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MyTaLuum).
d.1.0. NAUMEHTA:
JATA POXKAEHNA MAUUNEHTA:
noJ:
NIABOPATOPHbIA HOMEP:
HAMPABJTAKOLLLEE YYPEXOEHWE:
ATA BblJAYU:
leH TpagnuMoHHOe Ha3BaHue Ha3Barme BapuanTa no [eHoTMN
R CcDNA, €Ky, rsID
MYKOBUCLMNAO03
¢.1521_1523delCTT, (p.Phe508del)
F508del 15113993960 wt/wt
1660delG c.1528del (p.Val510fs) wt/wt
¢.1545_1546delTA, (p.Tyr515X)
1677delTA 1121908776 wt/wt
¢.1519_1521delATC, (p.lle507del)
1507dlel rs121908745 w/wt
¢.54-5940_273+10250 del21kb
2 . :
CFTRdele2,3 (p.Ser18Argfs*16) wt/wt
€.2012delT, (p.Leu671X)
2143delT 15121908812 wt/wt
c.1981delA, (p.lle661Serfs*2)
2113delA 1$397508324 wt/wt
€.1986_1989delAACT, (p.Thr663fs)
2118del4 £397508325 wt/wt :
2141insA ¢.2010dup, (p.Leub71fs) wt/wt !
CFTR rs397508329
€.2051_2052delAAinsG, (p.Lys684fs)
2183AA-G rs121908799 wt/wt
c.2015_2017del, (p.Glu672del) f i
delE672 rs397508330 wi/wt -
. €.2045dup, (p.GIn685fs)
2176insC 15397508334 wt/wt
¢.2052delA (p.Lys684Asnfs*38) ?
2184delA rs121908746 s )
) €.2052_2053insA, (p.GIn685Thrfs*4) T
2184insA 15121908786 wt/wt
€.262_263delTT, (p.Leu88fs)
394delTT rs121908769 wijwi »
€.1000C>T, (p.Arg334Trp)
R334W rs121909011 wi/wt
€.1040G>C, (p.Arg347Pro)
R347P rs77932196 wi/wt
G551D ¢.1652G>A, (p.Gly551Asp) wt/wt
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rs75527207

*

*
T b

*
W1282X °'3846$’§’0(1p6;;‘;1282 ) wt/wt
W1282C ¢.3846G>T, (p.Trp1282Cys) wt/wt
N1303K c.3909C;(;b§)r;222(15303Lys) wt/wt

3AKJTIONEHME:

MepeuncneHHble myTaummn B reHe CFTR He 0bHapyKeHbI.

*He aBnaeTca AuMarHo3om. 19 NpaBuAbHOM MHTEPMPETaLLMMN Pe3y/IbTaToOB UCCNeA0BaHMA TpebyeTca KOHCYAbTaLms Bpaya.

AHAZIU3 NPOBOAUIIN:

Bpay-reHeTuk: CeBocTtbAHOBa A. M.

Bpay nabopaTopHbIit reHeTUK: O6yxosa O. 0.
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