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Kadenpa meauiuackoi 6uosoruu

Canxr-IlerepOyprckuii rocygapcTBEHHBIN MeqUaTpUUECKUI MEIUIIMHCKUN YHUBEPCUTET

AKTYyaJIbHOCTb HCCJIe10BaHUs: MyKoBHcun03 (MB) — 3a0oneBanue, cBsI3aHHOE ¢ MyTaLuen
rera CFTR [2]. C momompio JIHK-AnarHOCTHKHN MyTaIuio MOKHO OIPEIEIUTh Ha MpeHATaIBHON
CTaJMU W MPHU INIAHUPOBAHUM CeMbH. PaHHAs nuarHoctuka MB BakHa 1715 TpoTHO3a KU3HH 00Tb-
HOTO U nojadopa Tepanuu [1].

Lenu uccaenoBanus: onpeaeanTs amieabHyo yactory mytauuii B CFTR B Cankr-IletepOypre
¢ nexadps 2018 — o deBpanb 2019 u cpaBHuTH ee ¢ 2015 rogom. OnpeneanuTs JOCTOMHCTBA U He-
JOCTaTKU BbIOPaHHBIX METOAOB JUJIs1 AMarHocTuku MB.

MartepuaJjsbl 1 MeToAbl: Mmetogamu 1P, pecTpuKIIMOHHOrO aHaJIM3a U CEKBEHUPOBAHUS 10
Cenrepy ObLIH ONpeaesieHbl TEHOTHITBI O pa3HbIM BapuanTaM MyTanuii B rene CFTR. B kauecTBe
MaTepuana ucnoipzoBanuck npoosl JIHK y 5 6onpubix geteit 1o 10 net, 42 MmyxuuH U 45 KeHIIUH
B Bo3pacte oT 25 g0 30 seT.

PesyaswTartsl: u3 92 npo6 JJHK MeTogom ammnudukanmu B Xoae TeTepoayTUICKCHOTO aHaIN3a Ha
anextpodopese 86 npod nporuiu ycremHo. Myranuio delF508 onpenenuinu B 55 cinydasx, u3 HUX
28 oxazanuck romosuroramu mno delF508, 26 — rereposuroramu no delF508, 1 — rereposurora no
delF508/R117H. AnnenpHas wactota mytanuu delF508 cocraBmira 61,957%. Myramus W1282X
obOHapyxeHa y 3-x genoBek (3,26%). Myranus 2143delT —y 5 genosex (5,435%). Takxe meTo0M
amruidukanuu ooHapyxeusl mytanuu N1303K (4,35%), R334W (2,17%), 2184insA (4,35%),
W1310X (1,09%), G542X (2,17%), E92K (1,09%), E1104X (2,17%), W1282R (1,09%), 394delTT
(1,09%). B pesynbrate cekBenupoBanus B 6 mpodax JJHK Obuim BeIsiBIEHBI pa3Hble BapUaHThI B TeHE
CFTR: myramus delF508 B reTepo3UroTHOM COCTOSIHMH y 1T0 4yenoBeka, B TOMO3UTOTHOM — Y 2-X,
emeé y IByX APYTHX MamueHTOB oOHapyx)eHbl myTanuu 2184delA, CFTRdele2,3 cooTBeTCTBEHHO.
B nocnenneii npode THK obnapyxkena myranus 3849+10kbC>T, moarBepskaeHHas peCTPUKITHOH-
HBIM aHaJn30M. J[aHHast MyTaluus IUPOKO pacnpocTpaneHa B MB-nonymsinuu o CII06. [2,3]

BeiBoabl: B xone BoisiBIeHUs: HapynieHui B reHe CFTR ¢ moMonbio MeTona aMmianukanum
onpeneneHsl 93,47% nonumopdueix Bapuantos resa. [lo cpaBuenuto ¢ 2015 rogom annenpHas
gactota mytanuu delF508 ysennuunace Ha 8,107% [3]. [losBnenne myramuit R114H, 2184delA,
CFTR21kb 8 MB-nomynsiniuu cBsi3aHbl ¢ yBeJIMUEHHEM 001el yncienHocTr HaceneHnus B CII0.
Metoa ammnudukanuu — 3¢ GEeKTUBHBIN, HanboIee MPOCTON B UCIIONHEHUH, CPAaBHUTEIHHO

OIO/PKETHBIN M MEHEe 3aTpaTHBIA 10 BpeMEeHU. AMIUTH(UKALNS HE MTO3BOJISIET HICHTHPHUINPOBAT
TOYEYHbIE 3aMEHBI B 9K30HaX reHa MB, kak MeTOI peCTPUKLIMOHHOIO aHaiIKu3a. MeToabl peCTpUKLIUU
1 CEKBEHHUPOBAHUSA SBISIOTCS Oojiee JOPOTOCTOAIIMMH M 3aTPATHBIMU 110 BPEMEHH, HO MTO3BOJISIIOT
TOYHO OTPENENNUTh MyTaIHIO B TeHOME [2].
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