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®PNo
Mon: XeH
Bospacr: 38 net
NH3: 999999999
[JaTta B3sTMa obpasua: 16.09.2023
[JaTta noctynneHuns obpasua: 16.09.2023
Bpau: 16.10.2023
[ata neyaTtu pesynbTaTa: 16.10.2023
NccnepoBaHue PesynbTaT KoMMeHTapuit
MykoBucungos CFTR He o6Hap MpoTecTnpoBaHo Hanmume MyTauui del21kb, delF508, 2183AA>G,

1677delTA, 2143delT, 2184insA, 394delTT, 3821delT, L138ins,
G542X, W1282X, N1303K, R334W, 3849+10kbC>T, 604insA,
3944delGT, S1196X, 621+1g>t, E92K, 3272-26A>G, 4015delA,
4022insT, W1282R, 2785+5G>A, 3272-16T>A, S466X, 1898+1G>A,
R347P, S945L, 3120+1G>A B reHe, OTBETCTBEHHOM 3a pa3BuTHe
MyKOBMCLMA03a.

Pe3ynbTaT npunaraetcs Ha oTAeNbHOM bnaHkKe.

BHuMaHve! B aneKTpoHHOM 3k3eMnnape 6/1aHKa Ha3BaHWE UCCIIEA0BaHNS COAEPXMUT CCbISIKY Ha CTpaHuULy canTta
http://www.invitro.ru/ ¢ onucaHnem mnccneaoBaHus.

PesynbTaTbl NCCnenoBaHniA He SBMSOTCS AMarHo3oM, Heobxoamma KOHCYNbTauua cneunanncra.

M.M. / Noanuck Bpaya
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INVITRO

OIIMCAHUE

[Tanmentka obcnenoBana B HezaBucumoit nmadoparopun « MTHBUTPO» Ha Hanuuue 4acThIX
natoreHHbIX BapuaHToB B reHe CFTR mo tecty Ne 7791:

MyxkoBHuCIHA03
(CYSTIC FIBROSIS; CF; OMIM 219700)
MyxkoBucuu03 — HACJIEICTBEHHOE ayTOCOMHO-PELECCUBHOE 3a00JIeBaHuE,
XapaKTEPU3YIOIIEECs MOPAKEHUEM JKEJIe3 BHEIIHEHW CEKpPELNH, TSHKEIBIMU HapyLICHUSMU
(GYHKIMI OpraHOB JIBIXaHUS U JKEITYJOYHO-KUIIEYHOTO TPAKTA.

B xone nccnenoBanus B rene CFTR niporectrpoBansl cineayromue 30Te MyTaluin:

e .54-5940 273+10250del21kb (CFTRdele2,3), €.1521 1523delCTT (F508del),
€.2051_2052delAAinsG (2183AA>G), c.1545 1546delTA (1677delTA), c¢.2012delT
(2143delT), c.2052dupA (2184insA), ¢.262_263delTT (394delTT), ¢.3691delT (3821delT),
c.413 415dupTAC (L138ins), ¢.1624G>T (G542X), ¢.3846G>A (W1282X), ¢.3909C>G
(N1303K), ¢.1000C>T (R334W), ¢.37182477C>T (c.3717+12191C>T; 3849+10kbC>T),
c.472_473insA (604insA), ¢.3816_3817delGT (3944delGT), ¢.3587C>G (S1196X),
€.489+1G>T (621+1G>T), ¢.274G>A(E92K), €.3140-26A>G (3272-26A>G), €.3883delA
(4015delA), ¢.3891dup (4022insT), ¢.3844T>C(W1282R), ¢.2657+5G>A (2789+5G>A),
c.3140-16T>A (3272-16T>A), ¢.1397C>G (S466X), c.1766+1G>A (1898+1G>A),
€.2988+1G>A (3120+1G>A), ¢.1040G>C (R347P), ¢.2834C>T(S945L).

PE3VJIBTAT
Tpanckpunt: NM_000492.3
JHK @.1N.0. CFTR (30 myTanmii)
9685 He BbIsiBIEHO

[Ipu uccnenoanun o6pasuoB IHK B rene CFTR wyacThIX MaToreHHbIX BAapUAHTOB,
OTBETCTBEHHBIX 32 pa3BUTHE 3a00JIeBaHNS, He O0HAPYKEHO.

! OiHaKO Ba)KHO MOHMMATh, YTO OTCYTCTBHE HauOOJIee YaCThIX MaTOIC€HHBIX BAPUAHTOB B
reHe CFTR He uckiirouaeT BeposITHOCTh HOCUTEIbCTBA PEIKUX.

Bosmosken ananu3 Bceil konupytoiei nocienoBarenbHocT rea CFTR.

[Tpn HEOOXOAMMOCTH MOJIYYEHUS TOMOJHUTEIBHOU MH(OPMAIIUN PEKOMEHAYETCS OYHas
KOHCYJIbTAIIMS Bpadya-reHeTHKA.

Bpau-reneruk ML.IL. / Iloanuce Bpaya



