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WccnepoBaHue PesynbTar KoMMmeHTapui

KpynHbie He o6Hap MpoTECTUPOBAHO HanMume KPynHbIX Aeneuuin/aynankauui n

neneunn/aynnukauun CFTR €.1521_1523delCTT (F508del) B reHe CFTR, OTBETCTBEHHOM 3a
pa3BuTne MyKOBMCUMAO03aA. Pe3ynbTaT npunaraercs Ha OTAENbHOM
6naHke.

BHuMaHue! B aneKTpOHHOM 3K3eMnsipe 6naHka Ha3BaHWE UCCNeA0BaHMS COAEPXKMUT CCbIIKY Ha CTPaHWLY CaiiTa C On1CaHMEM

ncecneaoBaHns. www.invitro.ru
Pe3yanaTb| I/ICCJ'IeLI,OBaHVIﬁ HE ABNAKTCA ANAarHO30M, He06XO£l,VIMa KOHCYbTauua cneunanncra.

M.M. / Noanuck Bpaya
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OIIMCAHUE

[Tanuent obcnenoBan B HezaBucumoin
naboparopun « MTHBUTPO» Ha Hanuune KpymHBIX €T/ Iy TUIUKAIHA B TEHE
CFTR no tecty Ne 7093:

MyxkoBHuCIHA03
(CYSTIC FIBROSIS; CF; OMIM 219700)

MyKkoBHCIIH/I03 — HACIEACTBEHHOE ayTOCOMHO-PEIECCUBHOE 3aboseBaHHe,
XapaKTepHU3yIoIIeecss TMOPAKCHUEM JKeJie3 BHEIIHEH CEeKperuu, TSHKETBIMU
HapyIICHUSIMHA (DYHKIIUH OPTaHOB JABIXAHUS U KEITYyT0YHO-KUIIIEYHOTO TPAKTA.

I'en CFTR (cystic fibrosis transmembrane conductance regulator) orBeTcTBeHHBIM
3a pa3BUTHE 3a00J€BaHUS JIOKAIM30BaH Ha JJIMHHOM IIJIeYe XPOMOCOMBI 7 B
peruone 7q31.2.

B reHe ommcaHO CBBINIE IBYX THICSY PAa3IMYHBIX NMATOTCHHBIX BapuaHToB. Camoi
yactor Myrtaruer sBiusercs C.1521 1523delCTT (F508del) - nmenemnms Tpex
HYKJICOTH/IOB, KOmupyrommx ¢eHwrananud B nonoxeHun S508. Yacrora
BcTpeuaemoctr €.1521 1523delCTT (F508del) B P® — o 55% ot Bcex Myrtanmii
rena CFTR. Kpynnsie aenennn coctaBisitor 1-3% ot Bcex mytanuii rena CFTR.

PE3VIJIBTAT
NaToreHHksIA
OHK ®aMunua, N.0. red CFTR BapUaHT
c.1521_1523del
MpOTAKEHHbIE
Oenelmu u
11574 YNAMKALIM He He oBHapyKeH
oGHApYHEHEI

[Tpu nccnenoBanum o6pasuoB JJHK B rene CFTR ananm3upyembIx MaTOT€HHBIX
BApUAHTOB, OTBETCTBEHHBIX 32 Pa3BUTHE 3a00JIEBaHUs, HE OOHAPYKEHO.

BaxxHo moHMMaTh, YTO OTCYTCTBHE MPOAHATIU3UPYEMBIX MaTOreHHbIX BapuaHToB B reHe CFTR
MIOJIHOCTBIO HE HCKIIIOYAET BEPOSATHOCTb HOCUTENIBCTBA MHBIX IIATOTCHHBIX BapUaHTOB TI'€HA,
IIO3TOMY OKOHYATEJIBHOE PEIICHHE O JAWAarHo3e NPUHUMAET JIeHallluii Bpad Ha OCHOBAaHUU
KJIMHUYECKHUX U TaOOpaTOPHBIX JaHHBIX.

Bosmosken ananu3 Beceil konupytoiei nocienoBatenbHocT reHa CFTR.,

PGKOMCHI[yeTCﬂ O4YHasd KOHCYJIbTallusl Bpada-IrCHCTHUKA.

K.M.H. Bpa4-r€HCTHUK



