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N3YYEHUE ITATOOU3MNOJIOIT MYECKNX MEXAHU3MOB ®OPMHNPOBAHN A
ITATOJIOI' M AOPTEI PA3JIMYHON JIOKAJIM3ALIMU, B TOM UHCJIE ITPU
CUCTEMHBIX 3ABOJIEBAHUSIX COEJUHUTEILHON TKAHH, 1 TIOMCK HOBBIX
I[MTPOI'HOCTUYECKHUX BUOMAPKEPOB U CITOCOBOB JIEHEHM A
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BoisiBnenue ¢akTopoB pUCKa pa3BUTHUSA MATOJIOTMU TPYAHOIO OTAeNa aopThl s
CO3JIaHUsI HOBOW CTpATETUH MEePCOHU(PHUIMPOBAHHOTO MOIX0/Aa MOCITYKHUIIO HEJIbI0 HACTOSIIErO
uccinenoBanusi. Ha  ocHoBe — perpocnekTuBHOro  aHaimusza 14308  craHgapTHBIX
IXOKapAHOTrpaUIeCKUX HCCICNOBAaHUN Co3/lMaH peructp OonbHBIX (N=1069) ¢ nunaranuein
BOCXOJSILIET0 OTJeNa a0pThl. B MpOCIEeKTHBHOM HaA0II01aTEIbHOM HCCIIEI0BAaHUU 00CIIEeI0OBAaHO
94 manumeHTa ¢ pacIIMPEHHUEM BOCXOMSIIETO OT/AENa A0pPTHl. AHAIHN3 MOIUMOP(GHBIX BApHAHTOB
T€HOB MAaTPHUKCHBIX MeTaionporenHas (MMII) 2,9 tunoB BeimonHeH y 251 mamueHnrta c
AQHEBPU3MOM BOCXOJSIIErO OTHENa aopThl, KpOME TOro y 83 M3 HUX OCYIIECTBIEH aHaINU3
mytauuii u noauMopdHbix BapuantoB rena ACTA2 wu Notchl. Kpome Ttoro, anamms
noaumopdHbIX BapuanToB rena Notchl mpoBenen y 68 manmueHTOB ¢ KOapKTalued aopThl.
[IpoBenen ananu3 akTUBHOCTH u coepxaHus MMII -2,-9, GenkoB 3KCTPaLEILTIONSIPHOTO
MaTpHUKCa B TKAHSAX aOPTHI M KYJIBTYpPE TIaIKOMBIIICYHBIX KIIETOK A0PTHI.

B pesynbrate mnpoBeaeHHOW pabOTHI TMOKa3aHO, YTO HambOoIee YacTod NpPUYUHOU
JUIIaTalliy aOpThl SIBIISIETCS aT€pPOCKIIEpO3, a Hauboisiee YacTbiM MOAU(DUIMPYEMBIM (PaKTOPOM
pucka ObUIa apTepuanbHas runepTeH3us. JJocTHKeHne ONTUMAbHBIX 3HAUYEHUHN IIEHTPaIbHOTO
CHCTOJINYECKOTO M IIYJIbCOBOTO JaBJICHHSI B TIPOLIECCE HA3HAYCHUS AHTHTUIICPTCH3MBHOMN
TEepanuu — OJHO M3 TMEPCIEKTUBHBIX HAIPABICHUN CHIKEHUS TEMIIOB MPHUPOCTa aHEBPU3MBI
AOPTHI KaK y OONBHBIX ¢ OMKYCHUAAIbHBIM, TaK M TPUKYCIUAATIHHBIM a0PTaJIbHBIM KJIallaHOM.
JononaurenbHbIMU (DaKTOpaMHu PHUCKA MPOrPECCUPOBAHUS aHEBPU3MbI BOCXOJSIIETO OTElNa
AOPTHI MOXKET OBITH IMOBBINICHUE MAapPKEPOB BOCHANICHUS, TaKuX Kak C-peakTHBHBIN O€NOK W
OCTEOIOHTHH. BaxkHyI0 poJib B peMOJETMPOBAHUH COCYIUCTOM CTEHKH UTPAeT SHAOTeTHabHAs
TUCQYHKIUS, YTO MOATBEPIKAAET TECHAsi KOPPENAIUOHHAS CBSI3b MEXKIY IHAMETPOM aOpTHI H
CBIBOPOTOYHBIM COZIEP>KaHUEM aCUMMETPUYHOTO JeMETHIIapruHIUHA U ToMolucTenHa. Hapsny ¢
TreMOJIMHAMHUYECKUMH  (haKTOpamMH, TPUYMHOW, ONPEACTSIONIed TEMIbl pPACHIMPEHUS aOpPTHI
CIJIy’KaT U3MEHEHUS! KOMIIOHEHTHOI'O COCTaBa SKCTPALIEIUTIOISIPHOTO MaTpHUKCa.

B mHacrosimem wuccneoBaHMM MBI HE TIOJYYWJIA JIOCTOBEPHBIX pa3nduii B
pacupeneneHuu reHotunoB rena MMII-9, MMII-2 y nainueHToB ¢ aHEBPU3MOM BOCXOJSILIETO
OTJIeJia a0PTHI TI0 CPABHEHHUIO C KOHTPOJIBHOU rpynmoit Oanako, renotun -8202 AA rena MMII-
9 compspkeH ¢ O60ONBIIMM JTuaMeTpoM aopThl, a reHoTun -735TT rena MMP2 accouuupyercst ¢
PUCKOM BHE3almHOW CMepTH Yy OOJIbHBIX C aHEBPU3MOH BOCXOJSIIETO0 OTJEeNa aOpTHI.
Hcnonb3oBaHne MUPOCEKBEHUPOBAHUS s aHanu3a nocienosarenbHocTh ACTAZ mo3Bosmiio
O0OHApPYKUTh, YTO Y MAI[IEHTOB C HECEMEIHBIM MPOSBICHUEM aHEBPH3MBI BOCXOJSIIETO OT/IENa
aoOpThl HOHCEHC- U MHCCEHC-MyTauuu B Koaupytomed dvactu reHa ACTAZ2  moryr
MPUCYTCTBOBATh C YacTOTOW, He mpeBbimaromeit 1,2% (1/83). Jlna omenku menecoobpasHOCTH
cekBeHupoBanne reHa ACTAZ2 y maineHToB ¢ HeceMeWHOW aHEeBpH3MOW aopThl, Tpedyercs
JaTbHEHIITNE WCCIICIOBAaHUS Ha PACIIMPEHHON BBIOOpKE MAIMEHTOB. B rpymme manueHToB ¢
KOoapKTauei aopTsl BbisABIeHBI nonuMop¢Hble Bapuantel rena NOTCH1, kpome Toro y 5
NAIMEeHTOB C JWiIaTalield aopThl JHAarHOCTHPOBAHBI JIBE HOBBIE HYKICOTHUIHBIC 3aMEHBI:
MHUCCEHC- MYyTallisl ¥ OJIMH MOMUMOPQHBIA BapUaHT. YUHUTHIBAs, YTO Y JIBYX U3 HUX aHEBpHU3Ma
AOPTHI PETUCTPUPOBAIACH HAa (OHE CYMIECTBYIOMETO KaiblimHO3a AK, ToiydeHHBIC NaHHBIE
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HOATBEPXKIAIOT THIOTE3y O poiu MyTauuid u monuMop¢Hbix BapuantoB reHa NOTCHL B
(GopMUpOBaHNY KaJbIMHO3a A0PTAIBFHOTO KIIAllaHa.

HOI[BOI[H HUTOI' BBIICHU3TIOKECHHOMY, CICAYET OTMCTUTH, YTO 6nar0ﬂap>1 BHEAPCHUIO
COBpPCMCHHBIX MCETOA0B MOJICKYJIAPHO-TCHECTUYCCKUX I/ICCHGILOBaHI/If/’I, BO3MOXXHO CO3JaHHA
HOBOM CTpaTeruun HCpCOHI/I(i)I/IHI/IpOBaHHOFO noaxoaa HE TOJIBKO K JICHCHHUIO, HO U HpO(bI/IJ'IaKTI/IKI/I
9TOI'0 I'rpO3HOI0 3a00JIeBaHUs.
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