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YO «[omenbckuii rocyaapCTBEHHbI MeANLIMHCKNK YHUBEpPCcUTeT», [oMesb,
Pecniybnvka benapycob

AKTyanbHOCTb. MyKOBUCIII[J03 — HAC/IeCTBEHHOE MIONMNCHCTEMHOE 3ab0IeBaHIe, B OCHOBE KOTOPOTO JIEKUT
MyTalysi reHa TPaHCMeMOpPaHHOTO PperysiTopa MYKOBMCIMO03a, XapaKTepusywleecss HapylieHuneM (yHKImm
9K30KPMHHBIX XKee3 1 KIMHINYECKUM OMUMOPPU3MOM.

ITens uccnegoBanus. VIsyunTs crieKTp MyTanuii y geteit fJoMmenbckoit 06/1actut, 60/bHBIX MYKOBJCIVO30M.

ITanmenTs! u MeTopbl. [IpoBefieH peTpocneKTMBHBIN aHanu3 pesynbraToB JJHK-uccnenosanma Mmyranyum resa
TpeHcMeMbpanHoro perymsitopa (CFTR) 25 marueHToB ¢ MyKoBucinio3om B YO «[oMenbcKuit ToCyfapCTBEHHBIN
MEVIVHCKII YHIBEPCUTET» ¢ KOHCY/IbTaIueil «bpak u ceMbsi».

Pesynbrarel. B ananusmpyemywo rpymny Bouutnm 24 pebeHKa, OfMH 13 KOTOPBIX Ioru6 B Bospacte 13 cyT,
(moCcMepTHBIIT fMAarHO3: MyKOBUCLIU/03, MEKOHMAIBHBIN 1TIEYC), 1 MOIOROI YenoBek 27 et ¢ 3a0oieBaHueM, CBs-
3aHHBIM ¢ TeHOM CFTR, — M301MpOBaHHO 0OCTPYKTUBHOIT a300CrepMIelt (UarHoCTuKa 1o IOBORYy 6ecIuionys).
ITpu usyueHUM MyTanumii 06c/IenyeMbIx manueHTos MeTogoM JHK-ananmmM3a roMo3uroTHoe HOCUTENbCTBO MY TALIMIA
651710 BBIsIBIIEHO Y 16 (64%) yenoBek, rerepo3nroToe — y 5 (20%) u koMnayHp-retepo3urotoe — y 4 (16%).

Cpeny BUOB MyTanmii y Bcex nanueHToB Bcrpedanack dF508 rena CFTR. Cpeny penxux myTaumit B reHe CFTR
BcTpedamuch: G542X — y 2 (9%) natmenTos, IVS8-5T — y 1 (4%), 2184insA — y 2 (9%), N1303K — y 3 (13%) manu-
eHTOB. [OMO3UTOTHOE HOCUTENBCTBO HAOMIOATIOCh ¥ AalMeHTOB TOIbKO ¢ myTarieit dF508 (16 genmoBek (64%)).

Omnpepenenre MyTaluil y poguTesneit feteit, 60TbHBIX MYKOBUCIMZTO30M, BBISBIIO HOCUTENbCTBO B reHe CFTR
y oboux poputerneit B 96% cnydaes.

3aknrouyeHue. Y Bcex mHanueHTOB [OMebCKOIl 00/1acTH ¢ MYKOBUCIII030M BblsiBleHa MyTtanusi dF508 rena
CFTR. Hau6onee pepxoit okasanach Myraums IVS8-5T B rene CFTR. [oMO3UTOTHOE HOCUTEIBCTBO MY TallMil BCTpe-
Jaj10ch Haubosee 4acTo — 64% crydaeB. Y OfHOroO U3 popuTesnell pebeHka, 60TbHOI0 MYKOBUCUNAO30M, He OBLIIO
BBISIB/IEHO HOCKTENbCTBA MyTauuit B rede CFTR, 4To roBOpUT 06 OrpaHMYeHHOI BO3MOXXHOCTH AMAarHOCTYUKY IaH-
Horo 3abonesanus B Pecriybnuke Bemapyce.





