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UccneposaHme PesynbtaT KoMMeHTapwi

AR (uncno CAG nostopoB) 25 BepxHel rpaHMLEeN HOPMbI MPUHATO CYUTaTb 26 MOBTOPOB.

AZF (Hannuve peneumnn) CM. KOMM MpoBeaeH Nouck aeneumnin B permoHax AZFA (SY84, SY86, SY615,
SY1316), AZFB (SY127, SY134,SY1235, SY121, SY1197), AZFC (SY254,
SY255, SY1125) Y-XpoMOCOMbI, aCCOLMMPOBaHHbIX C HApyLUEHWEM
cnepmaToreHesa. [eneumin He 06Hapy>eHo.

CFTR He o6Hap MpoTecTnpoBaHo Hanuume MyTaumi del21kb, delF508, 2183AA>G,

1677delTA, 2143delT, 2184insA, 394delTT, 3821delT, L138ins, G542X,
W1282X, N1303K, R334W, 3849+10kbC>T, 604insA, 3944delGT,
S1196X, 621+1g>t, E92K, 3272-26A>G, 4015delA, 4022insT B reHe,
OTBETCTBEHHOM 3a pa3BuUTME MYKOBUCLMAO03A.

B nHTpoHe 8 reHa CFTR obHapy»eHbl annenu, COOTBETCTBYOLWME 7-MU
nosTopam (reHotun 7T/7T), 4To SBNSETCS BApMaHTOM HOPMbI.

BHuMaHve! B 3n1eKTpoHHOM 3K3eMnispe 611aHKa Ha3BaHWe MccneaoBaHus COAEPXUT CCbIIKY Ha CTpaHuuy calTa

http://www.invitro.ru/c onucaHnem nccneaoBaHus.

PesynbTaThl NCCnenoBaHniA He SBMSIOTCS ANarHo3omM, Heobxoanma KOHCYJibTalua cneunanancra.

M.M. / Noanuck Bpaya

cTp.1m3l
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OnucaHue

MaymeHT obcnepgosan 8 000 «HE3SABUCUMMAA NABEOPATOPUA MHBUTPO» no
npodunto Ne146[Tl.

PenpoayKTUBHOE 340P0BbE MY}KUYUHDI

e AZF - permoH My»KCKOM Y-XpOMOCOMbI, KOTOPbIA BK/AOYaeT B ceba bonblioe
KO/INYECTBO T[EeHOB, OTBETCTBEHHbIX 3a BbIPaboOTKy cnepmaTo30onaoB
(cnepmaTtoreHes).

B xoge MONeKkynApHO-reHeTUYecKoro mccaenoBaHUA Obin OCyLLECTBAEH MOWUCK
aeneunn nokycoB SRY u ZFY, a Takke MUKpoaeneumin B permoHax AZFA (SY84, SY86,
SY615,5Y1316), AZFB (SY127,5Y134, SY1235,S5Y121,SY1197) u AZFC (SY254, SY255,
SY1125) Y-xpomocomebl. Mukpogeneumm Y XpOMOCOMbI BCTpeYatoTca ¢ yactoton 1
Ha 1000-1500 myXuMH K ABAAKOTCA OAHON M3 Haubonee 4acCTbIX FrEeHETUYECKMUX
NPUYNH TAXENbIX HapyLweHUn cnepmartoreHesa (a3oocnepmus n
021Mr0300CNEPMUSA TAKENON CTEMNEHN).

B pesynbtate nposeaeHuna AHK-auarHocTmkm mukpoaeneumn B yKasaHHbIX reHax
Y Xxpomocombl He 06HapYKEHO.

e CFTR — TpaHcmeMmbpaHHbIN perynatop 6esiKka MyKoBucLUmMAa03a.

f’eH CFTR oTBevyaeT 3a pas3BUTME aAYTOCOMHO-peLeccMBHOro 3aboneBaHUA
MyKOBMCLUMA03. Hannumne reHetnyeckoro gedekta Avwb B O4HOM M3 XPOMOCOM
FOMOJIOTMYHOM Napbl, B coveTaHuun ¢ aanenem 5T B obnactn TT-noammopdusma,
cnocobcTBYEeT Pa3BUTUIO anaasnmn CEMABBIHOCALLMX MPOTOKOB (HEMPOXOAMMOCTH
NN MHaYe 06CTPYKUUM CEMABBIHOCALLMX NPOTOKOB) M 06ycnaBAMBaAET HapyLLeHne
crepmaToreHesa.

B pe3ynbTate aHanu3za AHK B reHe CFTR ocyLecTBNeH NOUCK 22-X Hanbosee 4acTbix
myTaumn. (c.54-5940 273+10250del21kb (CFTRdele2,3), ¢.1521 1523delCTT
(F508del), c.2051 2052delAAinsG (2183AA>G), c.1545 1546delTA (1677delTA),
€.2012delT (2143delT), c.2052dupA (2184insA), c.262 _263delTT (394delTT),
c.3691delT (3821delT), c.413 415dupTAC (L138ins), ¢.1624G>T (G542X),
€.3846G>A (W1282X), c.3909C>G (N1303K), ¢.1000C>T (R334W), ¢.3718-2477C>T
(c.3717+12191C>T; 3849+10kbC>T), c.472_473insA (604insA), c.3816_3817delGT
(3944delGT), c.3587C>G (S1196X), c.489+1G>T (621+1G>T), c.274G>A, (E92K),
€.3140-26A>G (3272-26A>G), c.3883delA (4015delA), c.3890_3891insT (4022insT)).
CymmapHaa MHPOPMATUBHOCTb COCTaBAsET 77% OT 0b6Lero Yncna NOBPEKAEHHbIX
npu MYKOBMUCLMA03€ XPOMOCOM. TaKKe npoaHanu3amposaHa obnactb TT-
nonmmopdusma Ha Hanmume annensa 5T (IVS8).
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YKa3aHHbIXx MyTauui reHa CFTR He ob6Hapy»KeHo. B 8 HTpoHe reHa CFTR B ob6nactm
TT-nonumopdumsma obHapy>keH reHotun 7T/7T, yTo ABNAETCA BapMaHTOM HOPMbI.
MNpoBeaeHHOE NccneaoBaHNE HE UCKAOYAET HOCUTENBCTBA ApYrux (bonee peakmx)
MmyTauni reHa CFTR.

e AR- (CAG noBTOpbl) —aHAPOreHoBbIN peuenTop.

l'eH AR, noKann3oBaHHbIN B 06n1acTn Xqll-12, koanpyeT aH4POreHOBbIM peLenTop.
Hanbonee pacnpoCTpaHeHHbIMW anfenamMm NOBTOpPA Yy NpeacTaBuTenei
eBponeonaHoi pacbl sBnarTcA BapuaHTbl 16-26(CAG). Annenn CAG-nosTOpa,
O/IMHA KOTOpPbIX NpeBbiwaeT Hanbonee 4acTo BCTpevarowmecs BapuaHTbl HOPMbl
(>26), KOAMPYOT aHAPOreHOBbLIM PeuenTop CO CHUMKEHHOW ¢GYHKUMOHANAbHOM
AKTMBHOCTbIO, 4YTO CBA3AHO C YBE/IMYEHMEM PUCKA OAUF0- U a300CMepMUn.
MoBTopbl <16 (CAG) o06ycnoBnvMBaloT MOBbIWEHHYD YYBCTBUTE/NIbHOCTb K
aHAporeHam, NPUCYTCTBUE 3TUX aN/ieNle aCCOLMMPOBAHO C YBEIMYEHHbBIM PUCKOM
pPa3BMTMA paKa NpeacTaTe/IbHON Kenesbl.

B xopae npoBepeHHoro aHanmsa B obnactu nostopa CAG B 3k3oHe 1 reHa AR
BblAB/NIEH annenb, COOTBETCTBYHOWMIKA 25 KonmaAm [aHHOro MnoBTOpa, uTO
COOTBETCTBYET BApPMAHTY HOPMbI.

PekomeHA0BaHa KOHCYbTaUuA yponora/aHgponora.

[na nonyyeHusa AONONHUTENbHOW MHPOPMALMKM NO pe3yabTaTamM NPOBEAEHHOTO
MCCNeaoBaHUA, a TaKKe YTOYHEHWs BoMnpoca PenpoAyKTMBHOIO 340pPOBbA
CYyNnpyroB W onpegeneHua TMNOKasaHUM ANs  [aNbHEWWero reHeTUYecKoro
obcnenoBaHMA, peKOMEHAYETCA OYHAA KOHCYNbTaLMA Bpaya-reHeT1Ka.

19 anpena 2021 . Bpay-reHeTuK ylolvle;



