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BAPWUAHTbI HYKNEOTUOHOM
NOCNEAOBATEJIbHOCTU FrEHA CFTR
Y BOJIbHbIX MYKOBUCLIMAO30M B MOCKBE

Wensaxoeckaa C.A., Beicokonoa O.B.,
KapacukoBa M.A., KoBaneHko U.A.,
AxkywwuHa E.E., CumoHoBa O.W.

MoposoBckasi AeTckas ropoackas KnMHuyeckas 6onbHuLa
03M, Mockea, Poccus

KnioueBble cnoBa: demu; Mykosucyudo3; Mymayuu;
HykneomudHas rnocriedosamernibHocmb, 2eH CFTR

AxTyaasHocTh. MyxkoBucnugos (MB) — aytocom-
HO-pelecCuBHOE 3a0oieBaHne, 00yCIOBIEHHOE MyTauei
rera CFTR (Cystic Fibrosis Transmembrane conductance
Regulator), xogupyromero TpaHcMeMOpaHHBIH 0eJ0K, KOTO-
pHIii popMUpyeT XJIOPHBIN KaHa B MeMOpaHaX 3MHTEINAb-
HBIX KJIETOK, YTO NMPUBOIUT K HapyIIECHUIO QYHKIHH BCEX
9K30KPHHHBIX JKEJIE3, XapaKTepusyeTcs BEIPAXEHHOW reTe-
porerHocTbio. Onucano 6onee 2000 myranwmii rena CFTR.
UYacrora ux Bcrpeuaemoctu cocrasiseT 1 : 10 000 xuBbIx
HOBOpOXIEHHBIX. Llesib: onpenesmTs BapuaHThl HyKICOTHI-
Ho¥t mocienoBaTenbHOCTH TeHa CFTR y 6onbHBEIX MB B Mo-
CKBE B CPAaBHEHMU C Ipyrumu cyobekramu PO.

Marepuanst n metoasl. OocirenoBano 340 6ompHEIX MB.
ITpoBenén ananus oOIIETo YnCia aTOTEeHHBIX BApHAHTOB B Ie-
He CFTR y nereii, HaOMIOAAIONINXCS B METUKO-TCHETHICCKOM
otaeneHnd MOCKOBCKOTO LIEHTPa HEOHATAJIbHOTO CKPHHUH-
ras2024r.

Pesynbrarel.  OOHapyxeno 770 wmyrtammii  (100%)
B reae CFTR y pereir, OompHBIXx MB. Yacrora amre-
JMed TpencTaBlcHA B TOpsAake YyObmBaHus: F508del —

384 (49,8%), CFTRdele2,3(21kb) — 49 (6,36%),
1677delTA — 26 (3,38%), WI282X — 23 (2,98%),
2143delT — 17 (22%), ¢.3849+10kbC>T —

16 (2%), E92K — 16 (2%), N1303K — 15 (1,94%), G542X —
15 (1,94%), 21.84insA — 12 (1,56%), L138ins — 12 (1,56%),
F508del+xomimiexcusrit ammtems — 12 (1,56%), Wi1282R — 11
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(1,43%), R1162X — 7 (0,9%), S1196x — 5 (0,65%), D110H —
5 (0,65%), 394delTT — 4 (0,52%), 4428insGA — 4 (0,52%),
S446X — 4 (0,65%); R1070Q — 4 (0,52%), 3821delT —
3(0,39%),2789+5G>A4—3(0,39%), 1898+1G>C—3(0,39%),
R334W—3(0,39%), Asn415 —2(0,26%), Y362X—2(0,26%),
604insA — 2 (0,26%), R553X — 2 (0,26%), 3944delTG —
2 (0,26%), RI1I58X — 2 (0,26%), SI1455 — 2 (0,26%),
Wi1310X—2(0,26%),3272-26A>G—2(0,26%), ¢.29.98.del —
2 (0,26%), Ser 1058X — 2 (0,26%), 621+1G>T — 2 (0,26%),
T1036N — 2 (0,26%), ¢.71201G>T — 2 (0,26%), GS85E —
2 (0,26%), 712-1G>T — 2 (0,26%), c.27564>G — 1 (0,13%)),
S1159F — 1 (0,13%), 3272-16T>4A — 1 (0,13%), . 115C>T —
1 (0,13%), CFRE delei2,13 — 1 (0,13%), R750 — 1 (0,13%),
L138ins —1(0,13%), 1366delG— 1 (0,13%), CFTRdup1-11 —
1 (0,13%), 1367del — 1 (0,13%), CFTRdup6b-10 —
1 (0,13%), ¢.2012delT — 1 (0,13%), 3344delTG — 1 (0,13%),
¢.508del — 1 (0,13%), D979V — 1 (0,13%), R785X —
1 (0,13%), E528X (1716/GA) — 1 (0,13%), 2148insA —
1 (0,13%), 3659delC — 1 (0,13%), 3815-3816insTTG —
1 (0,13%), S945L — 1 (0,13%), 1766+2tC — 1 (0,13%),
Wi281X — 1 (0,13%), 3849G>A4 — 1 (0,13%), c.1608delA —
1(0,13%),c.237G>4A—1(0,13%), GLN 1476Term—1(0,13%),
1219 — 1 (0,13%), IVC13+2TC — 1 (0,13%), CFTRdup6b,
7 — 1 (0,13%), K710X — 1 (0,13%), R75X — 1 (0,13%),
Li335P — 1 (0,13%), R792X — 1 (0,13%), 1898+1G>C,
S1159P — 1 (0,13%), Leu24Ter — 1 (0,13%), N1303K —
1(0,13%),S466X; R1070P—1(0.13%), L138ins+c.1022C>4—
1(0,13%), S912L — 1 (0,13%), N313H — 1 (0,13%), N145* —
1 (0,13%), Thr582Lys — 1 (0,13%), c.108G>A4 — 1 (0,13%),
P5L — 1 (0,13%), c.1243 1247del — 1 (0,13%), Q98R —
1 (0,13%), W277X — 1 (0,13%), 4015del4 — 1 (0,13%),
Y569D — 1 (0,13%), 4095+1G>T — 1 (0,13%), K785X —
1 (0,13%), R117H — 1 (0,13%), ¢.3196C > T — 1 (0,13%),
¢.3281C>G — 1 (0,13%), R347P — 1 (0,13%), ¢.532G>4 —
1 (0,13%), R3520 — 1 (0,13%), 3199del6; 1148T —
1 (0,13%), 583delC — 1 (0,13%). B mpouiecce ananu3sa ObLIO
YCTaHOBJICHO, 4yTO BapuaHT F508del y neteit ¢ MB B Mockse
BCTpeudaeTcst B 8 pa3 wame, yeM CFTRdele2,3(21kb), uro
COBIIAJIaeT C AaHHBIMU peructpa OonbHbIX MB B Poccum.
Ha 3-m Mecre mo yactore Haxoautcsi myTauus 1677delTA,
YTO OTIMYAeT MOCKOBCKYIO KOTOPTY OT OOIIEro perucrpa.
[Tatorennsiit Bapuant W1282X y mockoBckux nereit ¢ MB
BCTpeuaeTcsl yamie B 1,7 pasa Mo CpaBHEHHIO C IPYTMMHU
CcyOBeKTaMH 10 JIaHHBIM peructpa. Bmecre ¢ Tem y 0oib-
HeIXx MB B MockBe ObUIM OOHapy)XeHbl MyTalluH, paHee He
ONMCaHHBIE B perucrpe mauueHtos ¢ MB: 71898+1G>C,
E528X (1716G/A), ¢.2756A>G. Y 4 6onbHbix MB MyTaruu
He oOHapykeHbl. OHAKO KIMHUYECKHE MPOSIBICHUS COOT-
BETCTBOBAJIM JIMarHOCTUYECKUM KpUTEpUsAM Auartosa MB
(TIOJIOXKUTENBHBIM HEOHATANBHBIA CKPUHHHI, JBaXIbI T10JIO-
JKUTENbHAsl MOTOBas Mpo0a, HU3KWE 3HaYeHHs (ekaabHOIl
3/1acTasbl).

3akiouenue. bonsueie MB, npoxusaromue B Mockse,
OTJIMYAIOTCS IIMPOKHUM Pa3sHOOOpa3HeM HyKICOTHIHBIX BapH-
anToB reHa CFTR. DTy JaHHbBIE TIOKAa3bIBAIOT 3HAYMMOCTD Pe-
THOHAJILHOTO MOHUTOPHHTA U MOJIEKYJIIPHO-TEHETUYECKOM -
arHocTuku MB /11 cBOEBpeMEHHOTO BhISIBIICHHUS 3200J1€BaHUs

U yIy4IIeHUs CTPaTeruy JIeueHus, 0COOEHHO ¢ aKI[eHTOM Ha
[IaTOr€HETUYECKYH0 TEPAIUIO.
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