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Mykosucungo3 (MB) (KMCTO3HbI (GUOPO3 NOAKeNy[04HOM
Xenesbl) — Haubonee pacnpocTpaHéHHoe, TAHKENOE MOHOreHHoe
3abonesaHune, Hacnefyemoe Mo ayTOCOMHO-PELleCCUBHOMY TUMY.
B HacTosLwwee BpeMs nocne pyTUHHOWM reHeTUYeCcKoin ANarHoCcTuKu,
BK/OYatoLLeli nccnefosaHme Hambonee pacnpoCcTpaHEHHbIX MyTa-
umuin reHa CFTR (20-35) ocTatoTcs HeonpefenéHHbIMU NPUMEPHO
30% MmyTauwuii. Hamu 6bin0 npoBeaeHo mccnegosaHne reHa CFTR
(npomoTopHasa 06nacTb, 3K30HbI U Hanbonee BaXKHble perynatop-
Hble 061acTh MHTPOHOB) B o6pasuax AHK oT nauueHToB ¢ MB
(nMaymeHTbl ¢ Knaccuyeckoi opmoii MB —71%, naymeHTsbl € aTu-
NUYHOW hopmoii — 29%) 6e3 yCTaHOBNEHHbIX OAHOW NN ABYX MY-
Taumuii reHa CFTR. N NCKNOYEHUS NPOTSXEHHbIX MHCepUNii/ae-
neymii reHa CFTR 6bin ncnonb3oBaH Metoq MLPA.

OO6HapyXeHbl 5 pefkux MyTauuii ¢ LOCTAaTOYHO BbICOKOI Yac-
TOTOM B Hawel Bbibopke 3849+10kbC/T (2%), E92K (3%),
489+1G>T (2%), Ser1231ProfsX4 (3%), L1335P (3%). NageHTudu-
LMpOBaHbl YeTblpe paHee HeonucaHHble MyTauun 3816 3817 delTG
(ak30H 23), E92A (ak30H 4), K1468R (3k30H 27), llel328Lys
(25 3k30H). ¥ 1naumeHTa BblfiBieHa NPOTSHXEHHAA feneyms ¢ 3 Mo
10 nHTpoH CFTR40kbdel ((?_274)_(1584_?)del).

B pesynbTtate npoBefEéHHOrO MCCNef0BaHMA OnpefeneHbl MyTa-
uun Ha 85,6% unccnegosaHHbix CF-xpomocomax. Cpefu naunmeHToB
C Knaccuuyeckoin topmoii MB BbisiBneHbl MyTauum reHa CFTR
B 94%, B TO Bpema KakK NMpu HeTUNUYHOM XapakTtepe TeyeHus MB
NAEHTU(GULMPOBAHO TONbKO 61% MyTauuii. TO yYKa3blBaeT Ha BEPO-
ATHOCTb CYLL,ECTBOBAHWNSA HEM3BECTHbIX MyTauuii B HEKOANPYIOLLNX
006/1aCTAX reHa, CBA3aHHbIX C HapyLUEeHNeM perynauum ero akcnpec-
cun nnbo npoueccmHra benka.
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MaHuueckoe pacctpoiicteo (MP) — MHorogakTopHOe 3a60/eBa-
Hue (F41.0 —MKB-10), 0OCHOBHbIM CUMIMOM KOTOPOrO ABNAKTCA NO-
BTOPHblE, HEOXMAAHHO BO3HMKAOLME W He OrpaHMYMBaemble Ka-
KOW-NM60 KOHKPETHOW BHELIHEeN cuTyauueil MaHWYeckune ataku.
B HacTofillee Bpems OfHY W3 BeAyLiMX poOnei B 3TWONOrUW pac-
CTPOWCTB TPEBOXHOIO pAAa, B TOM yucne MP, npunucebiBaloT Xoneum-
CTOKMHUHEPr1YeCcKoli cUCTeMe MO3ra, KOTopas BOBNeYeHa B peryns-
LMI0 YPOBHSA TPEBOXHOCTU MOCPeACTBOM MOAYNALMM AodaMuHepri-
yeckol cuctembl. MpegnonaraeTcs, 4T0 NOAMMOP(U3M FeHOB, KOAN-
PYIOLLMX XONELMCTOKMHUH 1 ero peLenTopbl, MoXeT 06yCnoB1BaTh
npegpacnonoxeHHocTu K MP. Llenbto Hawei paboTbl 66110 BbifBMe-
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HWe accoLMnpoBaHHbIX ¢ MNP KOMMAEKCHbIX ranaoTUNoB reHos pe-
Lentopos xoneunctoknHuHa CCKIR (3ameHbl: rs1800908, rs1799723,
rs1800857) u CCK2R (rs1805002, rs1805000), a Takxe reHa CCK
(rs11571842, STR) ¢ nMaHMYeCKUM pacCTPONCTBOM Y XuTeneid Moc-
KOBCKOr0 peruoHa. MauueHTbl (n = 124) ¢ AMarHO30M MaHU4eckoe
paccTpoicTBO 6biNN 0TOGPaHbI B COOTBETCTBUM ¢ DSM-V, OCHOBHbIM
KpuUTepueM 419 BKIOYEHUS NaLWEeHTOB B UCCNef0BaHne ObINo Han-
yne y HUX MaHUYecKuX atak He pexxe 1pasa B Mecal,. B KayecTse KOH-
Tpona B paboTe mucnonb3osanucs 373 obpasua AHK HeobcnenosaH-
HbIX XUTeneir MockBbl 1 MOCKOBCKOTO pernoHa. AHann3 0fHOHYK-
NeoTUAHbIX 3aMeH nposoaunn metogom MUP-MAP® (o6opyposBaHue
Bio-Rad, peareHTsl OOO Jla6opatopusi M3oreH, thepmeHTbl HIMO
Cun63H3uMm), STR — dparmeHTHbIl aHanu3 (ABI3500).CtaTuctuye-
CKWIA aHanM3 NpoBeféH C MCMoNb3oBaHMeM nporpammsl APSampler
3.6. Hamu BbisiBNeHo 14 accouumpoBaHHbIX C 3ab0fieBaHMeM ranso-
TUnos. Camoe CWbHOE BAUAHME Ha (hopMmupoBaHue TP okasbiBaeT
coyeTaHue anneneii CCK1R_rs1800908:T + CCK1R_rs1799723A A.
ITOT COCTaBHOW Mapkép AaéT MakcumanbHoe (B 9 pa3) Bo3pacTaHue
pvcka 3aboneBaHus.
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Lienbto paboTbl 6bin NOMCK accoLmaL il reHeTMYecKnx noammop-
(hM3MOB C pa3BUTMEM XPOHUYECKOW 6onesHn noyek (XBIM).

B paboTe Mcnonb3oBaHbl JaHHbIE FTEHOTUNMPOBaHUS 1413 ven.
(837 60nbHBLIX XBIM 1 576 yen. KOHTPONSA), ABAAIOLMNXCA YPOXKEH-
uamun LieHTpanbHoro YepHosembs Poccuu no 55 reHeTuyeckum
nonmMmopguamam. Cpefn HuUx 66110 408 60MbHBLIX XPOHUYECKUM
rnomepynoHeputom (XIH), 314 — XpoHUYeCcKMM nuenoHedpu-
TOM M 112 — gnabeTnYeCcKoin HethponaTueil.

Mpu cpaBHUTENbHOM aHanu3e pacnpeAeneHns 4acToT annenei
1 TEHOTWUNOB MONMMOP(HbLIX MapKEPOB N3YUYEHHbIX FEHOB YCTaHOB-
NeHbl JOCTOBEPHble pasnuumsa mexgy 6onbHbiMu XBIT n KoHTpoO-
nem. Cpeau 60nbHbix XBIT 4acTOTbl reHETUYECKMX BapuaHTOB
1507TIL4R, 180T IL1RN, 180TTLU LU, 1247 A IL4R, 121-976 G
PARP1, 1119T NQO1, -932 T CYBA, 518 A GPX2, 518 AC GPX2,
1962+11176 GT WDR72 Bbliwwe, a pacnpocTpaHEHHOCTb NONMOP-
(hHbIX BapnaHToB 1507 CC IL4R, 180 CT IL1RN, 518 CC GPX2,
1962+11176 TT WDR72 HMXe NO CPaBHEHWIO C KOHTPOJbHOWA
rpynnoii (p<0,05—0,001).

Monumopnsmbl reHoB UMTOKMHOB (IL4R ¢.1507 T> C, IL1RN
c.180 T > c), aHTMOKcuAaHTHON cuctembl (NQOlc. *1119 T> C,
CYBA ¢.-932 C>T, GPX2c¢.518 C >A) 1 yyacTBYyHOLWNX 06MEHe Kpe-
aTuHuHa (WDR72 ¢.1962+11176 T> G), accoLMMpoBaHbl C pa3Bu-
Tnem XbI1.

PaboTa BbiNoOAHeHa B pamMKax rocyfapCcTBeHHOro 3afanHus ®rAoy
BMO «HNYBenl'Y» Ha 2015r. (Tema npoekTa: V3yyeHne reHeTuve-
CKUX (haKTOpPOB pUCKa passuTua MynbTuUdakTopuanbHbix 3abonesa-
HWii Yenoseka).
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