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WccneposaHue PesynbTat KomMmeHTapui

AR (uncno CAG nostopoB) 22 BepxHeli rpaHuLEl HOPMbI MPUHATO CYMTaTb 26 NMOBTOPOB.

AZF (Hanunuve peneuuin) CM. KOMM MpoBeaeH nouck aeneunii B permoHax AZFA (SY84, SY86, SY615,
SY1316), AZFB (SY127, SY134,SY1235, SY121, SY1197), AZFC (SY254,
SY255, SY1125) Y-XpOMOCOMbI, aCCOLMUPOBAHHbIX C HapYLUEHNEM
cnepmaToreHesa. [leneumin He 06Hapy>eHo.

CFTR He o6Hap MpoTecTnpoBaHo Hannume myTaumin 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 3@ pa3BUTVE MYKOBUCLMAO03aA.

B uHTpoHe 8 reHa CFTR obHapy»eHbl annenu, COOTBETCTBYIOLWME 7-MU

nosTopam (reHotun 7T/7T), 4To SIBNSIETCS BapUaHTOM HOPMbI.

BHuMaHuve! B aneKTpOHHOM 3K3eMnnspe 61aHka Ha3BaHWe UCCNeA0BaHNUs COAEPXKUT CChINIKY Ha CTpaHULYy canuTa

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

PesynbTaThl nccnenoBaHniA He SBMSIOTCS AOnarH03oM, Heobxoanma KOHCYNbTauua cneunanncra.
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OnucaHue

MNauneHt PUO obcnepgosaH B OO0 «HE3SABUCUMAA TABOPATOPUA UHBUTPO»
no npodwunio 10711.

PenpoayKTUBHOE 34,0POBbE MYXUUHDI

* AZF - perMoH My»KCKOM Y-XpOMOCOMbI, KOTOPbIA BKAOYaAET B ceba 6onblioe
KONMYECTBO TEHOB, OTBETCTBEHHbIX 33 BbIpabOTKYy crnepmaTo3omaos
(cnepmaTtoreHes).

B xoae monekynapHoO-reHeTUYECKOro nccaen0BaHma 6bin ocywecTsieH NOUCK
aeneunn nokycos SRY u ZFY, a TaKKe MUKpoaeneunii B permoHax AZFA (SY84,
SY86, SY615, SY1316), AZFB (SY127, SY134, SY1235, SY121, SY1197) u AZFC
(SY254, SY255, SY1125) Y-xpomocomel. Mukpogeneummn Y XpOMOCOMb!
BCTpeyvaroTca c yactotoM 1 Ha 1000-1500 my»KUYMH 1 ABAAIOTCA OAHOM U3 Hanbonee
YaCTbIX TEHETUYECKUX MPUYNH TAXKENbIX  HaPYLIEHWUN cnepmartoreHesa
(asoocnepmus N OINFO300CMEPMMUIA TAMKEION CTEMNEHMN).

B pe3synbTate nposegeHunsa AHK-aMarHoCTMKM MUKpoaeneLmii B yKasaHHbIX reHax Y
XPOMOCOMbI He 0H6HApYKEHO.

* CFTR — TpaHcmeMmbpaHHbIN perynatop 6enKka myKoBucumMa03a.

l’eH CFTR oTBevyaeT 3a pPa3BUTME aAYTOCOMHO-peLeccMBHOro 3aboneBaHuA
MYKOBMCLUMA03. Hannumne reHeTnyeckoro aedekra nmwb B 0OA4HON M3 XPOMOCOM
FOMOJIOTMYHOM Napbl, B coMeTaHMK ¢ aanenem 5T B ob6nactn TT-noammopdpusma,
cnocobCcTBYEeT Pa3BUTUIO aniasuK CEMABLIHOCALLMX NPOTOKOB (HENPOXOAMMOCTH
NN MHaYe 06CTPYKUUM CEMABBIHOCALLMX NPOTOKOB) U 06YyCNaBANBAET HAapyLLUEHNE
cnepmartoreHesa.

B pe3ynbTtate aHanmnsa AHK B reHe CFTR ocyLwiecTB/ieH NOUCK 22-X Hanboee 4acTbIx

MyTaUWn. (CFTRdele2,3 (Del21kb), c.1521_1523delCTT (F508del), c.2051_2052delAAinsG
(2183AA>G), c.1545_1546delTA (1677delTA), c.2012delT (2143delT), c.2052dupA (2184insA),
€.262_263delTT (394delTT), c.3691delT

(3821delT), c.413 415dupTAC (L138ins), c.1624G>T (G542X), c.3846G>A
(W1282X), ¢.3909C>G (N1303K), c.1000C>T  (R334W), c.3718-2477C>T
(c.3717+12191C>T; 3849+10kbC>T), c.472_473insA (604insA), c.3816 _3817delGT (3944delGT),
.3587C>G (S1196X), c.489+1G>T (621+1G>T), c.274G>A (E92K), ¢.3140-26A>G (3272-26A>G),
c.3883delA (4015delA), ¢.3890 3891insT (4022insT)). CymmapHaa WHPOPMATUBHOCTb
coctaBnaet 77% ot 0bLero Yncaa NoBpeXAeHHbIX MPU MYKOBUCLNMA03€E XPOMOCOM.
Tak)Ke npoaHanusmposBaHa obnacte TTnonmmopdusma Ha Hanumume annens 5T

(IvVS8).
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YKas3aHHbIx MyTauui reHa CFTR He obHapy»eHo. B 8 uHTpoHe reHa CFTR B obnactu
TT-nonnmopdursama obHapyKeH reHotun 7T/7T, yTo ABNSETCA BAPUAHTOM HOPMbI.
MNpoBeaeHHOE UccneaoBaHNe He UCKAOYAET HOCUTENbCTBA ApYrux (bonee peakux)
myTauni reHa CFTR.

0 AR— (CAG noBTOpbI) —aHAPOreHOBbLIN peL.enTop.

leH AR, noKannM3oBaHHbIN B 0bnactn Xqll-12, kogmnpyeT aHAPOreHOBbIM peuenTop.
Hanbonee pacnpocTpaHeHHbIMW annenamuM NOBTOpa Yy NpeacTaBuTenemn
eBponeounaHoi pacbl ABnatTcA BapuaHTbl 16-26(CAG). Annenn CAG-noBsTOpa,
O/IMHA KOTOpPbIX NpeBblaeT Hanbosee 4acTo BCTpeYatowmeca BapmaHTbl HOPMbI
(>26), KOAMPYIOT aHAPOreHOBbIN PELENnTOP CO CHUMKEHHOMW GYHKUMOHANAbHOM
AKTMBHOCTbIO, YTO CBA3AHO C yBE/IMYEHUEM PUCKA O/INTO- 1 a3oocnepmuu. NosTopsl
<16 (CAG) ob6ycnoBnanBatoT MOBbIWEHHY YYBCTBUTE/NIbHOCTb K aHApPOreHam,
NPUCYTCTBUE 3TUX aNieNen acCoLMMPOBAHO C YBEAUYEHHBIM PUCKOM pPa3BUTUA
paKa npeacTaTeNnbHOM Kenesbl.

B xoae npoBeaeHHOro aHanusa B obnactm nostopa CAG B 3K30He 1 reHa AR
BblAB/NIEH annenb, COOTBETCTBYKOWMWMMA 22 KOMMAM [AAHHOrO NOBTOpa, 4TO
COOTBETCTBYET BAPUAHTY HOPMbL.

Pe3ynbTtat aHanM3a KapmMortmna:

46, XY  HopmanbHbI MyXKCKOMN KapnoTun
(XpomocomMHO NAaTONOrMKN He BbIABAEHO).

PekomeHpgoBaHa KOHCY/1bTaAUUA yponora/aHp,ponora.

[na nonyyeHma AONOAHUTENbHON, MHPOPMALIMK NO pe3ynbTaTam NPOBeAEHHOrO
MccneaoBaHMs, @ TaKKe YTOYHEHMA BONPOCA PenpoAyKTUBHOTO 340P0BbSA CYNpyros
M onpeaeneHna MoKasaHUMM ANA AanbHelWero reHeTMyeckoro obcnenoBaHus,
PEKOMeHAYEeTCs 04YHas KOHCY/IbTauuMaA Bpaya-reHeTuKa.

9 ¢peBpana 2021 . Bpay-reHeTunK /PO



