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MykoBuncymngos (MB) — ayTocoMHO-peLieccMBHOe 3aboneBaHye, 06ycnoBieHHOe HapyLleHneM GYHKLUM SMUTENNaNbHOMO XTIOPHOTO
KaHana, kogupyemoro reHom CFTR. CnekTp 1 4acToTa BapraHTOB NocsiefoBaTeNibHocTy reHa CFTR, Kak 1 yactota MB pasnuuatotca B
pasHbIX CTpaHax 1 3THUYeCKUX rpynnax. V3yyeHo pacnpeaeneHmne 4actoT BapmnaHToB reHa CFTRy 60mbHbIX MB 1y 300pOBbIX MHAW-
BUAoB B Pecny6nuke CesepHoit Ocetna-AnaHusa. CNeKTp naToreHHbIX BapraHTOB Y OCETUHCKIMX 60mbHbIX MB oTnnyaeTca cBoeobpa-
3ueMm: Hambonee YacTbiMY ABNAIOTCA ABa BapuaHTa W1282X (50%) 1 F508del (20%), Torga Kak B 06LLepOCCUINCKO BbIOOPKE MaLneH-
TOB CaMbIMM YacTbIMU ABNATCA BapuaHTbl F508del (52,8%) n CFTRdele2,3 (6,2%), a BapuaHT W1282X (1,90%) OTHOCUTENIbHO pefioK.
B BbIGOPKeE 3J0POBbIX OCETVH YaCTOTbI BbIABNEHHbIX BapraHToB W1282X 1 F508del coctasnsioT 0,0032 1 0,0016, COOTBETCTBEHHO.
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Cystic fibrosis (CF) is an autosomal recessive disease caused by impaired function of the epithelial chloride channel encoded by the
CFTR gene. The spectrum and frequency of CFTR gene variants, as well as the CF incidence, vary in different countries and ethnic
groups. The frequency distribution of CFTR gene variants in CF patients and in healthy individuals in the Republic of North Osse-
tia-Alania was studied. The spectrum of pathogenic variants in Ossetian CF patients is specific: the most frequent are two vari-
ants W1282X (50%) and F508del (20%), while in the all-Russian CF patients the most frequent are variants — F508del (52.8%) and
CFTRdele2.3 (6.2%), and the variant W1282X (1.90%) is relatively rare. In healthy Ossetians, the frequencies of detected variants
W1282X and F508del are 0.0032 and 0.0016, respectively.

The most common CFTR gene variants are W1282X and F508del, found both in CF patients and healthy individuals from the Osse-
tian population of the Republic of North Ossetia-Alania.
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KPATKWE COOBLLEHNA

ykoBucuunos (MB, OMIM#219700) — Hacnen-
MCTBeHHoe 3aboJjieBaHUe, 0OOYCIOBJIEHHOE Ha-
pyuieHrueM QYHKIUU 3MUTEIUATbHOTO XJIOp-
Horo KaHana, kogupyemoro reHom CFTR (ABCC?7).
CIeKTp ¥ 4acTOTa BApMAHTOB MOCIEI0BATEIbHOCTU Te-
Ha CFTR, xak u yactota MB pa3znuuaiorcs B pa3HbIX
CTpaHax U 9THUYECKUX IpyIIax, YTo MpeamnogaraeT pas-
pabOTKy perMoOHaJIbHbBIX TPOTOKOJIOB MOJICKYJISIPHOM AU -
ArHOCTUKM [IJIsI ONTUMHU3AIIMU MEIMKO-TeHETUIECKOM
noMoliu 6oabHEIM MB [1]. Pacnipenenenue yactor Ba-
puanToB reHa CFTR y 6onbHbIXx MB B CeBepo-KaBkas-
ckoMm DenepanrbHoM Okpyre PO (CK®PO) otnngaercst
cBOoeoOpa3ueM: HauboJjiee YacTbIMU SIBIASIOTCS TPU Ba-
puanta F508del (23,9%), 1677delTA (23,3%) n W1282X
(15,2%), Torna Kak B 0OIIEpPOCCUIICKOM BEIOOPKE MALIH -
€HTOB CaMbIMU YacTbIMU SIBJIsSIIOTCS BapuaHThl F508del
(52,8%) nu CFTRdele2,3 (6,2%), a BapuanThl 1677delTA
(1,81%) n W1282X (1,90%) orHocurenbHo peaku [1].
Pecnyonuka CesepHas OceTtust — AnaHuUs BXOIUT B
CK®O, 9MCcIeHHOCTh HAaCeJICHUSIM B pPECITyOJIMKe —
697064 yenoBek, U3 KOTOPBIX 64,5% COCTaBISAIOT OCETH -
Hbl. COBpeMEHHbIE OCETUHBI IO CBOMM aHTPOIIOJOTH-
YeCKUM O0COOEHHOCTSIM, Hapsimy ¢ YeYeHIaMu, MHTYIIa-
MU U TIPEICTAaBUTEISIMU HEKOTOPBIX TOPHO-TPY3MHCKUX
TPYIII, TIPUHAIIEKAT K KPYTY TTONYJISIIUA MTOHTUHACKO-
T'O TUIIA C TOW WJIM MHOM CTETIEHbIO BEIPAXKEHHOCTH KaB-
KaCUOHCKHUX 0COOeHHOCTE. OCEeTUHCKUM SI3bIK OTHO-
CUTCS K UPAHCKOM IpyIne UHI0-eBPOIENCKON S3bIKO-
BOW CEMBbHU.
Ieab — mpoaHaIU3UPOBATh CIEKTP MATOTEHHBIX Ba-
puaHToB reHa CFTR y 607bHBIX MyKOBUCLIHI030M (MB)
U 310pOBbIX oceTnH U3 CeBepHoit OceTun

Ma‘repvnanbl n metoabl

MoneKkyasipHO-TeHETUYECKOe UCCaeNoBaHUe O0Jb-
HbIX MB mpoBeneHO corjiacHO aJropuTMy KOHCEHcyca
«MyKOBUCLIMAO3: ONpeaeeHNe, TMarTHOCTUYEeCKUEe KpU-
Tepuu, Tepamnusi», pasznes «[eHeThKa MYKOBHUCLMIO3a.
MonekynasipHO-TeHeThYecKass TUarHOCTUKAa TPU MYKO-
BUcCLIMIO3e» [1] W BKIIOYATO MCCAeNOBaHUE YACThIX Ba-
puaHToB B reHe CFTR, ceKBeHUpPOBaHUE KOIMUPYIOIIEH
MOCJIeA0BATEIbHOCTY TeHa, 00J1acTeii MHTPOH-3K30HHbIX
COCMHEHUN U 5’ -HeTpaHCAupyeMoro peruoHa. ['eHOTU-
bl MALMEHTOB MOATBEPXKIATUCH MPOBEAEHUEM TECTUPO-
BaHUS poauTeNeil. 310poBble UHAWBUABI TPOTECTUPOBA-
Hbl Ha 13 BapuantoBreHa CFTR: CFTRdele2,3, 394delTT,
L138insA, E92K, 1507del, F508delT, 1677delTA,
2143delT, 2183AA>G, 2184insA, 2184delA, 3821delT,
WI1282X mMeTomamMu aHaiu3a aMIUIMPUIIIPOBAHHBIX
(bparMeHTOB U pecCTPUKIIMOHHOTO aHaiu3a. [lanueHTsl,
UX POJAUTENIM U 300POBbIe MHAMBUABI MOAMUCHIBAIU UH-

(opmupoBaHHOE coriacue Ha TPOBENEHUE UCCIIENOoBa-
Hust. TIpoToKos ncciieoBaHusT 0M00PEeH STMUECKUM KO-
muretom ®I'BHY «MT'HILI» (mportokon Nel7/2006 ot
02.02.2006).

P93y11 bTaTbl N OGCY)KAEH ne

IIporecTupoBaHo 11 HepOACTBEHHBIX MallUEH-
ToB ¢ MB (ToTanpHas BbiObopKka) uz PCO-Ananus,
W3 HUX 7 — OCETUHBI. Y JABYX MallUEHTOB-KYMBIKOB Te-
Hotunbl ¢.3084 3088delinsATG/c.3084 3088delinsATG
u 1677delTA/1677delTA, y maumeHTa Trpeka —
R334W/359insT, y apMsiHCKOro mauueHTa UaeHTUGU-
LIUPOBaH TOJbKO oauH ajenb 2785+5G>A. YacTeiMu
Y OCETUHCKUX OOJIbHBIX SIBISIOTCS BapuaHThl W1282X
(50%, 7/14), F508del (20%, 3/14). OnHOKpPaTHO BbI-
saBieHbl BapuaHThl 1248+1G>A, 2118del4, 2184insA
u 2789+5G>A. B obuepoccuiickoit BLIOOpKe 00JIb-
Hbix MB Haumboisiee yactbie BapuaHThl — F508del
(56,8%) u CFTRdele2,3 (6,2%), a yacToTa BapuaHTa
W1282X He nipebiinacT 2 % [1]. Bapuanthr 2184insA
u 2789+5G>A B 00111epOCCUICKON BHIOOPKE SIBJISIIOTCS
OTHOCHTENIbHO YacThiMHU (1,85% 1 0,48%, COOTBETCTBEH-
Ho). BapuanTt 1248+1G>A obHapyXeH elle y IByX Nalu-
€HTOB U3 APYIMX PeTMOHOB, Torna kak BapuaHt 2118del4
Oosiee He BbIsIBJIEH [1].

AHanu3 13 matoreHHbIX BapuaHTOB reHa CFTR B BbI-
6opke 310 3m10pOBBIX UHAWBUAOB-OCETUH BBISIBUJ IBYX
HocuTteseil BapuaHTta W1282X, om1HOTO HOCUTESI Ba-
puanta F508del. Panee ObL10 MOKa3aHO, YTO BapUaHT
W1282X siBiisieTcsl pacnipoCTpaHEHHbBIM Y psiia HApOJIOB
CesepHoro KaBka3za (Hampumep, y KapayaeBlLeB U HO-
raitiieB) [2]. Bapuant F508del, camblii yacTblii BO MHO-
'YX €BPOIEMCKUX MOIMYJISIMIX, Y OCETUHCKUX OOJBHBIX
OoKa3zajcsl BTOPBIM IO YaCTOTE, YTO BO3MOKHO BSI3aHO
C UPAHCKUM BJIUSIHUEM Ha 3THOTeHe3 oceTuH [3]. Ba-
puaHThl 2184del4 u 1248+1G>A y xuteneir Poccuu 06-
Hapy>XeHbl BriepBble. UHTepeCHBIM (PaKTOM SIBJISIETCSI
TO, uTo BapuaHT 1677delTA, yacThlii y HEKOTOPBIX Ha-
ponoB KaBka3za, Takux Kak Ye4YeHIIbl, MHTYIIU, TPY3H-
HbI [4], B HOMYJISILIMKA OCETUH HE BBISIBJIEH HU Y OOJbHBIX
MB, HM y 310pOBBIX MHIUBUIOB. ICXOMST 13 4aCcTOTHI Ba-
puantoB W1282X 1 F508del y oceTuHckux 601bHbIX M B
(10/14; 70%) n onyaAIIMOHHOI YaCTOTHI 3TUX BapuaH-
ToB (3/620, 0,0048), paccuntanHast yactota MB B CeBep-
Hoit Ocetun HU3Kas u coctapisieT 1 Ha 21000 HOBOpOX-
neHHbIX (q>=0,000047).

Taxkum obpa3om, cBoeoOpaszueM CIieKTpa BapuaH-
ToB reHa CFTR B oceTUHCKO# nonyasuuu Pecrny6iu-
ku CepepHas OceTtusi-AnaHus sBJIsieTCs MpeobiagaHue
W1282X u F508del, ooHapyXeHHBbIX KaK y 00JbHbIX M B,
TaK M y 310POBBIX UHIWBUIOB.
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