBEHB | -
caMmbl€ JIETKME HapylIeHus, a ypoBeHb IV - cambie Tsokensie. Jlerkaa | creneHb
Ha0IoAaIach Yy HE3HAYUTENBHOTO YHUCIIA IETEH, KaK C AIWIETICHEN, Tak 1 0e3 Heg.
IV crenens Berpeuanack y 0oabHbIX AL ¢ anunencueit, u 3To moATBEPKAAET TOT
(bakT, 4TO MPUCOEAUHECHHE dTUIIeTICuu yTspkenseT Teuenue JIII1.

BonbmmHCTBO WHCcaeqoBaTee OIEHUBAIOT HACJEACTBEHHBIM (akTop B
Bo3HukHOBeHnn /LIl kak npeapacnonararommi. XapakTep pacnpOCTPAHEHHUS
HACJICJICTBEHHBIX MPU3HAKOB B CEMbE H3YHYAIM TE€HEAIOTHYECKHUM METOJ0M.
Me1 o6cnenoBanu 255 cemeit I ctenenu poactsa (poaurenu, cudcsl) aeteit ¢ LI
1-1 rpynmna - 102 pe6énka ¢ AL, ocnoxuenusim C3, 2-g rpynmna - 153 GosbHbBIX
JUIT 6e3 C3. KoutponpHas rpynma - 50 310poBBIX JeTed, 0e3 Kakux Jnbo
HaCJIeJICTBEHHBIX TMarojoruii. Bce petu Oblim onmHoro Bo3pacta 3-14  jer.
HacnencTBeHHBIMM TIpU3HAKaMU OBUTH TMPUHSATHI: HEBPOJIOTHMUECKHUI JehUITUT,
Bcrpevaroruiics npu LTI u smunencun. AnaMmHe3 00JI€3HHM BBISCHSIN Y 000MX
ponuteneit (MEepeKpPecTHbI Ompoc), a B HEKOTOPHIX cCiydasx - y Oalymiek u
nenymiek. Kpurepusimu ObLTM BBIOpaHBI JBa MpU3HAKA:l) pacmpoCTpaHEHHE B
HCCIIETyEeMON CeMbe, KaKoro - JIMOO HEBPOJIOTHMUYECKOTo aAeuImnTa; 2) HaIHYue
SOWJIENICUM B HUCCIeAyeMoM ceMbe. B Hamem wuccienoBaHuM MpoOaHIoM
(uccnenyemslii yenoBek) siisuicss OonbHOM JILII ¢ nHamuumem m 6e3 CO. [ns
POJOCIOBHOM MBI COOMpPAIM CBEACHUS O HAJTUYUU HEBPOJIOTMYECKOTOo AedUIiinuTa u
SIUJIENCUM B 3-X MOKOJEHUsAX ceMbH OosibHOro. (0a mpu3HaKa aHaIM3UPOBAIIU
pasnenbHO. bhUIO yCTaHOBIIEHO, YTO B OOEUX Tpymnmax, B OCHOBHOM, ObLIO JBa
THUIIA HACJICICTBEHHOCTU: ayTOCOMHO-PEIIECCUBHBIA U PELIECCUBHBIN, CUEILICHHBIN
X-xpomocomont.  Ilarosornueckne  TpU3HAKM NOpPU  PELUECCUBHOM  THIIE
HAacJIEJOBaHUsI BCTPEYAIUCh OTHOCUTEIBHO PEIKO, HE BO BCEX IOKOJIEHUSX.
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HeBponoruaeckuit AeUIIAT BBISBISLIN MPEUMYIIECTBEHHO Y MY>KUYWH, KCHIIIMHBI
OoJies peaKo U TOJBKO TOTa, Koraa 0oJien ux otell (Tadi.2). ITUM OOBACHIETCS
TOT (pakt, uro B obOmiei rpymme aereit ¢ JIII manpunkoB ObLI0 OOJIbIIE, YEeM
JIEBOYKH.
Taoauna 2
XapakTep pacnpocTpaHeHUs1 HACAEACTBEHHOCTH 110 HEBPOJIOTHYECKOMY

aepunury npu I, yen.(%).

Twun HacneagoBaHUS JLIT ¢ CO | AIT 6e3 CO t P

AYTOCOMHO-PEIIECCUBHBIM 31 (30,4) 61 (39,9) 23,8 | p<0,001

PeneccuBHBIN, cueruiénnpiii | 29 (28,4) 22 (14,4)

X-XpOMOCOMOM 25,7 | p<0,001

HeycraHOBJICHHBIH 42 (41,2) 70 (45,7) 33,9 | p<0,001

Bcero 102 (100) 153 (100)
AYTOCOMHO-PELIECCUBHBIN  THI  HACJIEIOBAHUS 110 HEBPOJOTHYECKOMY

neUIUTy BCTpedalcs B O0EUX TIpyMIax, HO ¢ OONBLION JOCTOBEPHOCTHIO - B
rpynne 6onbHbIX LI 6e3 C3. ¥V 112 (43,9%) 60apHBIX U3 OOIIETr0 Yuciia THUII
HACJEIOBAHMUS YCTAHOBUTh HE YHAlOCh. BeposTHO, YTO HEBPOJIOTHYECKUI
nepuuur B Buae JUII B »Tux ciydasx pasBuBajics Ha (OHE JAPYTUX HE
HACJIEICTBEHHBIX (DaKTOPOB.

VYCTaHOBJIEHO TaKXE€ HaJW4YMe SNWIENCHUM B CEMbAX MpPOOaHIOB B 00EHX
rpynmnax Mpu KaxAoM THUIIE HaciencTBeHHocTd (Tabn.3). Yame Bcero ciydau
HACJIEICTBEHHOCTH I10 SMWIENICUU BCTpedanuck B rpymnmne 6oiasHbIX AL ¢ CO mo
PELECCUBHOMY THITY, CUEIUIEHHOMY X-XpPOMOCOMOM.

Taoauna 3.
Xapakrep pacnpocTpaHeHus HACJIeACTBeHHOCTH 1o dnuiencuu npu JIII,
yes.(%)
Twun HacnegoBaHUS JLIT ¢ CO | AIT 6e3 CO t P
AYTOCOMHO-PEIIECCUBHBIH 30 (29,4) 35 (22,9) 15,9 | p<0,001
PerieccuBHbIid, cuernéunbiii | 45 (44,1) 30 (19,6)
X-XpOMOCOMOM 25,9 | p<0,001
HeycTaHoBIeHHBIH 26 (25,5) 88 (57,5) 6,5 | p<0,001
Bcero 102 (100) 153 (100)

VY 6onbmioro uncna aeteit — 114 (44,7%) uz odeux rpynn LI snunerncuro
YCTAaHOBUTH HE YJanoch. BO3MOXHO, B 3THX Ciyyasx >MHWICICUS HE HUMela
HACJICJICTBEHHOTO XapakTepa, a ObUI0 CHUMITOMATHYECKOUW, T.. OCIOKHEHUEM
ocHoBHOTO 3a0omeBanus — JILII1

dakTopbl  pUCKA  Pa3BUTHS  LepedpajLHOr0  mapajuya M
CUMIITOMATHYECKON Jnuiencuu. [[oJHOW KIMHUYECKOW KAapTUHBI M HCXOJa
3a00JIeBaHUSI HEBO3MOYKHO 0€3 YCTAHOBJICHHS MATOT€HE3a MOBPEkKIECHUS MO3Ta Ha
paHHEM 3Talle OHTOTeHe3a, a Takke 0e3 BbIsiBIeHUs (PakTopoB pucka pazsutus CO
npu JIII. Msr wuccinemoBamu (paxTopbl, CHOCOOCTBYIONIME TMOBPEKICHUIO
pasBuBatomierocst Mosra. Wx pasnmenunu Ha GakTOpbl 10 HACTYIUICHUS 3a4aTus, B
nepuoJi 6EpeMEeHHOCTH, BO BPEMS POJIOB U MOCJE pOoKaeHUs pedeHka (Tadn.4).
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Taoauna 4.

Ipuyunsl pasputusa LI u CI B 3aBUCMMOCTH OT COCTOSIHUS 310POBbS
MaTepH 10 3a4aTus, 9es1.(%)

JUIT | DI c C
3aboneBanue (n=153) (n=102) P
OpraHoB JIbIXaHUS 16 (10,4) 54,9 p<0,001
KpoBu u kxpoBeTBOpECHMS 121(79,0) | 79 (77,4) | p<0,001
CepaedHo-COCYUCTON CHCTEMBI 11 (7,2) 18 (17,6) p<0,05
OpraHoB MUIICBAPCHUS 14 (9,2) 7 (6,9) p<0,001
Mou4ernoI0BOM CHCTEMBI 15 (9,8) 6 (5,9) p<0,001
DOHIOKPUHHOW CUCTEMBI 21 (13,7) | 12(11,8) | p<0,001
KocTHO-CycTaBHOH  CHCTEMBI 6 (3,9) 2 (1,3) p<0,01
Bospact marepu <18 8 (5,2) 17 (11,1) p>0,05
Bospact marepu >40 25 (16,3) 5(4,9) p<0,001
BospacT otma >55 11 (7,2) 15 (14,7) | p<0,001
Bpennsie MIPUBBIYKA (xypenume, | 12 (7,8) | 14 (13,7) | p<0,001
aJIKOT0JIb, TICHXOTPOITHBIC MpenapaThl U

J1p.)

bose3nn KpoBHM M KpOBETBOPEHMS SIBUIMCHh BECOMOW NPUYMHON POXKICHUS
oonpmmmHcTBa Aeter LI, mpuyem He 3aBUCHMO OT HaM4Ms WK OTCyTCcTBUS CO.
HccnenoBanne MMMyHUTETa MaTe€pyd M CBA3AHHBIX C HUM MAaTEPUHCKHX
nH(peKIui 1 (PaKTOPOB MOMOIJIO YCTAHOBUTH ACCOLMAIMIO0 MEXITY MAaTEPUHCKUMU
MHpEeKIUsAMH 10 OEpeMEHHOCTH M LepeOpaibHbIMU NapaiidyaMyd y MOTOMCTBA

(Tabn.s).

Taoauna 5.

Mpuyunsbt pazsurus LI u CI B 3aBUCMMOCTH OT NPEHATAJBHOIO MEPUOIA
OepeMeHHOCTH, 4e.(%)

[Tprunna JILIIT I c CO
(n=153) | (n=102) P

PacnipocTpanenHbie nHEKITIH 121(79,0) | 72 (70,6)

(OP3, OPBU, rpunm, KUIIEYHKIE) p<0,001
TORCH - undexrst 75 (49,0) | 23 (22,5) p<0,001
[Tpesxmamiicus 78 (50,9) | 71 (69,6) p<0,001
VYrposa BeikuabIIei u kpoporeuenne |45 (29,4) | 58 (56,9) p<0,001
Hanwnuune 01m3HenoB 7 (4,6%) |19 (18,6) p<0,001
[Mcuxo-3monmoHanbHOE NiepexxkuBanue, | 57 (37,2) | 32 (31,4)

cTpecc p<0,001
Pesyc HecoBmectuMm. matepu u mmoga | 11 (7,2) |4 (3,9) p<0,001
KpoBHOpoIcTBEHHBIN Opak 13(8,5) |18 (17,6) p<0,001
HacnencTBeHHOCTD 110 DITUIETICHT 18 (11,8) | 20 (19,6) p<0,001
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B npenaransHOoM nepuone OepeMeHHocTH Mateped OosbHBIX JLII 1
ocnoxkHeHHbIM CD daire Bcero BecTpevanuch pasnuuasie nadexun (OP3, OPBU,
TPUIII, KUIIEYHbIE WH(PEKIINN).

CampiMi  yacTeiMH TpuunHamMu pa3Butuss CO nHa ¢Qone LIl B
VWHTpaHATAIBHOM NEPHUOJE SABISIIUCH POXKACHUE JIeTel MO IIKajle Anrapa MEHbIIE
7 GaIoB, MPEXAECBPEMEHHBIE POJIbI A0 37 HENENb, 3aTSXKHbBIE POJIbl U arpeCCUBHAs
pomoctTumyssnus (Tab:m1.6).

Taoauua 6.

Hpuunnsl pazsutus I u CO B nHTpaHaTaJabHOM nepuoje, yeu.(%)

[Tpuunna JILIIT JLIT ¢ CO
(n=153) (n=102) P

ITo mikane Anrap < 7 0aioB 78 (50,9) 71 (69,6) p<0,001
[TpexxneBpemennbie  poasl g0 37 | 66 (43,1) 79 (77,4)
HEJIENb p<0,001
Macca tena mpu poxjaeHun Mmenee | 59 (38,6) 75 (73,5)
2,5 xr p<0,001
KecapeBo ceuenue u ap. 18 (11,8) 11 (10,8) p<0,001
3aTsHKHBIC POJIBI 86 (56,2) 65 (63,7) p<0,001
Pomoctumymnsus 82 (53,6) 70 (68,6) p<0,001
PoioBbIie TpaBMBI 64 (41,8) 32 (31,4) p<0,001

B nocrtHatankHOM TmiepuoAe OCHOBHOM mnpuuuHoM paszButusa AUII u CO
SBJISIACh HEJOHOIICHHOCTh, poXkjacHue pebéHka g0 37 Hea. (tabdn.7). B
OOJBIIMHCTBE CITy4aeB JETH ObUIM pokaeHbl B 38-40 Hel. recTallMOHHOTO CPOKa.
K coxanenuto, mpuuuHbI pa3BUTHs OOJIE3HH, HE OB YCTaHOBJICHBI. MIMEHHO ATH
OTIIEJIbHBIE CITydyad LepeOpalibHOTO Tapajinya W JMWICTICUH, OCOOEHHO C

HCYCTAaHOBJECHHBIMH IPHYMHAMH, MOTYT HMETh KaK T€HETHYECKyI0, TaK H
HETEHETHYECKYIO STHOJIOTHIO.
Taoauna 7.
IMpuunnsl pazsurus I n CO B nocTHaTaJbHOM nepuoae, vei. (%0)
[Tpuunna JLIT (n=153) | JLII C CH
(n=102) p
Henonomennocts<37 nem. | 69 (45,1) 69 (67,7) p<0,001
[lepenomennocts>40 ven. | 3 (2,0) 14 (13,7) p>0,05
HeycraHnoBiieHHbBIE 81 (52,9) 19 (18,6) p<0,001
(37-40 nen.)

Cs3b TeHHbIX MyTauuid c paszputvem (enoruna JIIII, BbicOkmil puck
pasButust ¢penotuna Il u smuiencuu B MOHO3UTOTHBIX Mapax OJIM3HEIIOB,
ocobeHHo BrIcOkMi puck pa3zutus JUII y nereit 3 KpoOBHOPOACTBEHHBIX OPAKOB,
HACJIEICTBEHHOCTh J3MWIIETICUU, BO3PAacT OTHA — BOT (PAKTOPBI, OMpPENENsIoNIre
BBICOKYIO BEPOSITHOCTh Pa3BUTHSI T€HOMHBIX HapyleHHi. C LeJIbl0 YCTAHOBJICHUS
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IPUYUHHO-CJIEICTBEHHON CBSI3W HE00XoauMo Oosiee OOOCHOBAaHHO BBINOJIHATh
MOJIEKYJIIPHO-TE€HETUYECKHUE UCCIIEIOBAHUS.

CocrosiHne  OMO3JIEKTPHMYECKO  aKTMBHOCTH  MoO3ra |y  Jereit
cumnromarnyeckoin smmiencueid mpu L. 330  Busyanusupyer
(GYHKIIMOHATBHYIO OHOAJIEKTPUYECKYIO aKTUBHOCTH rojioBHOro mosra (BAI'M).
OcobenHo BaxkHO, yTo D3OI yKa3blBaeT Ha oOdar SMHICNITHYECKON aKTUBHOCTU
rOJIOBHOT'O MO3ra.

Bcem 6ompabIM 255 (100%) ben. Obuto BBIOJNHEHO cTaHaapTHOoe OOl
3aTtem, Mbl CpaBHWIA DI -pyTUHHBIX XapaKTEPUCTUK OOIBHBIX OCHOBHOM I'PYyMIIbI
- AIT ¢ CO u rpynnsl cpaBHenus — JIIT 6e3 CO u KOHTPOJBHBIX 3I0POBBIX
nereil. Ilpy 3TOM HCHOAB30BAIM CTAaHAAPTHYIO CHCTEMY OMMCAHUS NATTEPHOB U
rpynn 90" mo E.A. XupmyHckoil. Ota cucrema SBIsS€TCA OCHOBOW JJIA
HeWpoBU3yanu3aluuu, oleHuBaeT D3I B COOTBETCTBHUM C BO3pacToM peOEHKa
(Ta6:m.8).

Tabuauua 8.

Ioka3zarean III'-pyruHHbIX XapakTepucTuK 00abHbIX I, yeu.(%)

Tunsr 29I JUIT  6e3 | ALUIT ¢ CB | KonTposb
CHn=153 | n=102 n=50 P

|. Oprann3oBaHHBII 4 (2,6) 2 (1,9) 31 (62,0) p>0,05
I1.I'umepcuHXpOHHBIT 11 (7,2) 3(2,9) 13 (26,0) p<0,001
I11. JlecHHXpOHHBIN 14 (9,2) 5(4,9) 6 (12,0) p<0,001
IV./le3oprannzoBanusiii ¢ | 58 (37,9) 32 (31,4) -
peo0J1. 0-aKTHBHOCTH p<0,001
V.Jle3opranu3oBaHHbiii ¢ | 66 (43,1) 60 (58,9) |-
peo0J1 0- 1 0-aKTUBHOCTH p<0,001

I- Il Tumel mo cymectBy otHOcATCS K HOpMme DI, IV ae3opranu3oBaHHbIC
TUNBI C TIpeoOJialanreM o-, 0- U O0-aKTUBHOCTH SIBJISIFOTCSI MATOJIOTMYECKUMHU
Bapuantamu IO3I'. B Hammx uccnegoBanusx IV TUm He perucTpupoBayicsi Cpeau
3I0pOBBIX AeTel. [V Tun BIsSBIEH y TpeTu aeTelt 0oeunx rpyiil, a V — y MoJ0BUHBI
MAlMEeHTOB. Y 3J0pOBbIX HE OBUIO YCTAHOBJIEHO HU OJHOTO ciydyas V TuIa.
Hamuune DO0I' V Tuma ykaspiBaeT Ha OpraHUYecKue TpyoOble JCCTPYKTUBHBIC
MOpakeHUsT MO3Ta, KOTophle emié 6omplie ycyryomsercs CO.

YcranoBieHue tumna smuwienTuGopMHOi akTuBHOCTH DD MMeno OoibIIyio
IIEHHOCTh, OCOOCHHO BO BpeMs MPUCTYNOB y MamueHTa. Mexay NpHCTylaMu
JIMarHOCTUYECKAsi IIEHHOCTh HECKOJIbKO CHUKaercs. HaM He Bcerna yaaBaioch
3apEerucTpUpPOBATh SMUIECNTUYECKYI0 aKTUBHOCTh Ha CTaHAapTHOM D3I, Tak Kak
4acTO OHA HE TMPOSBISIETCS B JHEBHOE BpeMs, Korja peOEHOK OOapCTBYET.
[ToaToMy »nunenTU(GOPMHYIO AaKTUBHOCTH MBI BBIABISUTH 1O Bujueo OO
MOHUTOpPUHTY. [lodydyeHHbIE  AKTUBHOCTM MBI  CUCTEMATU3UPOBAIM IO
Mexnaynapoanoit — kimaccubukaiuun  maronoruid OO (2001), npuHSTO#M
AMepUKaHCKOH accoluanueil HeMpohru3noIoToB.
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OO0l paTtojorumyeckass M «yCJIOBHO IATOJOTMYECKas» SNUiIenTU()OpMHAs
AKTUBHOCTH OBLIM 3aperucTPUPOBAaHbl Yy JI€T€d C HACIEACTBEHHOCTHIO IIO
smmnienicud B 06enx rpymmax (P<0,001). ¥ 6omnbHbix rpynm cpaBaenus (LI 6e3
CD) «yclOBHO OSIWIENTUYECKAs AaKTUBHOCTB» YCTaHOBJIEHa Yy Ooyiee TpeTu
NAIMeHTOB.  OJTWU JeTU OBUTM B3ATHl TOJ HAOMIOJCHHE, TOCKOJBbKY Takas
aKTUBHOCTb MOXET TPaHC(HOPMHUPOBATHCA B MATOJIOTHUECKYI0. BeposiTHO, umeeTcs
OOJBIION PUCK Pa3BUTHSI SMUIPUCTYIIOB.

B yerBeprToy rmaBe auccepranvi «AHAJIM3 NMOJUMOP(HBIX '€HOB 00MeHa
¢osaroB (MTHFR (C677T), MTHFR (A1298C), MTR (A2756G), MTRR
(A66G) y nmanuentoB ¢ JIIII 6e3 u ¢ CI ¢ m3yyeHmem HX BKJIAAA B
NOBBIIIEHHBbIH PUCK (GopMHpoOBaHMs 3a00J1eBaAHUSD> NPUBEICHBI PE3YJIbTATHI
MOJICKYJISIPHO-TEHETHUECKUX UCCIIeN0BaHuM y 310poBbIX 1 narueHToB ¢ LI 6e3
nu ¢ CD. Aunanuszupys COOTBETCTBHE pacmpenaeieHus Habmomaembix (Hp) u
oxujaeMbiX (He) 4acTOT reHOTUIOB yKa3aHHBIX MOJUMOP(HBIX F€HOB B IPYyIIax
nanueHToB ¢ JLII m 310poBBIX neTel, Mbl YCTAaHOBWIH WX KAaHOHMYECKHE
pacrpeesieHue, CorjiacHo paBHoBecuto Xapau-Baitnoepra (PXB) (P>0,05).

Pe3ynbrarel MONEKYJISPHO-TEHETUYECKOTO aHaiu3a MoJuMopdusma reHa
MTHFR (C677T) B rpymmax koHtposis u mnamueHtoB ¢ JIII no3Bommmu
OIIPENENIUTh YacTOThI pacupeneneHus ero awenbHbiX (C u T) U TeHOTUIHYECKUX
BapuaHToB (C/C, C/T u T/T) (T1a6:1.9).

Tadoauua 9
Pacnpenenenue ajiesieid ¥ reHOTUIIOB OJIMMOP¢U3Ma
I'ena MTHFR (677CT) B rpynnax nanuenTosn ¢ JIIII u 310poBbIX.

Annenp ['enoTun
['pynma C T C/C C/T T/T

n % n |% n | % n | % n | %
OO6mas, n=100 154 | 77,046 | 23,0 |62 62,0 [3030,0 (8 |8,0
JIIT 6e3 CO, n=81 128 | 79,0134 {210 |51(630 (26 32,1 |4 |49
JIII ¢ C3, n=19 26 |684(12 |316 |11|579 |4 |210 |4 |211
KontponbHasi, 172 |835(34 |165 |74 (718 (24 |123,3 |5 |49
n=103

CpaBHEHME TOKa3aTeNe 4acTOT aJUIENENd W TEHOTHUIIOB 0 N€HETHYECKOMY
nonmumoppuzmy MTHFR (C677T) mexnay obwmel rpynmnoi OonbHbix ¢ LT u
3I0POBBIMHU BBISIBUJIO, UTO 4yacTtoTa MuUHOpHOro amwtens T mpu JILIII B 1.5 paza
npesbimaeT Hopmy (x2=2,7; P=0,1; OR=1,5; 95%CI: 0,92-2,47). B To *e Bpems, y
nanmeHToB ¢ JIII He oOHapyX eHO CTaTUCTUYECKH AOCTOBEPHBIX pPA3IHUUN
MEXIy TpeMs reHotunuueckumu Bapuantamu (mist C/C: y2=2,2; P=0,2; OR=0,6;
95%CI: 0,36-1,15; mnma C/T: x2=1,2; P=0,3; OR=14; 95%CI: 0,76-2,63 u
renoruna T/T: ¥2=0,8; P=0,4; OR=1,7; 95%CI: 0,54-5,34).

CpaBHeHHEe MoKa3areseil 4acToT ajulelied U T'€HOTUIOB MO MOJUMOPPHU3MY
MTHFR (C677T) mexnay rpynmoi ¢ JLIT 6e3 CO u KOHTpOIBHOW OMpeIenio
CTaTUCTUYECKU HEIOCTOBEPHOE IMOBBIIIEHNE YacTOThl MUHOpHOTO aytens T B 1,3
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paza (x2=1,2; P=0,3; OR=1,3; 95%CI: 0,79-2,28) u reTepo3uroTHOr0 reHOTHIIA
C/T - B 1,6 paza (¥2=1,8; P=0,2; OR=1,6; 95%CI: 0,81-2,98). UactoTa ke TUKOTO
C/C renotuna cHrkainach HezHauutenbHO (¥2=1,6; P=0,3; OR=0,7; 95%CI: 0,36-
1,24) npu omuHakoBOW yacToTe MyTtaHTHoro reHormma T/T (x2<3,84; P=0,99;
OR=1,0; 95%ClI: 0,26-3,92).

[Tonoonsie uccnenoBanus y nanueHtoB ¢ Il u CO u 310poBbIX Jerei
MTO3BOJIMIIO IOCTOBEPHO OOHAPYKUTh YBEIWUYCHUE JTOJIM HOCUTEIHLCTBA MUHOPHOTO
amens T B 2,3 paza ot kouTpois (¥2=4,8; P=0,05; OR=2,3; 95%CI: 1,0-5,0) u
rerotuna T/T B 5,2 paza (¥2=6,2; P=0,03; OR=5,2; 95%CI: 1,42-19,29).

Mexnay Tem, monu HocutenbcTBa ocHoBHOro C/C (x2=1,5; P=0,3; OR=0,5;
95%ClI: 0,2-1,46) u rereposurotasiM C/T (¥2<3,84; P=0,9; OR=0,9; 95%CI: 0,27-
2,89) reHoTMnmamMu JOCTOBEPHO HE OTJIUYAINCh OT TIOKa3aTejeid HOPMBIL.
CrnenoBatesibHO, 3HAUUTENIBHOE YBEIWYEHUE JOJUM HOCUTeNedl MuHOpHOro T
amtens U T/T renotuna y nmauuentoB ¢ JALII u CO nocTtoBepHO yka3bIBaeT MX
yuyactue B MexaHu3max (opmupoBanus CO nHa ¢oune JAUII m mno3Bosser
paccMaTpUBaTh CaMOCTOATEIbHBIMU T'€HETUYECKUMH MapKepaMu, MOBBIIIAIOIIUMU
puck pazsutus A1 ¢ CO.

CpaBHHBasi T1OKa3aTeJM HOCHUTENICTBA QJUICIBHBIX M T€HOTUIIMYECKUX
BapuaHTOB 10 nosmMmophHomy reny MTHFR (C677T) mexay rpyrnmnamMu 607IbHBIX
JIII 6e3 u ¢ CO cratucTUuecky 3HAYMMBIX PA3IMUUid Mbl HE OOHAPYKUJITH.

Takum oOpa3oMm, Mbl YCTAHOBWIM HAJIMYUE ACCOIMAIIMU HEOIArOnmpUsITHBIX
amtens T u renoruna T/T momumopduoro rena MTHFR (C677T) onpenenser
noBbllieHHBIA puck pa3Butus LIl B coderanum ¢ C3. IloaTomMy HX MOXHO
paccMaTpuBaTh B KAueCTBE CaMOCTOSTENIbHBIX T€HETHYECKHMX MapKEpOB
MOBBIIIEHHOTO pUcKa pa3BuTHs 3Tor popmbl LT (Tabm.10).

Tadaununa 10.
Pacnpenenenue ajiesied M reHOTUIIOB MOJMMOP(pU3IMa
resa MTHFR (1298AC) B rpynnax nanuenTosn ¢ JIII u 310poBbIX

Amienb I'enoTun
I'pynma A C A/A A/C C/C

n % n | % n | % n | % n (%
OOmas, n =100 156 [ 78,0144 220 [65|650 (262609 |90
JILII 6e3 CO, n=81 124 | 76,538 | 235 |51|63,0 (222728 |98
JLII ¢ C3, n=19 32 |84,2|6 |158 |1473,7 |4 |210 /|1 |53
Kontponrnas, n=103 | 168 | 81,538 (18,5 |71|689 |26 252 |6 |59

N3yuas xapakrep pa3nuyui B paclpeIesiCHUH YacTOT aJUIeNIe U T€HOTHUIIOB
noaumopduaoro resa MTHFR (A1298C) B oOmieit rpymme B CpaBHEHHH C
KOHTPOJIEM, Mbl YCTAaHOBWJIM HE3HAYUTEIHHOE MOBBIIIEHWE YaCTOTHl MHUHOPHOIO
amens C B 1.2 paza (2=0,8; P=0,4; OR=1,2; 95%ClI: 0,77-2,03). Hapsay ¢ 3Tum,
gacToTa OCHOBHOro A/A renortumna cpeau nanuentoB ¢ JILII oka3amachk Hmke
enunuipl (x2=0,4; P=0,6; OR=0,8; 95%CI: 0,47-1,5). Takxe pa3auuus B 4acTOTax
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rereposurotHoro A/C (y2<3,84; P=0,95; OR=1,0; 95%CI: 0,55-1,95) wu
mytanTtHOoro romosurotHoro C/C (y2=0,7; P=0,4; OR=1,6; 95%CI: 0,55-4,63)
T€HOTHITOB OKA3aJINCh CTATHCTHYECKH HEIOCTOBEPHBIMH.

Omnpenensis gono muHopHoro awwienss C y OonpHbix ¢ JILIT 6e3 CO, Mbl
YCTAaHOBWJIA €T0 HEJIOCTOBEpHOE yBenuueHue - B 1.4 paza (y2=1,4; P=0,3; OR=1,4;
95%Cl: 0,82-2,24) ot xorTpomns. Cpeau OONBHBIX ATOH TPYIIIBI PErHCTPUPOBATIOCH
MOBBIIICHUE 4YacTOThl reTeposurotHoro renotuna A/C (x2=0,1; P=0,8; OR=1,1,;
95%ClI: 0,57-2,14) u mytantHoro reHotuna C/C (y2=1,1; P=0,4; OR=1,8; 95%ClI.
0,6-5,27) oT KOHTPOJIs,, HO OHO OBLIO HEJIOCTOBEPHBIM.

Eme wmeHee 3HaumMple paznuyusi ObUIM YCTAHOBJICHBI MEXIy TpyHIaMu
nanueHToB ¢ JIIIT u CO u KOHTPOJIBLHBIMU JIETHMHU.

[ToMmuMO CpaBHUTEIBHOTO aHAIW3a pANIMUANA B TPYNImax OOJBHBIX U
3MIOPOBBIMH  JIET€H, MBI OICHWIA CTENEHb pa3IMduii B YacTOTaX YxkKe
UCCIICIOBAaHHBIX aJlIeieil U reHOTHIoB mosmMopgHoro rena MTHFR (A1298C) B
3aBUCUMOCTH OT HaJMCH4 Wik oTCyTcTBUS CO. OmHAKO, 9TH PEe3yJIbTaThl TAKKE HE
OTJIMYAIUCh 3HAUYUMBIMK pazmuuusamu (s amiens C: y2=1,1; P=0,4; OR=1,6;
95%ClI: 0,64-4,17); nna renotunos A/C: ¥2=0,3; P=0,6; OR=1,4; 95%ClI. 0,42-
4,66); 95%CI: 0.42-4.66 u mIg roMO3MroTHOro MyTaHTtHoro reHoruma C/C:
¥2=0,4; P=0,6; OR=2,0; 95%CI: 0,24-16,2).

Takum 00pa3om, pe3ysbTaThl UCCICIOBAHUS PACTIPEICICHUS aJUICNIbHBIX U
IreHOTUITMYECKUX BapuaHtoB mno mnoiaumopdusmy rena MTHFR (A1298C)
MOKa3aJId, YTO HECMOTPS Ha MOBBIIIEHUE YACTOT MUHOPHBIX auiensi C U TeHoTuna
C/C B o6me#t rpynre 6onpHBIX ¢ ALIT u B rpynme ¢ LI 6e3 CO, u, Hao6opoT,
ux cHuwkeHue Ha (oHe CD OT KOHTPOJSA, CTATUCTUYECKOW 3HAYMMOCTHU DTU
MOKa3aTeNd He JOCTUTAIIH.

CnenoBarenbHo, mnomumopbusm rtena MTHFR  (A1298C)  Henbss
paccMaTpuBaTh B KayeCTBE T€HETHMUECKOTO MPEIUKTOPa, ACCOIMHUPYIOMIErocs ¢
MOBBINIEHUEM BeposiTHOTO pucka pazsutus [LI1 kak ¢ CO, Tak u 6e3 HeE.

Pe3ynbpTaThl HicciieI0OBaHMS TO3BOJIMIIN OTIPEICTUTh XapaKTep pacipeneieHus
Y4acTOT ajuiesiell ¥ TeHOTUITOB 1o moaumMopdpHoMy reny MTR (A2756G) B rpymmax
310poBBIX U manuenToB ¢ LI (ta6m.11).

Tao6auna 11.
Pacnpenesnenue ajiesieil M reHOTHIIOB NOJUMOP¢u3Ma
rena MTR (2756AG) B rpynnax nauueHToB ¢ AT u 310poBbIX

Annenp I'enotun
I'pymnna A G A/A AlG G/G

n % |n % |[n | % n % |n|%
O6mmas, n =100 163 (81537 |185|70 [70,0|23 [2307 |7,0
JIIT 6e3 C3, n=81 130 180,332 19,756 |69,1|18 [22,3|7 |8,64
JII ¢ C3, n=19 33 [86,8|5 132114 | 73,7|5 [26,3|0 |0
Kontponwnas, n=103 | 176 |854 |30 (146 |77 |748|21 |{204|5 (4,8
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AHanu3upysi  CTE€NEeHb  CTAaTUCTUYECKOW  3HAYMMOCTH  pa3jiuyui B
HOCHUTEIILCTBE ayiielieil 1 reHotunoB nmosmmopgusma reaa MTR (A2756G) mexy
obmeit rpymnmel manueHtoB ¢ JIII w koHTposiemM, MBI YCTaHOBHWJIHM JIMIIb
HE3HAUYUTETHLHOE YBEIIMUCHUE YaCTOTHl MUHOPHOTO HebaronpusaTHoro amiens G B
1,3 paza (y2=1,1; P=0,3; OR=1,3; 95%CI: 0,79-2,25), reTepo3uroTHOro BapuaHTa
rerotuna A/G B 1.2 paza (y2=0,2; P=0,7; OR=1,2; 95%CI: 0,6-2,27) u G/G B 1.5
paza (x2=0,4; P=0,6; OR=1,5; 95%: 0,46-4,78).

Amnanoruunsie uccinenoBanue B rpymme OoxpHBIX [T 6e3 CO Takke
MOKa3aJI0 HEIOCTOBEPHOE MOBBINIEHWE YAaCTOTHI HEOIArONMPHSTHOTO aJUICIBHOTO
Bapuanta G B 1,4 paza (y2=1,7; P=0,2; OR=1,4; 95%CI: 0,84-2,49). Kpome ToTO,
OTCYTCTBOBAJIM  CTAaTUCTUYECKH  3HAYMMBIE Ppa3IWuds © B  YacTOTax
rereposurotHoro A/G  (x2=0,1; P=0,8; OR=1,1; 95%CIl: 0,55-2,27) wu
romo3urotHoro G/G BapuanTtoB renoturioB (x2=1,1; P=0,4; OR=1,9; 95%CI: 0,57-
5,98).

HccnegoBanue 3TUX K€ TNoKaszarened B rpynmax ¢ u 6e3 CD Takxke He
MTOKA3aJI0 3HAYUMBIX OTIHYUNA OT HOPMBI.

Jlanee, Mbl OIICHUBAJIM PA3IMUMs B 4aCTOTaX AJUICIBHBIX U T€HOTUITHMYECKHUX
BapuaHToB nojumoppHoro rera MTR (A2756G) mexay rpynnamMu OOJIBHBIX
JIUIT ¢ nHanmuuuem u orcyrcrBueM CO.

Pe3ynbTaThl BHOBBH IIOKa3aJd OTCYTCTBHE CTAaTUCTHYECKH OCTOBEPHO
3HAYMMBIX pazaunuuil Mexay amiensHbiMu (G: ¢2=0,9; P=0,4; OR=1,6; 95%CI.:
0,59-4,46) u renotunmueckumu Bapuantamu (A/A: y2=0,2; P=0,7; OR=0,8;
95%Cl: 0,26-2,46); u A/G: (y2=0,1; P=0,8; OR=0,8; 95%CI: 0,25-2,52), ut0
JIOKa3bIBA€T OTCYTCTBUE MOBbINIEHHOTO prcka pa3sutus JLII ¢ CO no cpaBHEHUIO
¢ JALIT 6e3 CD o nonmumopdHomy reny MTR (A2756G).

Takum o006pa3om, HCClEIOBaHHWE YACTOTHBIX OCOOCHHOCTEHW AallICNIbHBIX M
TCHOTUIIMYECKUX BapHUaHTOB reHeTmdyeckoro monumopdusma MTR (A2756G) y
6onpubIX JILIT 1 310pOBBIX A€Tel HE BBISIBUIO MEXKIY HUMHU JOCTOBEPHBIX
pasznmuumii. [lomydeHHbIE JaHHBIC TOKA3BIBAIOT OTCYTCTBUE YUACTHS TEHETHYECKOTO
nosumopdusma MTR (A2756G) B MexaHHM3Max TMOBBINICHHOIO PUCKA Pa3BUTHS
JILIT xak ¢ CO, Tak u 6e3 HeE.

B rpynnax Gonbnbix LT 1 310pOBBIX OLEHEH XapaKTep paclpeaesieHUs
ayutesneit u renotunos no nommopduomy reny MTRR (66A/G) (Ta61.12).

J11st oTnipeieieHnsl 3HAYMMOCTH YCTAHOBJICHHBIX Pa3IMIHMi B YUCIIC aJlJICICH U
reHOTUIIOB 10 TojuMopdHoMmy Bapuanty reHa MTRR A66G (Ile22Met) wmbl
CpPaBHUBAJIM TIOKA3aTeIN MEXIY TPYIITIaMH.

CpaBuenne kodddunmenta otHomeHus maHcoB (OR) B oOmieit rpymme
nauentoB ¢ JILII ¢ crartucTrueckn HOCTOBEPHOE MOBBIIMIEHUE PUCKA PA3BUTHSA
JIII B 2,9 paza (y2=18,5; P=0,01; OR=2,9; 95%CI: 1,77-4,65) npu HOCUTEIHCTBE
MyTaHTHOTO BapuaHTa auiens G.
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Tabmuua 12
Pacnpenesnenue ajuiesieil M reHOTHIIOB NOJUMOP¢U3Ma
reia MTRR (66AG) B rpynnax nauuentos ¢ JJIII u 310poBbIX

Amnenu I'eroTuIel
['pymma A G AJA AlG G/G
n % n % n |% n |% n (%

O6mmas, n =100 136 {68,0(64 |32,0|/50 50,0 |36 |36,0|14 |14,0
I 6e3 CH,|113 |69,7(49 |30,3|43 |53,1 |27 |33,3|11 |13,6
n=81
NI cCO,n=19 |23 |605(15 |395|7 (36,8 |9 |474|3 |158
KouTponbHas, 177 |859 (29 14177 |748 |23 2233 |29
n=103

Kpome Toro, y nanuentoB ¢ LIl - HOcuTenen reTepo3UroTHOrO0 reHOTUNA
A/G puck pa3BUTHA 3TOM MATOJOTHH OKa3ajcs B 2 pas3a BBINIE, YEM Y 3I0POBBIX
nereit, (x2=4,6; P=0,5; OR=2,0; 95%CI: 1,06-3,61), a HOCUTEIILCTBO MYTaHTHOTO
G/G renotnma - B 5,4 pasza (32=8,1; P=0,01; OR=5,4; 95%CI: 1,7-17,36).

AHQJIOTUYHOE MCCJEAOBAaHUE YACTOT ajliesie U TeHOTHUIIOB MoJuMopdu3mMa
rena MTRR A66G (Ile22Met) y nanmentoB ¢ JIIIIT 6e3 C3 nokasayio moBbIllICHHE
OT KOHTpOJIAI 4acTOoThl MyTaHTHoro amnens G B 2,6 pasza (y2=14,2; P=0,01;
OR=2,6; 95%CI: 1,64-4,39), noim HOCUTEIBCTBA T€TEPO3UTOTHOTO TeHoTHma A/G
- B 1.7 paza (¥2=2.,8; P=0,1; OR=1,7; 95%CI: 0,91-3,34) noau HOCHTEIILCTBA
mytantHoro reHoruna G/G B 5,2 pasza (32=7,3; P=0,01; OR=5,2; 95%ClI: 1,58-
17,36).

[Tpu uccnegoBanuu B rpynne JUII u CO ™Mbl ycTaHOBMIM emie Oosibliiee
noBbilieHue pucka pa3Butus LT u CO 1o cpaBHEHHUIO CO 3I0POBBIMU JETbMU: Y
HocuTeneir myrantHoro amnens G B 4 paza (¥2=14,0; P=0,01; OR=4,0; 95%CI:
1,93-8,21), rereposurotnoro reHoruna A/G - B 3 pasa (¥2=5,2; P=0,03; OR=3,1;
95% ClI: 1,17-8,35), y Hocuteneit myrantHoro renotuna G/G - B 6,3 paza (}2=5,7;
P=0,03; OR=6,3; 95% CI: 1,39-28,18).

Takum o0Opa3oM, YCTaHOBJICHHBIC pa3dyus B J0JIE€ HOCHUTEIbCTBA
HeOnaronpustTHoro amwtens (G) u rerotunos (A/G u G/G) no nmonumMophusmMy resa
MTRR 66A/G y nanmentoB ¢ LT u CO yka3biBaeT Ha X y4yacTHue B MEXaHU3MaxX
pa3BuTHs naHHOW Gopmbl 3a0oieBaHus. B dYacTHOCTH, TO pPacCUMTAHHOMY
kodppuuenty OR myrantueii amrens G (y?=14,0; P=0,01), A/G (y¥*=5.2;
P=0.03) u G/G renorumnsl (y>=5,7; P=0,03) nossimarot puck passutus JII ¢ CD
B 4,0; 3,1 u 6,3 paza. [loaToMy UX MOXHO pacCMaTpuBaTh KaKk CaMOCTOSITEIIbHbBIC
F€HETUYECKUE MapKepbl, aCCOUMHUPYIOIINECS C IMOBBIIICHHBIM PUCKOM Pa3BUTHS
JUII ¢ CO.

Taxxe ananu3 mexay nokazatesnsamu rpynnst LT ¢ CO u 6e3 He€ HeBbIIBUII
3HAYMMBIX pa3IM4uil B HOCUTENbCTBE awienbHbix (G - ¥2=1,2; P=0,3; OR=1,5;
95%Cl: 0,73-3,12) u reHorunuueckux BapuantoB (A/G - ¥2=1,3; P=0,3; OR=0,6;
95%ClI: 0,2-1,52 u G/G — 2=0,1; P=0,9; OR=0,8; 95% CI: 0,21-3,35).
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CrienoBarenbHO, CYLIECTBYET OJWHAKOBBIM IOBBIIIECHHBIA PHUCK Pa3BUTHUSA
obeux d¢opm LIl npm HOCHUTETHCTBE HEOJATONPUITHBIX AIICIBHBIX H
TeHOTUINYECKUX BapraHToB noaumopdusma reaa (MTRR 66A/G).

Takum 00pa3oM, 0COOEHHOCTEH pacrpeieleHuss U aCCOIMATHBHBIX CBS3EH
QIJICNbHBIX TE€HETHMYECKUX TMOJMMOPPU3MOB TE€HOB (onaTHOro oOMeHa Yy
MAalMEHTOB ¢ pa3iaudHbiMu Gpopmamu JIIIT MoXkHO chaenaTh BBIBOJ O TOM, YTO B
MATOr€HETUYECKUX MEXAHM3Max pa3BUTHs 3a00J€BaHUs NPUHUMAIOT Ba)XHOE
yuactue mnonmuMmopdubie Bapuantel reHoB MTHFR (C677T) m MTRR (A66G
(Ile22Met). DT0 BaXHO YYHTHIBaTH MPH MNPOBEACHUH MNPOPUIAKTHUESCKUX
MEPONPUATHA 1O MNPEAYNPEKICHUIO PACHpOCTPaHEHUs 3STOM MAaTOJIOTUU B
V30ekucrane.

bazy pnaHHBIX TEHETMYECKMX BApUAHTOB KOMIIOHYET MeXayHapOoIHbIN
T€HOMHBIN KOHCOpLHAYM epedpaIbHOro rapanuya ICPGC;
https://www.icpgc.org). Msl npHHHMaeM yd4acTHe B CO3JaHHAU  JIAHHOM
MEXKIyHApOAHOU HaydyHOU Oa3bl. Pe3ynbTaThl HAIIMX UCCIEAOBAHUN OTIPABIICHBI
B KoHcopuuyM 1o [III. OOHapykeHHe TeHeTUYECKOW MYTallud, BBI3bIBAIOIIEH
pazsutue JLII u snmiencuu, NO3BOJISIET OTKA3aThCs OT MPOBEACHUS JalbHEHIINX
JOPOTOCTOSIIMX JIMAarHOCTUYECKUX Mporenyp. Bo3MoxkHo, 4TO 3TO B Oyayiuem
MOCIYKUT JJIs1 pa3pabOTKM HOBBIX CHOCOOOB JIEYEHMsI — TaK Ha3bIBaeMOMU
TapreTHOM TEpauu MHUIICIICHH.

B nsroit rnaBe aucceprauuu «lIpMHOMOBI TepanuM W ONTHMH3ALUSA
peadunuranuu O0oiabHbIx CD um JAUII» npuBeaeHbl NPUHLMUINBI U IpaBUIIa
Teparuy  CUMITOMATHYECKUX  SINWIECNTHYECKUX mnpunankoB npu  JLII,
sbdextuBHOCT, ucHonb3oBaHuss ADIl u HeliponporekTtopa JleBeTuparerama
(Levetiracetam) B komriekcHOM JiedeHUH. COCyIIECTBOBAHUE OSIHJCIICUH Yy
pebenka c¢ JIIII yBennuumBaer puck cMepTd, B TOM YHCIE TaK Ha3bIBAEMOU
SUDEN - Bae3amnHo# cmeptu nipu smuiiericud. OcHoBHOM (hakTop pucka SUDEN -
BBICOKAsl 4aCTOTa F€HEPATIM30BAHHBIX TOHUKO-KJIOHMYECKMX M HOYHBIX cyjopor. K
ApyruM (akTopamM pHUCKa OTHOCST paHHEE HAyajo SIMUJIETNICUU, MY>KCKOW IO,
YMCTBEHHYIO OTCTaJOCTbh, JJIUTENbHYIO MPOAOKUTEIBHOCTh OOJIE3HH, a TaKXKe
MOJIUTEPAITHUIO.

Tpaguumonneie ADII, momaBnsis BOAI'M, oTpunarenbHO OEUCTBYIOT Ha
Apyrue (U3NOJOTHUECKUE TPOIECChl (IT03HABATEIbHBIC, KOTHUTUBHBIC (DYHKIIHH
peO€Hka). bonbHOW € OpraHMYecKUM MOBPEXKICHUEM TOJIOBHOIO MO3ra eé
OoJplIIE  TOJABEPraeTcss YMCTBEHHOMY OTCTaBaHUI0. Bce 3T CloKHbIE
o0crosiTenbCTBA TPeOOBAIM K MOUCKY Oe3omacHoro u 6omnee apdexrusHoro ADII.
TakuM 1penaparomM OKas3ajcsi MNPOTUBOCYLOPOKHBIM M HEUPONPOTEKTOPHBIN
JleBurepanieram. Boi6op spdexktuBHoro ADII u onpenesneHne ero 1036l - BaXKHOE
YCIIOBHE YCHEUIHOTO JIeYEHHUsI OOJIbHBIX SIUJIETICUEH, OCOOEHHO MPU COUYETAHUH C
KOTHUTUBHBIMU  HapylieHusiMu. JleBetupaneram 3apeructpupoBan BO3 wu
paspeiieH y Hac B PecnyOnuke Y36ekucran (mpousBoautens: HETERO DRUGS
Limited, Muaus). dersam crapmie 3-x jeT ¥ noapoctkam (12 -17 net) ¢ maccoit
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Tena MeHee 50 Kr jedeHue cieayeT HauMHaTh ¢ CYyTOYHOW J03bl 20 MI/KI Macchl
Tesa, paznenaeHHou Ha 2 mpuema (1mo 10 Mr/Kr Maccel Tena 2 pa3a B CyTKH).

B nedyennn OONBHBIX MBI, IO BO3MOKHOCTH, BRIOUPAITM MOHOTEPAIUIO TOIBKO
OJTHUM mpenapaToM. HaunmHanu ¢ MHHUMaJIBHOM J03bl WM YBEIWYUBAIM €€ [0
JOCTHKEHHSI TPOTUBOCYIOopokHOTO dddexrta. Ilpu orcyrcrBum sddexra,
NPUMEHSIIM TOJIMTEpaIuo: B JjedyeHne Bkimodanin ADIl Broporo psima, Takxke
HauMHAasg C MUHUMaidbHOM J03bl. llpu  moctmwxenun sddexra 0361
MOCIIEI0BATEIBHO CHIDKAMHU. 3aTeM OLeHUBaIH () (PEKTUBHOCTD JICUCHUSI.

B ocuoBHoii rpymme (102 OGompHBIXx JIII ¢ CD) MBI Ha3HAUMIH
neBetupaneram 61 ped&uky. Panee, onu, kak u Bce OONbHBIE, MOTyYaTu 0a30BYIO
U TPaJUIMOHHYIO MPOTUBOCYJOPOKHYIO Tepamnuio. B 3aBUCHMOCTH OT (POpMBI
JUII, Mbpl u3y4unu BIWSHHE JIEBETHpALlETAMa HA 4YacTOTy OJNUICNTUYECKUX
IPUCTYINOB. BaXkHO OTMETUTH, YTO HAMOOJEE YacThle U OYEHb YACThIE IMPHUCTYIIBI
OTMEYaIUCh pu dbopme JIBOMHOMN TEMUILIETUU. TpaguuuonHas
IIPOTUBOCYAOPOKHAS Tepanusi B 3Tol Gopme Obuia 3¢ dexkTuBHa auib y 85,3%
oonbHbIX. CaMoe 0oJbiIoe Yucio (papMaKkOpEe3UCTEHTHBIX OOJIBHBIX COCTaBIISLIO
14,7%. Konu4ecTBO 4acThIX M OYEHb YACTBIX IPUCTYIIOB IIOCIE JIEBETUpALlETaMa
Ha (poHEe monMTepanuu NpU JBOMHOM T'€MHUILJIETUH COKpaTWIOCh B 2 M 3 pa3sa,
COOTBETCTBEHHO. [Ipu cnactuueckoil nuruiernu Oblaa TakKe OTMEUEHa BBICOKAs
3¢ (HEeKTUBHOCTH JIEBETUpaLETaMa, IIOCKOJIbKY IOCJIE HETO YaCThIX U OYE€Hb YaCThIX
IPUCTYNOB HE HAOMIOAANOCh. Y JEeTe cO CHacTMYecKON AMIIETHed IMmpemnapaT
IPUMEHSIN B BUJE MOHOTEpAIMH, a4 B TPEX CIydasx - BMECTE C IpernaparaMu
BaJIBIIPOATA HATPUSL.

JnHaMuka KJIMHHUKO-UHCTPYMEHTAJIbHBIX napamMeTpoB nocJje
nposenénHoii Ttepanuu. KauectBennwle xapakrepuctuku BIAI'M Mbl, mocie
pyemMa JIeBeTHpaneTaMa, u3ydaiy Mo AaHHbsIM OO onpenesnsii KIMHUYECKUE U
Helpou3nonoruueckie 0CoOOEHHOCTH 3MUJIENTUYECKOTo ImpucTyna. B nquHamuke
NOSIBJISIETCS. BO3MOYKHOCTh YCTAHOBUTh TOYHBINM TMAarHO3 U HA3HAYUTH MTPABUIIbHYIO
CXEMY ITPOTHBOCYAOPOKHOW TEPAIUH.

[Tocne neueHus nepBeTupalneTaMoM HaOJOJaNach MOJIOKUTEIbHAS AUHAMUKA
BU3yanbHOU DI, u3MeHunacek u cTpykrypa tunos I91 (puc.2).

KonndecTBO HOpMaIbHBIX BApUAHTOB; OPraHU30BAHHOIO | THMA yBEIMYUIOCH
B 2,5 pa3a, runepcunxpoHHoro |l tuma - B 4 pa3za u nepexosa U3 MaToJOrHYECKOn
ANUIENTUYECKOM AKTUBHOCTH B  YCJIOBHO JNWJIENTHYECKYI0 aKTUBHOCTh
JNECUHXPOHHOTO ycioBHO morpanuuHoro |l tunma D3I - moutn B 3 paza. Oto
YIIYYIIWJIO MO3HaBaTeIbHbIE U KOTHUTUBHBIE ClIOCOOHOCTH pedéHka. Kpome Toro,
NOSIBUJIACh ~ TEHJACHLMS  YMEHBIICHHUS  4YHUCJIa  MaTOJOTMYECKM  aKTUBHBIX
JI€30praHu30BaHHbIX  THUNOB  O3JI.  HeckonbkO  COKpaTWIOCh  YHUCIO
natosiornueckux TumnoB D3I, B ToM uyucine |V ne30praHM30BaHHOIO THUIA C
npeo0iaaHieM 0-aKTUBHOCTU. [IporHocTHuecku, KOJUYECTBO CaMOT0 TsHKEIOTO
BapuaHTa - JI€30praHu3oBaHHOro V tuma ¢ npeobnagaHueM 6- U d-aKTUBHOCTHU
COKpaTHiioch Oojee uem B 1,5 pasa.
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V.[le30praHu3oBaHHbIi c npeobnaganmem 8- u 8- 409
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Puc.2. 9 PpekTUBHOCTH JIeBeTHPALlETAMA HA IMHAMUKY BU3YaJIbHOMI
kapTuHbl DI 0oabHBIX ¢ CI Ha done AL, %.

Takum oOpazom, jeBeTupaneram sBisgercss HamOosee 3ddextuBHbIM A,
oOnmafaronMM  KaKk  MPOTUBOCYJIOPOXKHBIM, TaK M  HEHUPOMPOTEKTOPHBIM
BO3JIelicTBHEM Ha MO3T peOéHka. OH 3¢ (HEKTUBHO BIUSET HA 00BEM HEOOXOAUMON
3ariaHupoBaHHON peaduiutanuu 6oapHOrO0 ¢ CO Ha ¢one JUII. Coxpamraer
CPEIIHIOI0 JUTUTEILHOCTh MpeObIBaHUs OOJILHOTO B CTallMOHApE HA 5-7 THEH.

3AK/IIOYEHUE

1. CumnroMatuyeckasi DMWICTICUS JHArHOCTUPYETCS Yy  OOJIBIIMHCTBA
oonbHbIX (87,3%) cnactuueckoit Qopmoii JIIII. Yactele W O4YeHBb YaCThIC
AIUJIENTUYECKUE MPUCTYIIBI Yallle BCEr0 Pa3BUBAIOTCS MPU JIBOMHON T'e€MUILIETUN
u remuruiernyeckoi popme LTI (45,2 u 28,6%, COOTBETCTBEHHO).

2. YcTaHOBIieHa CBSI3b TEHHBIX MYyTallud ¢ pa3BUTHEM (DeHOTHIA
nepedpaibHBIX Tapaindeil (HeBpoJoruueckuit aedeKT), 4To JAOKa3bIBaeT UX
ydacTthe renernyeckux (aktopoB B marorenese LI u snunencuun. AyrocomMHO-
pELieCCUBHBIN TUIT HACTEAOBAaHHUS 0 HEBPOJIOTHUYECKOMY 1€(PULIUTY YCTAaHOBJIEH B
obeux rpymnmnax, ocooenno y 0oipHbIX JLIT 6e3 CD (40%).

3. O0I' - maTosnoruyeckasi ¥ «yCJIOBHO MATOJOTUYECKAsH AMUICHTU(HOPMHbBIC
akTUBHOCTU  3apeructpupoBanbl y  38,5%  mammentoB ¢ JLIT  6e3
denotunmueckoro npossiaeHus (JILIT 6e3 CD), y neTeit ¢ HacaeACTBEHHOCTHIO IO
SIWIIETICUU B 00EUX rpymmax.

4. YCTaHOBIIGHO, YTO  HOCUTEIHCTBO  MYTAaHTHBIX  QUICNBHBIX U
TreHOTUITMYECKUX BapHaHTOB reHoB Merabonu3ma (onatoB - MTHFR (C677T) u
MTRR (A66G) ysenmnuuBaer puck pasputus JLI1. [Tpu sTom puck passutus CO
Ha ¢one LIl npeBsimraeT mokaszareinb 3A0pOBbIX AeTed B 2,3 u 5,2 pasa,
COOTBETCTBEHHO aJUIENIbHBIM U T€HOTUITMYECKUM BapHUAHTaM.

5. IIpu HocuTenbcTBE OCHaOJCHHBIX auielbHbIX (G) M TEeHOTHUIIUYECKUX
(G/G) BapuantoB nosumoppaoro rena MTRR (A66G) puck pazsutus LTI 6e3
C3O nmocroBepHO Bo3pactaeT B 2,6 u 5,2 pa3a. bonee TOoro, nmpu HOCHUTEIHCTBE
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GbyHKIIMOHATBLHO HeOJaronpusaTHbIX BapuaHToB ayens (G) u reHoturnoB (A/G u
G/G) puck paszsutus JIIII ¢ C3 mocroBepHo moskimmaercs B 4; 3,1 u 6,3 pa3sa,
COOTBETCTBEHHO.

6. YcranoBneno, uro reasl oomena ¢omaroB MTHFR (A1298C) u MTR
(A2756G) camocTosITeNTbHO HE y4acBYIOT B popmupoBanuu JIII1.

7. JleBetupaneraMm 3(PQPEKTUBHO KYyHHUPYET SMNUICHTHUYECKUE MPHUCTYIIBL,
BJIMSIET Ha AUHAMUKY BH3yajbHOU kapTunbl DI 60mpHBIX ¢ CO Ha done JLII,
yIIy4IllaeT MO3HABATENbHbIE U KOTHUTUBHBIE CIIOCOOHOCTH peOEHKA, COKpallaer
CPEIIHIOIO MTPOJIOJKUTENBHOCTD MPEeObIBaHUSI OOJBLHOTO B CTAllMOHApE HA 5-7 JHEH.
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INTRODUCTION (abstract of the doctor of philosophy PhD dissertation)

The aim of the research is to study the clinical molecular genetic features of
cerebral palsy with SE, to develop the principles of prediction and optimize
rehabilitation.

The object of the study: 255 children aged 3-14 years with a diagnosis of
cerebral palsy who were treated at the republican children's neuropsychiatric
hospital in Tashkent.

The scientific novelty of the study is as follows:

frequent and very frequent epileptic seizures have been established, especially
in spastic forms of cerebral palsy, for the first time, autosomal recessive and
recessive X-linked types of inheritance of the disease were identified;

the connection between EEG pathological, "conditionally pathological”
epileptiform activity and heredity for epilepsy was determined in patients with
cerebral palsy;

the genetic heterogeneity of various forms of cerebral palsy was analyzed for
the first time based on the distribution of folate metabolism genes (MTHFR
(C677T), MTHFR (A1298C), MTR (A2756G), MTRR (A66G);

candidate genes have been identified for the first time that statistically
significantly increase the risk of developing epilepsy in patients with cerebral palsy
without CE MTRR (A66G) and with CE MTHFR (C677T) and MTRR (A66G).

the tactics of treatment with Levetiracetam for convulsive seizures against the
background of cerebral palsy has been optimized.

Implementation of the research results. On the basis of the obtained results
on the new diagnostic and therapeutic criteria of the epileptic process in cerebral
palsy, the following have been confirmed:

methodological recommendations "Modern approaches to the diagnosis and
treatment of symptomatic epilepsy in cerebral palsy" (Conclusion No. 23-n/021 of
April 7, 2023). With using these, the disease is diagnosed at an early stage, a risk
group is identified, and the effectiveness of diagnosis, prevention and treatment of
the main disease and complications is improved,;

the results of the research were implemented in the Department of neurology
of the Bukhara regional Children's Multidisciplinary Center, in the children's
department of the Bukhara regional Neuropsychiatric Dispensary (Conclusion No.
23-x/029 dated May 17, 2023). The results of the implementation improve the
quality of diagnosis and treatment, AED levetiracetam reduces the frequency of
epilepsy attacks in cerebral palsy, and its neuroprotective effect increases cognitive
functions, provides social adaptation. This allows reduce hospital costs by 5-7
days, the frequency of children's disability and improve their quality of life.

The structure and scope of the dissertation. The content of the dissertation
consists of an introduction, 5 chapters, conclusion, bibliographic index. The
volume of the dissertation is 120 pages.
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