HanvmeHoBaHMe
yenyrum

MykoBucumao3. TecTupoBaHue YeTblpéx MyTaumii reHa CFTR - F508del, 1507del,
1677delTA, del 21 kb

Koa ycnyru

A 27.30.212

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 — 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
nonynsaumn). BTopasa no 4actoTe myTauMa cpeau POCCUICKUX MNaUUEHTOB —
«cnaBsHcKaa» mytauma CFTRdele2,3 (6-9% B pasHbix pervoHax). OcTasibHble
OMUCaHHbIE BO3MOXHble MyTaLMW FeHa BCTPEYalTCA C CYLLECTBEHHO peXKe U
JIMLWb HECKO/IbKO M3 HUX UMEIOT MHAMBUAYA/IbHYIO YacTOTY NpeBblwatoLLyto 1%.

OMIM

219700

MepeyeHb
nccnenyembix
reHoB, MyTauui

feH CFTR. TecTupoBaHMe 4eTblpéx MyTauuih reHa CFTR - F508del, 1507del,
1677delTA, CFTRdele2,3 (uctopmueckoe HassaHue - del 21 kb).

NHdopmaumsa o
meToze.
TpeboBaHue K
martepuany

NccnepoBaHue ¢ obpasuamu BoigeneHHon AHK BbinonHaetca metogamum MLUP, ¢
pasgeneHmem nosyydaemoblx AHK-npoayKkTtoB ¢ nomolbio resib-3nekTpodopesa B
nonvakpunammaHom rene ¢ nocneaytouein getekumeit B YO-ceete. [AHK-30HAbI
ONTUMM3INPOBAHaA ANA onpeaeneHna Hanuuua/otcytcTeua myTaumin F508del,
I507del, 1677delTA, CFTRdele2,3 (del21kb) reHa CFTR, a Takxe nana
onpeaeneHua cTaTyca BblSBNSIEMOM myTaumm (romo3uroTHas nnm
reTeposnroTHaa mytaums).

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

Bo3moXKHa npeHaTasnbHaA AUMarHoCTMKa Ha 6uonormyeckom maTtepunane wu3




nonoctm  Matky, nNosiy4eHHOm C  NMOMOLbHO WMHBAa3UBHOM npeHaTaanoﬁ
ANArHOCTUKKN (6MOI'ITaTbI XOPUOHa / naaueHTbl, amHNUOUUTbI, NYNOBUHHAA KpOBb).

CpOK BbINONAHEHMA

21 pabouunin geHb.




