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Mykosucumpos. TectuposaHune mytaumm E92K reHa CFTR

Koa ycnyru

A 27.30.213

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

HOBOPOXAEHHDbIX.

leH “mykoBucumposa”- reH CFTR — nokanu3oBaH B Jsiokyce 7¢31.2, obuwgas
NPOTAXEHHOCTb reHa CFTR - 250 T.n.H., reH cogep*KnT 27 3K30HOB. B HacToALLee
BpeMms ycTaHoB/IeHO 0Kos10 2000 pasniyHbIX MyTaumii reHa CFTR. CaMbiM YacTbim
reHHbiMm gedektom nABnsetca mytaums F508del (okono 60% B poccuitckoi
nonynauun). BTopasa no 4YactoTe MyTauua cpegu POCCUMACKMX NALMEHTOB —
«cnassHcKana» myTaums CFTRdele2,3 (6-9% B pasHbix pernoHax). B nocnegHue
rogpl cpeam POCCUMIUCKMX NALMEHTOB BbISBNAETCA TIOPKCKan/uyBallCKaa myTauumsa
E92K (80 3%). OcTanibHble ONUCaHHbIE BO3MOMKHblE MyTauMM reHa BCTPEYatoTca C
CYLLECTBEHHO peXKe U JINLb HECKOJIbKO U3 HUX UMEIOT MHAMBUAYANbHYIO YacTOTy
npesbiwatoLyto 1%.

OMIM

219700

MepeyeHb
nccnenyembix
reHoB, MyTauui

freH CFTR. TectupoBaHue  myTaumm E92K reHa CFTR  (myTaums

TIOpKCKOFO/‘-IyBaLIJCKOFO I'IpOMCXO)'Kﬂ,eHVIﬂ).

NHpopmauyma o
MeToze.
TpeboBaHue K
MaTepuany

NccnepoBaHue ¢ obpasuamu BblaeneHHor AHK BbinonHaeTca metogamu MUP,
PECTPMKLMOHHOIO aHanusa, C pasgeneHvem nonydaembix AHK-npoayKtos c
NOMOLLbIO refib-371eKTpodope3a B arapo3HOM M MOJMAKPUIAMUAHOM resie C
nocneaywowen paetekumenn B Y®P-ceete. [OHK-30HAbI ONTMMU3MpPOBaHa AnA
onpeaeneHuna Hanuuma/otcytctemua mytaumm E92K reHa CFTR, a Take [ans
onpeaeneHuma cTaTyca BbiABAAEMOM  MyTauum (romo3uroTHas nnm
reTeposnroTHaa mytaums).

[Ons aHann3a Ucnonb3yerca BEHO3HasA KPoBb, B3ATan B Npobupky ¢ 9ATA = 2 ma.




Bo3mokHa npeHaTtasibHaA AWMarHoCTuka Ha 6ronormyeckom maTtepunane wu3
noN0CTU  MaTKK, Noay4yeHHOM C NOMOLbIO WHBA3UBHOM npeHaTaanon
ANArHOCTUKKN (6MOI'ITaTbI XOPUOHa / naaueHTbl, amHNUOUUTbI, NYNOBUHHAA KpOBb).

CpOK BbINONAHEHMA

21 pabounin geHb




