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MYKOBUCLMOO3. UCCNEQOBAHUE MYTALIUA B FEHE CFTR: DEL508, DEL21KB, W1282X, DELL507, 1677DELTA, IVS8-5T

LUTpuxkon: BH.Ne: Matepuan: Kpoeb c OATA
MapameTtp Pe3ynbrart

MykoBucunaos. Viccnegosarume mytaumii B reHe CFTR: del508, CM. npunoxere 1

del21kb, W1282X, dell507, 1677delTA, IVS8-5T

Pesynbsmam nabopamopHoe2o uccredosaHusi He s18r1siemcsi OuagHO30M.
Takmuka obcriedoeaHusi, neYeHuUs nayueHma, uHmeprpemauusi pesysibmamos 1abopamopHbix uccredogaHuli onpedenssemcs eqyauum 8paqom.

KayecTtBo vccnepoBaHuii obecnedeHo cepTudULMPOBaHHON CUCTEMON MEHe)KMEHTa Ka4yecTBa, COOTBETCTBYIOLLE TpeboBaHNAM MeXAYHAaPOAHbIX CTaHAapTOB:
FOCT P UCO 9001-2015 (ceptudmkar coorsercteuss POCC RU.13CK03.01050, aericteuteneH go 30.05.2028 r.)

1ISO 9001:2015 (ceptudpmkat cooretctausi Ne RU.QM075.00402, pevicteuteneH go 30.05.2028 r.)

FOCT P NCO 15189-2015 (ISO 15189:2012) (ceptudpmnkat Ne POCC RU.32101.04XK3A1.246, peiicteuteneH go 19.08.2027 r.)

FOCT 33044-2014 / OECD Guide 1:1998 (ceptudpmkar Ne POCC RU.32101.04XK3A1.247, pneiictButeneH o 19.08.2027 r.)
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NMPUNOXEHME 1
- Kpoeb ¢ SOTA

WccnepoBaHmne MyTauMi reHa My KOBMCUMAO3a (C Bbigayen 3aknoyeHnn)

HAMMEHOBAHUWE UCCNEQOBAHUA PE3YNbTAT

CFTR-del508 N/N - MyTauumn He oBHapyKeHb!
CFTR-del21kb N/N - myTauum He o6GHapyXeHsbl
CFTR-W1282X N/N - myTaumm He o6HapyKeHsbl
CFTR-dell507 N/N - myTauumn He obHapyxeHsl
CFTR-1677delTA N/N - myTauum He o6HapyKeHsbl
CFTR-IVS8-5T N/N - MyTaLun He oBHapyXeHsbl
3aknioyeHve MyTauwuin B uccnepyemblix obnactsx reHermueckinx mapkepos HE OBHAPYXXEHO

eHeTUYECKWI PUCK Pa3BUTUS KIMHUYECKMX NPOABNEHU Mykoncumaoaa MNOMYNALMOHHBIN.

OTCyTCTBUE pacnpocTpaHeHHbIX MyTauuid B reHe CFTR 3Ha4UTenbHO CHKaeT BEPOATHOCTb KITMHWYECKUX NPOABNEHUA MyKOBMCLMA03a, O4HAKO He
WCKMioYaeT ero. B npucyTCTBUE XapakTEPHOMN KIMHUYECKON CUMMTOMATWKA TakM NaLMEHTOM MOXET BbiTb pekoMeHaoBaHo o6enefoeaHne Ha Gonee
penkue NaTtoreHHbIe BapUaHThl.

WHhopmaumsa o6 nccnegosaHum |

l'eH CFTR (cystic fibrosis transmembrane conductance regulator) kognpyeT aMUHOKUCIIOTHYHO NOCNEeNoBaTeNnbHOCTE MONEeKynbl TpaHcMeMBpaHHoro
perynaTopHoro 6enka MykoBMCLMA03a, KOTOPbIA obecneyvBaeT TpaHcnopT xnopa 1 Apyrux noHoB. FeH CFTR akcnpeccupyeTcs B pasnuyHblX TKaHAX
(no4kW, nopxenynoyHas xenesa, KULWEeYHUK, cepaLe, CeMsBbIHOCALLWE NPOTOKW, Nerkue, NpoToKM NoToBbIX Xenes U ap.). 3a cyetr CFTR
obecneynsaeTca NpoLece cekpeLim pasnyHbIX XKUOKUX NpOayKTOB.

Mytauum B reHe CFTR npyBOAAT K HAPYLLEHMIO NPOLIECCa CEKPELIMK, BCNEACTBME YEro CEKPETHI XXEMNE3 CTAHOBATCS BASKUMM, N UX BbiAENEHWE
3aTpyaHseTcs. B pesynbrare passnealoTCs BOCNANMTENbHBIE NPOLECCHI B pA3NMYHBIX OpraHax - Nerkux, NomKenyao4HoM Xenese n ap., NpuBoas K
chopMMPOBaHUIO XapakTepHOW AnsA MykoeucLnao3a (MB) KnmHuku.

B aHanuse npoeoauTCA uccnenoeaHve 6 mytauui, Hanbonee YacTo BCTpeYaloLmMxcs Ha Tepputopun Poccuiickoi deaepaumnm v CBA3aHHbIX C
pasBUTHMEM TRXENBIX KNMHWYeckux chopm MB. OcHoeHEle myTauuu B reHe CFTR - del21kb, delF508, dell507, 1677delTA, W1282X, a Takke
2143delT, 2184insA, 394delTT, 3821delT, G542X, N1303K, L138ins, R334W, 3849+10kbC>T o6ycnosnveaioT npuMepHo 75% reHeTuieckux
nedekToB, NPUBOAALLMX K MyKOBUCLMOO3Y. Beero e B reve CFTR onuncaHo cebiwe 700 MyTauui, 6onbWUMHCTBO M3 KOTOPLIX ABNAKOTCA OYeHb
penKuMu.

Tun HacnenoBaHWs MyKOBUCLMAO3a - 8YyTOCOMHO-PELIECCUBHLIN, T. €. 3abonesaHne pasB1BaeTCs TONMbKO NPU YCNOBUMW, YTO MyTaHTHbIA reH CFTR
6bin yHacnenoeaH o1 06oMX poauTenein U Nnpyu 9TOM He cogepXHUTCsA B NonosbIX (X U Y) XpomocomMax. BeTpedaercs y My>XUMH W JKEHLUWH C
0JVHAKOBOW YacToToW. BeposTHoCTh poxaeHua GonbHoro pebeHka y pogutener-Hocutenen cocraensaet 25%.

WccnepoBarHble Gromatepuanst: Kposb ¢ EDTA
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