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MyKoBUCUMAO03. PaclumpeHHbIM NOMCK YacTbiX MyTaLuin B reHe CFTR (50 myTaumii)

Koa ycnyru

A 27.30.214

KpaTKas
nHbopmauma o
3aboneBaHun

Kucrosubit  ¢ubpos (Mykosucumaos - MB) — ayTOCOMHO-peLeccMBHOe
MOHOreHHoe  Hac/neACTBEHHOe 3aboneBaHue, XapaKkTepuaytoLeeca
NopaXKEHMEM BCEX 3K30KPUHHbBIX KENE3, a TaKKe XM3HEHHO Ba*KHbIX OpraHoB
M cuctem. 3aboneBaHue CBA3AHO C HapylleHMem B paboTe TpaHcmembpaHHOro
perynatopa NpoBoAMMOCTM MyKoBucumaosa (MBTP). MBTP nokanusyetca B
anuMKanbHOM  YacTU  membpaHbl  3NUTENMANbHbLIX  KNETOK, BbICTUNAOWMX
BbIBOAHbIE MPOTOKU »Kesie3 BHELWHel ceKpeuum (NOTOBbIX, C/IOHHbIX, Kenes
B OpOHXax, MNOAKENYO0YHOWN Kefese, KULIEYHWKEe, YPOTreHUTasIbHOM TpaKTe),
OH peryaupyeTt TPaHCNOPT 3/1IeKTPONNUTOB (rnaBHbiIM 06pasom xopa) mexay
3TUMM  KNETKaMM U MEXKNETOUYHOM XUAKoCTbto. lNocneaHne uccnenoBaHus
nokasanu, 4to MBTP aBnsieTcAa cobCcTBEHHO XIOPUAHBIM KaHanom. MyTaumm reHa
MB HapywatoT He TONbKO TPAHCMNOPT, HO M CeKpeuutdo MOHOB Xxaopa. [pwu
3aTPYAHEHUN UX MPOXOXKAEHMA 4Yepe3 KNEeTOUHYD MeMbpaHy yBenuynmBaeTcs
peabcopbuma HaTPUA KeNe3UCTbIMU  KAETKaMM, HapyLllaeTca 31eKTPUYECKUi
NnoTeHUMan MNpPOCBETa, YTO BbI3bIBAET U3MEHEHWE 3/EKTPOJUTHOFO COCTaBa W
Aernapataumio  Cekpeta  Kene3  BHeWHeW  cekpeuuu. B pesynbrate
BblAENAEMbIN CEKPeT CTaHOBUTCA YpPe3MEpPHO TyCTbiM W BA3KMM. [pu 3TOM
CTPAZAlOT NIETKUE, KENYAOYHO-KMLUEYHbIA TPaKT, MeyeHb, MOAXKeNnyAo4Hasn
Kenesa, MOYernosioBas CUCTEMA.

Yactota MB Konebnetca cpeau npeacrasuteneir esponeoungos ot 1:600 go
1:17000 HoBOpOXAEHHbIX. B P® yactoTa MyKOBMCUMAO3@ COCTaBAsET MO
LaHHbIM orey MepguKo-reHeTU4eCKOro HaydHoro ueHTpa 1:10000
HOBOPOKAEHHbIX.

leH “mykoBucumposa”- reH CFTR — nokanusoBaH B Jsokyce 7¢31.2, obuwasn
NPOTAXEHHOCTb reHa CFTR - 250 T.n.H., reH cogepuT 27 sK3oHoB. B HacToAwee
BpeMms ycTaHoB/ieHO 0Kosio 2000 pasinyHbIX myTaumit reHa CFTR. CaMbiM YacTbim
reHHbiMm gedektom nABnsetca mytaums F508del (okosno 60% B poccuiicKol
nonynauun). BTopasa no 4YactoTe MyTauua cpegu POCCUMACKUX MNALMEHTOB —
«cnaBsHcKaa» mytauma CFTRdele2,3 (6-9% B pasHbix pervoHax). OcTasibHble
ONUCaHHble BO3MOXHble MyTaLMK reHa BCTPEYaloTCA C CYLLECTBEHHO perke U
JIMLWb HECKO/IbKO M3 HUX UMEIOT MHAMBUAYA/IbHYIO YacTOTY NpeBblwatoLLyto 1%.

OMIM

219700

MepeyeHb
nccnenyembix
reHoB, MyTauui

leH CFTR. PacwmpeHHoe TecTupoBaHMe 50 YacTbiXx eBPONenCcKMx myTauui reHa
CFTR: F508del, 1507del, 1677delTA, del 21 kb, R334W, R347P, R347H, G551D,
R553X, G542X, 394delTT, N1303K, W1282X, E60X, P67L, G85E, 444delA, R117C,
R117H, Y122X, 621+1G>T, 711+1G>T, L206W, 1078delT, A445E, R560T,
1811+1.6kbA>T, 1898+1G>A, 2143delT, 2184delA, 2347delG, W846X,
2789+5G>A, Q890X, 3120+1G>A, 3272-26A>G, R1066C, Y1092X(C>A), M1101K,
D1152H, V520F, 1717-1G>A, S549R(T>G), S549N, R1158X, R1162X, 3659delC,
3849+10kbC>T, S1251IN, 3905insT. TwunupoBaHME BapWaHTOB ajsenen
nonnTummauHosoro TpakTta (IVS8-5T, IVS8-7T, IVS8-9T) B 8-omM WHTpoOHe (no
TPaAWUMOHHOW HOMEHKNaType reHa uam B 9-omM MHTPOHE — MO COBPEMEHHOM
HoMeHKnaType) reHa CFTR.

NHdopmaumsa o
meToae.

Mcnonb3yeTca TEXHONOMMA Ha OCHOBE MYJ/IbTUMNEKCHOMN annenb-cneumbuyeckon
amnandukauymein Ha 50 YacTbIx eBPONENCKUX MyTaLnii, C AeTeKUMeEN NoayYaemMbix




TpeboBaHue K
martepuany

OHK-npoayKToB € NMOMOLLBIO KAaNWUANApHOro anekTpodopesa Ha aHanusatope
HYK/IEeMHOBbIX KucnoT. Cmecb 30HAOB OMTUMM3MPOBAHA ANA onpegeeHus
HaNNUMA/OTCYTCTBUA KaXKaoM n3 50 yacTbiX eBPONEenCcKUX MyTaLuin, a TakKe ana
onpefeneHna  cratyca  BblABAAEMOM  MyTauumu  (rOMO3MroTHaa  wWau
reTeposunroTHasa mytaums) reHa CFTR.

[ns aHannsa ncnonb3yetca BeHO3HasA KPOBb, B3ATaA B Npobupky ¢ 94TA > 2 mn.

Bo3moXXHa npeHaTanbHasa AMArHOCTMKA Ha 6uonornyeckom maTtepunane w3
nonoCTM  MaTtky, nNosy4eHHOmM C  NMOMOLbHO WHBa3MBHOM FIDEHaTafIbHOﬁ
ANArHOCTUKKN (6MOI'ITaTbI XOPUOHa / naaueHTbl, amHNUOUUTbI, NYNOBUHHAA KpOBb).

CpOK BbINONAHEHMA

21 paboumin geHb




