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bonesns T'ome (BI') — aT0 peakoe Hacimemyemoe 3aboseBaHHMe W3 OOMIMPHOrO Kiacca
JU30COMHBIX O0JIe3Hel HaKOIMJIeHUs (Te3ayprUCMO30B), SBISIONIEECS CaMbIM PaclpOCTPaHEHHBIM U3
JTAHHOTO Kiacca. B 3aBUCHMOCTH OT KJIMHMYECKOTO IMpPOSBIEHHUS BBIICNAIOT TPU TUIA JAHHOTO
3a00/€BaHus, U3 KOTOPBIX CaMbIM pacHpOCTpPaHEHHBIM sBysderca nepsblid THn (90-95% Bceex
O0onbpHBIX). B OCHOBe maroreHe3a JEKUT HapylleHHe oOMeHa rirokolepedposua (CTPYKTYpHOTO
KOMITIOHEHTa MeMOpaH CTapbIX 3PUTPOLUTOB) B OpPraHU3ME, YTO MPUBOAMUT K MX HAKOIUJICHUIO B
NIEYCHOYHOM, KOCTHOM M HEPBHOW TKAaHAX, COMNPOBOXKJIAIOIIEECS MOpaKEHUEM M HapyILIeHHUEM
paboTHI psiZla OPraHoB.

[lenpto naHHOM pabOTHI SBISETCS M3y4Y€HHE T'EHHO-MOJEKYJSPHBIX MEXaHU3MOB
BO3HUKHOBeHUsI BI' 1 aHanmu3 craTucTHUeCKUX AaHHBIX 3aboieBaeMoctd B PecnyOimke benapych
(PB).

B 3aBucumoctu oT Tuna 3a0ojieBaHMs, BCTpe4aeMOCTb Ooje3HH ['omie B OOJIBIIMHCTBE
MupoBbIX nonynsnuii cocrapisier 1:40000-60000 yenoBek. Tun HacnenoBanus bI' — ayrocomHo-
peuieccuBHbIN. HacToTa BCTpEUaeMOCTU reTepo3UroT cocrtasiseT B cpeaHeM 1:100-855. B ocHose
pa3BuTUs OO0JE€3HM, B 3aBUCUMOCTH OT THUMA, JEKUT oOkono 420 wmyrauuii rena GBA,
JIOKaJIM30BaHHOTr0 Ha JUIMHHOM Iuteye I xpomocomsl (pernon 1q21q31), uTo mpUBOAUT K HAPYLLIEHUIO
HOpMaJIbHOW CTPYKTypbl (epmenta [-D-rmrokounepedposunaset u  ero auchyakuuu. [lpu
HOpMaJIbHOM pabore (epmeHTa, BO BpeMs pa3pylLIeHHs] CTapblX 3pUTPOLUTOB Makpodaramu B
CElIe3eHKE WIIM Te4YeHH, (EepMEHT CBS3BIBAETCS C CyOCTpaTOM MpH MOMOIIM OelKa-aKTUBaTopa
cariozuHa C (SAP C), KoTOpbIif TO3BOJISIET MPUHATH KOMITIIEKCY «(PepMEHT-CyOCcTpaTy MpaBUIbHOE
MPOCTPAHCTBEHHOE MOJIOKEHHE. B pe3ynbTaTe JaHHOH peakIuu TIIoKoepeOpon3n I pacnaaaeTcs Ha
TJIIOKO3Y U 1IepaMul, KOTOPbIE UCTIONB3YIO TCA A1 Hy K1 opranusma. [Ipu maTonoruu sxe npoucxoauT
HaKOIJIEHHUE IIII0KOoIepedpo3na B Makpodarax 1 MOHOLUTAX PETUKYI0IHA0TEINATIBHON CHCTEMBI C
nocienyromie akrupanuen T-KIEeTOYHON CHCTEMbl M CEKpeluei BOCHaIuTENbHBIX IUTOKUHOB U
[UTOTOKCHUYECKHX MEIUaTOPOB, JIKAIIMX B OCHOBE MOJIMOPTaHHOTO MOPAKEHHUSL.

OcHoBHOM npuunHoi 3a0o0seBanus [ Tuna sBngerca mytauust N370S — tpansunus A Ha G B
no3unuu 1336 u nocnenyromuii cuHTe3 O0€Ka, B KOTOPOM IIPOMCXOAUT 3aMEHa acrapariHa Ha CepuH
B nosiockennu 370. J{ns 3a6oneBanuit II u Il TumoB Takum mapkepom siBisiercst myrtanus L444P —
tpan3unusa C Ha T B mo3unnu 1448 u nocnenyroias 3aMeHa JICWIIMHA Ha MPOJIMH B MOJIOKeHNU 444,

Ha nannwiii momeHT Ha Tepputopun Pb mnpoxuBaer 29 uenoBek ¢ MOATBEPKIEHHBIM
muarao3oM bBI', 3 aux — 28 ¢ I tmom m 1 ¢ III Tumom. Yacrtora BI' B Pb cocrasnser 1:300000.

Tak kak BI' sBnsiercs MOHOreHHBIM 3a00JIeBaHHEM, TO BbIsIBIeHHE MyTanuii reHa GBA
(Hamuuue AByX U OoJjiee MyTalUi CBHUJIETENBCTBYET O HAJIMYMUU IATOJOTMM) C MCIOJIb30BAHUEM
COBPEMEHHBIX MOJIEKYJIIPHO-T€HETUYECKUX TEXHOJOIMH MOXKET MO3BOJUTh HAM BbIABUTH JTAHHOE
HapylLlIeHUE 10 NOSBIEHUS NEePBbIX KIMHUYECKUX MPU3HAKOB.
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