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MeaHoB MBaH UBaHoBUY 1900 r.p., obcienosaics B OO0
«HE3ABUCUMASA TABOPATOPUSA «MHBUTPO» ¢ nienbio BLIIBIEHHS

myTauui B redax ACE u AGT, noBbIIAIOIMIKUX PHCK Pa3BUTHUS apTEPUATIBHOM
runepteH3uu. (npoduns Ne 142 I'TI)

B saknroueHuu ucnons3yromes cnedyrouue mepMuHb! !

[omMo3u2omHoe cocmosHuUe (HOCUMensLCmeo)— COCMOosHUe, Npu Komopom oba 2eHa e nape (8ce 2eHbl y
yeniogeka napHele) aensaomes nubo HopmansHsiMu, nubo MymaHmHbIMU

[emepo3uzomHoe cocmosHue (HOcUmMenscmeo) — CocmosHue, koada 00uH 2eH U3 napbl HopMasnbHbIl, a
emopoli — Hecem g cebe Mymauyut

NeH ACE KoOQupyem aMUHOKUCIOMHYK nocnedosamesibHOCMb aHa2UuomeH3uH-npespawarueao
epmeHma(ArI®), kKomopbill A6NSeMCs 8axHbIM hU3UON02UHECKUM Pe2yIsimopoM apmepuankbHo20 0asneHus
u 800HO-conego2o obmeHa. AP npespawaem yupKynupyruull 8 KPO8U HeaKmueHbIl aHauomeH3uH | 8
aHauomeH3uH Il,06n1adawuil MOWHbLIM 2unepmeH3usHsIM delicmeueM 3a CYEM enusHUS Ha 800HO-CONE8ol OBMeH,
cepdeyHo-cocyducmyto U Opyaue cucmemMs! opaaHu3ma.

lMonumopgpusm c.2306-109 2306 zerna ACE umeem dea sapuaHma, OMIUYaKOWUXCS Hanu4uem
(insertion, I) unu omcymecmeuem (deletion, del, D) Alu-nocnedosamensHocmu 6 uHmpore eeHa ACE. C 0aHHbIM
nonuMopgU3MOM cesidaHa pasniuyHas akmusHocms 2eHa ACE.

Hanuyue deneyuu e zeHe ACE nosbiwaem yposeHb aHaUuoOmeH3uHae Kposu, Ymo 0enaem HegponpomekmueHbId
aghgpekm uHaubumopos AP npu Heduabemuyeckux 3abonesarHusix 6onee ebipaxeHHbIM.

Takxe cmaHosumbscs 60/iee eblipaxeHa 3¢ghghekmusHOCMb ameHooa npu apmepuansHol aunepmeH3uu ¢
2unepmpoghueil nesozo xeaydodka unu mepanuu ¢ghnysacmamuHoM npu uwemuyeckod 6onesHu cepoya.

V "ocurenei nenennu (del/del) B aTom rene yBenndeH pucK pa3BUTHS
apTepUaIbHON TUIIEPTEH3UH 110 CPABHEHMIO C JIHOIbMH, TOMO3UTOTHBIMH I10
annemo I (I/1):

Pesvastarer THK-anamisa: Homep 012881729 Kapra 113162016
ACE AGT
A Sarmrmm, U.O. .2306-109_2306-108ins288 c.803T>C
MBARCE MBAH MBAROBHY
13131 (oBpaTwaLMICR) nsins T/C

B ob6pasue OHK UBaHoBa WU.U. He BbisiBfieHa MyTauua B AAHHOM
nonumopdguame ( Bapuant (ins/ins), 9TO He BIUSIET Ha PUCK PA3BUTHSA Y HEro
apTepHabHON TUIIEPTEH3UH U COIYTCTBYIOIMX CEPAEYHO-COCY IUCTHIX
3a00JIeBaHUI.

FeH AGT kodupyem amuHokucnomuyro nocnedosamensHocmeb 6enKoeol MoneKy b
aH2uOMeH3UHo2eHa. AH2UOMEH3UHO2eH ebipabamsigaemcs 8 NeYyeHuU U A81Aemcs NpeduwecmeeHHUKOM
aHauomeH3uHa Il - saxHoO20 ¢hU3UON02UYECKO20 pezynsmopa apmepuansHo20 0aeneHus U 600HO-C0J1€8020
obmeHa.

Bapuanms! MOSIUMOPGhU3Ma C. 803 T>C zena AGT mensom ceolicmea aHaUOMeH3UHO2EHa.
Hocumenscmeo sapuaHma C npedonpedensem 60mbwyr CKIOHHOCMb K pAdy 3abonesaHud, npexoe ecezo K
apmepuansHol aunepmeH3uU U UHGhapKmy Muokapda, 0COBEHHO y XeHUWUH Ha GhoHe 3amecmumensHOU
2opmoHomepanuu. Haubonee npedpacnonoxeHs! K amum 3abonesaHusam nuua ¢ eeHomunom C/C.



