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ykoBucouno3d (MB) — omHO M3 9acTo BCTpedaro-

IIMXCS MOHOTEHHBIX 3a00jeBaHUIl B €BpOIEiCcKO
MOMyISALUA. DTO 3a00J1eBaHUE HACIEAYETCS 110 ayTOCOMHO-
pelLIeCCUBHOMY THUITy M OOYCIOBJICHO MYTallMSIMU B TeHE
CFTR (Cystic Fibrosis Transmembraneconductance
Regulator), KoaupylolleM TpaHCMeMOpaHHBII PETyJIsSITOp
MB — 06enok, yyacTBYWOLIMI B TpaHCIIOPTE MOHOB XJopa
yepe3 MeMOpaHy kieTkud. C pa3sBUTHEM MEIUIIMHBI BCe
0oJIbllIe MAllMEHTOB C HOCUTEJIBCTBOM 3TOr0O 3a00JIeBaHUSI
MpUOETaT K IMOMOIIM BCIIOMOTATEeIbHBIX PENpPOAYKTHUB-
Hbix TexHosoruii (BPT) kak mig peanuzanuu penpomayk-
TUBHOM (DYHKITMHM, TaK U IS TIPEIOTBPAILCHUS HACIeI0Ba-
HUs 3abosieBaHus U poxkaeHust aeteiri ¢ MB. K nmomoriu
BPT npuberaioT mapbl, B KOTOPbIX MYXXKUUHbI SIBJISIOTCS
HocuTtensaMu Mytauuu B reHe CFTR, BbI3bIBaIOIIE CHIKE-
Hue (hepTUILHOCTU WIH MOJHYIO CTEPUIbHOCTD Y TallMeH-
TOB MYKCKOTO 1oJjia. B 3Toil cuTyanum mpakTUKYIOT 9KC-
TpakopIopaibHoe ortogoTBoperue (3KO) ¢ ncroas3oBa-
HUEM CIIepMAaTO30MIOB, TMOJYUYCHHBIX M3 DSKYJISATa, WIU
XUPYPTUYECKUM ITyTeM. DMOPHOHBI, ITOJYYeHHBIE Y TapPhI,
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B KOTOPOIi 00a cyrpyra SIBJISIIOTCSI HOCUTEISIMUA 3a00JieBa-
HUS, 1iejiecoo0pa3Ho MpoaHaJu3MpoBaTh Ha myTtauuu MB
C MOMOIIIbIO MPEAbIMILUIAHTAIMIOHHOTO T€HETMYEeCKOrO Te-
ctupoBanus (I1I'T).

Ien MB (CFTR) 6bl1 K10HMpOBaH U onucaH B 1989 .
[21]; 3TO TO3BONMJIO JOMArHOCTUPOBATL 3aboJieBaHUE
MOJIEKYJIIPHO-TeHeTUUYeCKUMU MeTogamMu. B 1992 1. ObL1
POXIeH TIepBbI 3M0pPOBBIN peOEHOK MOCse JOUMILIAH-
TAaLlMOHHOM TeHeTU4YeCKou muarHoctuku [15]. Takum
obOpaszom, MB cran mnepBbIM ayTOCOMHO-PELIECCUBHBIM
3abojieBaHUEM, KoTopoe ¢ moMolibio I1T'T ynanock npeno-
TBPpAaTUTh y JETEW CEMEUWHOU TIapbl C HOCUTEIbCTBOM
MYTaHTHOTIO TeHa.

IIT'T ¢ onpeneneHreM XpOMOCOMHBIX U T€HETUYECKUX
MMaTOJIOTUI Y JOMMILIAHTAIIMOHHBIX 3MOPUOHOB — OIWH
13 COBPEMEHHBIX METOMIOB, IIPOYHO BXOMSAIINX B MPAKTUKY
BPT. /InarHocTMKa MOHOTeHHBIX 3a00JieBaHUI y paHHUX
sMopuoHoB (ITT'T-M) [30] mMpoko MpUMEHSIETCS B MUPO-
BOI TTpaKTUKE C LIEJTbI0 TPOGIIIAKTUKY POKICHUS OOJIBHBIX
nmereid, B ToM uncie u MB [13, 14, 26].

B Poccuu npumenenue II'T ¢ uenpio npodunakTuku
poXIeHUs neTei, 00JabHbIX Kak MB, Tak u Apyrumu Ha-
clIeAyeMBIMU T€HETUYCCKUMU 3a00IeBaHUSIMU, TIPUMEHSI-
eTcs HeyacTo. Tak, Mo JTaHHBIM HallMOHAJIBHOTO perucTpa
BPT Poccuiickoil accoumaliuu pernpoaykKiuu yejoBeKka
(PAPY), B 2014 1. B Poccum 65110 TipoBeaeHo 2023 InKiIoB
BOKO, conpopoxagatomuxcsa III'T, mepeHoc 3MOpHUOHOB
ObL1 TIpou3BeieH B 1266 ciyyasix, B pe3yjbTaTe yero Ha-
cTynuin 524 KIWHWYECKHUEe OCpeMEHHOCTH, KOTOPHIC B
358 ciyvasx 3aKOHUMIMUCH pogaMu (HEOOXOIMMO OTMe-
TUTh, YTO OOJIBIIMHCTBO CJIy4aeB JOMMIUIAHTAllMOHHOMU
JNVAarHOCTUKU TMpuxoauiaoch Ha pojwo I1I'T, HampaBiaeH-
HOro Ha guarHocTuky aHeyrutouauit III'T-A) [5]. B Tom
ke 2014 . B xoAe HeoHaTaJAbHOIO CKpMHUHTA quario3 MB
ObL1 TocTaByieH 92 HoBopoxXAeHHBIM. Beero B Poccun 3a-
duxcupopanbl 2092 6onabHbIx MB [6]. B 2016 . B xome
HEOHATaJIbHOTO CKpUHMHTa MB OblI AMarHoCTUpPOBAH Y
146 HOBOPOXIEHHBIX, YTO COCTABWIO 73% BceX BHOBD BbI-
SBJIEHHBIX ciiyyaeB MB. Bcero xe B perucTp BKJIIOYEHBI
naHHbie 0 3049 6onbHBIX [7].

MYKOBUCLIMA03

MB (MIM 277180) — MyJabTUCUCTEMHOE T€HETUYCCKHU
JIeTepMUHUPOBAHHOE 3a00JieBaHUE, KOTOPOE XapaKTepHu-
3yeTcsl MOpaXXeHUEM BCEX 9K30KPUHHBIX Xejle3 KU3HEeH-
HO BaXXHBIX OPTAaHOB M CHCTEM OpraHMW3Ma W OTJIMYacT-
Csl OOBIYHO TSDKEJIBIM TeUeHHEeM U IMporHo3oM. Kak yxke
YIIOMUHaJIOCh, 3abojieBaHUE OOYCIOBACHO MyTallUSIMU
B reHe CFTR, xotopsiii kKonupyet 6eok CFTR — mem-
OpaHHBIN aHMOHHBIN KaHaJ IJIsI aKTUBHOTO TPaHCIIOpTa
MOHOB XJIOpa, U3MEHEHHUSI KOTOPOIr'O BBI3BIBAIOT NEe(hEKT
tpancnopra CIu HCO, [29]; 50% 3penoro CFTR naxo-
IUTCS B alTUKaJTbHONM MeMOpaHe 3MMTeINaIbHBIX KIIETOK.
OcranbvHoii 6emok CFTR cocpemoToyeH B MeMOpaHax
9HIOIIa3MaTUYECKOTO PETUKYJIyMa 1 anmapate [oabaxu
[4]. Ten CFTR pacruioXeH Ha IJMHHOM IIIede XpOMO-



combl 7 (7q31.2), umeet mpoTskeHHOCTh okojio 180 kb
¥ comepKuUT 27 3k30HOB. CeromHs U3BECTHO OoJjiee 4yeM
2000 pa3au4HBIX HYKJIEOTUAHBLIX 3aMeH B reHe CFTR
(www.CFTR2.0rg).

[OMO3UIOTHOCTh WJIM COYETAHHASl TeTePO3UTOTHOCTH
no mytauusMm B reHe CFTR MoxXeT ObITh aCCOLIMMpPOBaHa C
Pa3TMYHBIMU TTPOSIBIICHUSIMA 3a00JIeBaHMsI. BOJBIIMHCTBO
60JbHBIX (85—90%) MB crpamaior OT IpOrpecCUpyIoLero
00CTPYKTUBHOIO 3a00JIeBaHUSI JIETKHUX W HEIOCTATOYHOCTHU
9K30KPUHHOM (PYHKUIMY MOIXKETYI0UHOM Xene3bl. 3a00Je-
BaHME MOXET IPOSIBIISATHCS PA3IMIHON CTEIIEHBIO TSKECTH
teueHud [10].

CorlacHO JaHHBIM HAallMOHAJIBHOIO pErucTpa, Hau-
OoJsiee yacTo BcTpeuaroTcs ciaeayrome mytauuu: F508del
(52,79%), CFTRdele2,3 (6,32%), p.E92K (2,65%),
2184insA (2,02%), 3849+10kbC>T (1,65%), 2143delT
(1,65%), p.G542X (1,33%), p.N1303K (1,33%), p.W1282X
(1,11%), L138ins (1,06%) [3].

MYXCKOE bECNNOAUE, BbI3BAHHOE MYTALUAMW B rEHE
CFTR

becnionue y myxuuH ¢ MB BrnepBbie OTMEUYEHO B
1960-x romax [11] u orucano B 1968 . [17]. Becmioaue y
MYXXUuH ¢ MB cBsi3aHO ¢ maTojioruei pa3BUTUSI CEMSIBbI-
HOCSIIINX TIPOTOKOB WJIM AVCTAJbHON MOJIOBUHBI SITUIN-
IUMICa, 9TO IIPUBOINT K a3oocriepmun [28].

Hawu6onee yacrast myrauust CFTR cpenu xuteneit Ce-
BepHoil EBponbl — delF508 (DeltaF508, p.Phe508del), ro-
MO3UTOTHOE COCTOSTHIE KOTOPOU ITPUBOIUT K KITMHIIECKO-
My niposiBiieHnio MB [27]. Myrtanus delF508 BcTpevaercs
y 24% myxuuH ¢ MB, a B couetanuu ¢ mytauueit [IVS8-TS
obHapyxkupaercs y 17% GonbHbix. CaMa 110 cebe MyTalust
IVS8-T5 BBI3BIBAET TOJBKO HE3HAYUTEHHYIO TUCHYHKIINIO
CFTR wn oGHapyxwuBaeTcst B monyasunu y 5%. Bce npyrue
MyTallMM BCTPEYAlOTCs JOBOJIBHO peaKko [9].

Ectb Tak:ke coobiieHus1 o 0oJiee BEICOKOI pacipocTpa-
HeHHocTu MyTauuii reHa CFTR cpeau 3010pOBBIX MY>KUYHUH,
Yy KOTOPBIX HaOIOMAeTCsl CHIKEHWE KauyecTBa CIIepMaro-
30HMI0B 10 CPABHEHUIO ¢ KOHTPOJIEM — T.€. HOPMAaJIbHBIMU
napaMmeTpaMu criepMbl [28]. DTO MOXeT OBITh OOBSICHEHO
MPOAEMOHCTPUPOBAHHOUN (DYHKIIMOHAIBHOI 3KCIIpeccueit
CFTR B ciepMatuiax, 4YTo yKa3blBaeT Ha pPoJib 3TOrO TeHa
B criepmatoreHe3e [8]. IIpenronaraercst Takke TAIIOTE3a O
BivstHuu KoHueHTpaunn HCO,™ (posib B TPaHCTIOPTUPOB-
ke kotoporo HeceT CFTR) Ha orioJ0TBOPSIONLYIO CITOCO0-
HOCTB CIIEpMaTO30Ma0B [29].

Y MyXuMH, CTpamarmlIux OecCIIOANeM, BBI3BAHHBIM
arTa3veil ceMsIBBIHOCSIIIETo TTpoToka, B 80% ciydaeB 00-
HapyxuBaetcs mytauus B reHe CFTR. 3a4actyio y MyXXUnH
€MMHCTBCHHBIM ITPU3HAKOM HOCUTEIbCTBA MyTaIlM B TeHE
CFTR saBasieTcst a300CTIepMUSI MU TSIXKesast OJIMT0300CTep-
MW, BBI3BAaHHAsl YaCTUIHOW WIJIM TIOJHOW OOCTpYKIIMEi
wim arpodueii cemsiBeIHOCsIIETo ipotoka [10]. Y 20% ma-
LIMEHTOB C OTCYTCTBHMEM WJIM arlja3ueil CeMSBBIHOCSIIIETO
MMPOTOKa KJIMHUYECKUE MPOSIBIICHUST HE CBSI3aHbI C M3MEHEe-
Husmu B reHe CFTR [9].

B pesynbraTe ucciaenoBanus [31] ycTaHOBJIEHO, UTO
cpeIy TaIeHTOB C BPOXICHHBIM OTCYTCTBUEM, aTpodu-
el MM OOCTPYKLMEH CeMSIBBIHOCSIIEro NpoToka B 78%
uMmenach mo kpaitHeit Mmepe 1 myrauus B reHe CFTR, B
46% — 2 myrtanuu u B 28% — TonbKo 1 MyTaius B TeHe
CFTR. Yacrora anneneit F508del, IVS8-T5 u p.R117H
cocTaBWJIa COOTBETCTBEeHHO 17, 25 u 3%, a reHeTMUYeCKue
kommayHael F508del / 5STandF508del / R117H Ob1mu BBI-
SIBJIEHBI B COOTBETCTBeHHO 17 1 4% ciiyuyaes.

HocurensctBo MB cieayer momo3peBaTh y MYXKUMH
TIPY CJIEAYIONINX OCOOCHHOCTSIX:

* TSDKeJIasl OJIMTO300CTICPMUST MJIH a300CTIEPMMUST,;

* HU3KUI 00BbEM 3SKYJISITa C OMpPeneeHHBIM XUMMUYe-

CKUM TpoduneM (HU3kuil ypoBeHb pH, moBbIIeH-
HbIe KOHIECHTPAIUN JIMMOHHOM KUCIOTBI M KUCJIOM
(docdaraszbl, HM3KasE KOHIEHTpALUs GPYKTO3bI);

* BBISIBJICHUME aHOMaJIMN CEMEHHBIX MYy3bIPbKOB WU

CeMSIBBIHOCSIIIMX MPOTOKOB MpU peKkTaabHOM Y3U.

B xaxmom m3 3TUX ciay4yaeB WJIM IPU UX COUYECTAHUU
11eJ1eco00pa3HO MPOBOAUTH T'EHETUYECKOE MCCleloBaHue
reHa CFTR Ha Hanuuue MyTaluil. Y neteil, poauBIIMX-
Ccs OT OTHOB C OTCYTCTBHUEM CEMSIBBIHOCSIINX ITPOTOKOB
(OCII), BeI3BaHHBIM MyTalMeii reHa M B, ToBbIlIeH pucK
3abosieBaHus MB, a y MaJIbuKOB BBICOK PUCK Hacjeq0Ba-
Hus OCII [24].

B cnyyae coderaHus y mauyeHTa HOCHUTENIBCTBA Pa3-
JIMYHBIX MyTauuii B amnenbHbix reHax CFTR (reHeTtude-
CKME KOMITayHIIbl) 0e3 KJIMHWYECKUX TPOSIBIIEHUI, Kak
MIPaBWJIO, COYETAIOTCS MYyTallMi, BBI3BIBAIOIINE TIOTEPIO
¢yukuuu CFTR, ¢ MyTauusMu, TIpU KOTOPOM (PYHKIIMS
reHa 4acTM4YHO coxpaHeHa [24].

XEHCKOE bECINJIOAUE, BbI3BAHHOE MYTALIUAAIMW B TEHE
CFTR

Pa3zBuTHe COBpeMeHHOW MEIUILIMHBI CAEIATI0 BO3MOX-
HBIM POXJEHUE IeTell Y MalMeHTOK, 00JbHbBIX M B, KOTO-
pble paHee He MOXUBAIW 10 PENPOAYKTUBHOIO BO3pacTa.
Hetn Takmx maumeHTOK co 100% BepoSTHOCTBIO Hacle-
JIyIOT POIUTENIbCKYIO MYTallUi0, HO CAaMU B OOJIBIITMHCTBE
cliygaeB He 601bHBI [1]. Y mauueHTok ¢ MB 6epeMeHHOCTD
MOXKET HacTynaTb €CTECTBEHHBIM IyTEM, OJHAKO OMuca-
HO cHuxXeHue depTtunbHocTu. [Ipenmnosnaraercsi, 4To 3TO
CBSI3aHO C TOBBIIIEHHOU BSI3KOCTHIO IIEPBUKATBHOM ClU-
31, KOTOpasi He MpeTepreBaeT TUMTMYHBIX U3MEHEHUI BO
BpeMsl MEHCTPYaJIbHOTO IIMKJa U3-3a AeheKTHOro Oenka
CFTR.

Y xeHmmH ¢ MB onucaHbl MHOTOYMCIIEHHBIE HE-
yIayHble TIOMBITKM BHYTPUMATOYHON WHCEMUWHALUU
(BMHN). Ing obbsicHeHus 3TOoro (dakTta Oblia BbIABUHY-
Ta cjenylomnass Teopus: Uisl coXpaHeHust (epTUIBLHOCTU
CMEepPMbI B MOJIOBBIX MYTSIX XKEHIIUHBI HEOOXOAMMA BbICO-
Kas koHueHtpauus HCO, , npu MyTtauuu reva MB KoH-
uenTpauusa HCO, MOXeT CHUXAThCA, 4TO CIIOCOOHO MpH-
BOJAUTh K CHUXEHUIO OIJIONOTBOPSIIONIEH CIOCOOHOCTH
cniepmato3ouaoB [29]. Takxke mokazaHo, YTO YPOBEHb aH-
TuMIoJuiepoBa ropmoHa (AMI') y nauuenTok ¢ MB Huxe,
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YeM Y XKEHIIIMH TaKOTO0 Xe Bo3pacTa 0e3 3a00JieBaHusI, UYTO
CBUICTEIBCTBYET O MOHMXXCHHOM OBapHUaIbHOM pe3epBe
KeH1uH ¢ MB [23].

MyTanuy B TeHE Y SKCHIIWH TakKKe MOTYT SIBJISITh-
cs TIPUYMHON 3aIepKKU TOJIOBOTO PAa3BUTHSI M aMECHOPEH
[16]. Y HekoTOpBIX XKeHIIMH ¢ MB He mpoucxoauT oByJsi-
MU, Y Takux MaluMeHTOK OOHapyKMUBalOT 00jiee BHICOKYIO
00IIy10 KOHIIEHTPAIIUI0 TECTOCTEPOHA B CHIBOPOTKE M pe-
3MCTEHTHOCTh K MHCYJIMHY, aHaJOTWYHBbIC HAOIIOTacMbIM
y XKEHILMH C CUHAPOMOM MOJMKUCTO3HBIX IMYHUKOB [20].

HMmMeeTcst mpeamnosioxXeHue, 4To BPOXKIEHHOE OTCYT-
CTBHME MAaTKM W BJIATAJIUINA Y XXCHIIWMH TaKKe MOXKET OBITh
cBs13aHo ¢ myTauusamu B reHe CFTR. OgHako MpoBeAeHHbI
JAHK-ananu3 rena CFTR y 25 XXeHIIMH C TaKOW BpOXKIEH-
HOI TTaToJIorueil He MOATBEPIUI 3TOTO [25].

B 2000 . mosgBMIIOCH COOOIIEHNE O POXKIEHUN IIEPBOTO
pebenka nociie DKO y xxenmuHsl ¢ MB [22].

OWATHOCTUKA NPEABIMIMTAHTALMOHHbIX 3MBPUOHOB

[II'T aBasieTcss OAHMM U3 CaMbIX HaIeXHBIX CITIOCO-
0OB TpenoTBpallleHUs] POXIAeHUsT AeTeil, 00abHbBIX MB.
C momomwto IITH (IIT'T-M) MOXHO YCTaHOBHUTH HO-
CUTEIBCTBO y 3MOpMOHA MYTAaHTHOTO TeHa elle IO ero
UMILJIaHTauuu B nmonocth MaTku [18]. TII'T MoxeTt mpo-
BOJUTHCS TOJBKO B coueTaHuu ¢ nporpammoit KO, ko-
Topasi, KaK IPaBWIO, BKIIOYACT B CEOSI CTUMYJISIIIUM Cy-
MEPOBYJISILIMU U TIOJYyYEeHUE cpa3y HECKOJbKUX OOLIMTOB,
KOTOpbIE B JajbHENIIEeM OIMJIOAOTBOPSIOT in vitro. Ilocne
OIIOIOTBOPEHMSI SMOPHOH YeJIOBEKA MOKET Pa3BUBAThCS
BHE MAaTEPUHCKOTO OpraHM3Ma B TedeHue 5—6 cyT, 3aTeM
OH JIOJKEH OBITh MEPeHECeH B MOJIOCTh MaTKU. JlaibHeli-
1ee pa3BUTHE BO3MOXHO TOJBKO TOCE MMILTAHTALMU
aM0OpuoHa. I TMarHOCTUKM T€HETUYECKUX IaTOJIOTHI
HeobOxoaumo uccinenoBanue JJHK smOpuoHa, KoTopyio
BBIICNISIOT U3 SIMHUIHBIX SMOPUOHATBHBIX KJIETOK, ITO-
JIYIEHHBIX C IMOMOIIBIO OMorcuu. buorcuio — u3bsaTue
OMHOM WM HECKOJbKMX KJIETOK 3MOpPHOHA — IPOBOIST
Ha ctaguu 6—8 61acToMepoB (Bce pexke) WIK, PEeaNOUTH-
TeJibHEe, Ha CTaAuU OJIaCTOLUCTBI, HA 5—6-€ CYyTKU KYJb-
TuBUpoBaHus. Ha cragum OGiaacTouucTbl 3MOpUOH Ha-
cuuThiBaeT nopsaka 200 kneTok U auddepeHuMpoBaH Ha
BHYTPUKJIETOUHYIO Maccy, Jalollyl0 HavajJlo CTPYKTypam
3apombIia, U TPOPIKTOAEpMY, 00pa3YIONIYI0 BHE3aPOIbI-
meBbie 0000ukK. OTaeneHue 3—4 KJIeToK TpodaKTomep-
MbI, HEOOXOAUMBIX IJIT MHMOOPMATUBHOTO M JOCTOBEP-
Horo aHanu3a JJHK, He HAaHOCUT CylIeCTBEHHOTO ypoHa
9MOPUOHY M TPAKTUIECKU HE BIUSIET Ha €ro CIIOCOOHOCTD
K umiutantauuu [19]. Tak kak aHanus JHK smopuoHoB
TpeOyeT BpeMeHHU, Jallle BCEro 9MOPUOHBI KPUOKOHCEP-
BUPYIOT Yepe3 HECKOJIBKO YacOB Mocje ouoncuu. B manb-
HeiteM aMOpuoHbl, aHanu3 JJHK d6uonTtara KoTopbix He
Mmokasaj HaJu4yus TaTOJIOTUM, TIEPEHOCIT Oyayleil Ma-
Tepu B OMHOM U3 ITOCJICAYIONINX MEHCTPYaIbHBIX IINKIOB
[2]. TTpu ucnonb3zoBanuu g aHanu3a JHK smOpuona
Ha HOCHUTEJIbCTBO MOHOTE€HHOIO 3a00JIeBaHUSI METOIO0M
MOJIMMEPa3HON 1IeTTHOM peaKkiiny JOCTOBEPHOCTD Pe3yJib-
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tara cocTaBisieT 93,7% [12]. Takum 00pa3oM, ¢ IOMOLILIO
npuMmeHeHus1 MetonoB BPT MoXHO MHUHUMHM3UPOBATH
pUCK poxaeHus pedbeHka, boibHOro MB, B ceMbe ¢ HOCHU-
TEJbCTBOM MYTAHTHOTO T€Ha.

BPT umeroT Oosblline MNEepCreKTUBBLI JJIST JIEUEHUS
Oecruioausl, COIPSIKEHHOIO C HOCHUTEILCTBOM MYTallUit
B reHe CFTR, a Takxke U1l IPEeIOTBPAILEHUST POXKICHUS
neteii, 6oabHbIx MB. TlpencraBisiercst ueecoodpa3Hoi
IMArHOCTHKA HOCUTEIbCcTBA MyTauuii B reHe CFTR B ciy-
yasx MYXCKOro Oecruiogusi — Kak COMPOBOXKIAIOLIErocs
MMOJTHOUM OOCTPYKIIMEH CEMSIBBIHOCSIINX TIPOTOKOB, TakK
W B IPYTUX CIy4dasX HapyImIeHWsI cliepMaToreHesa. Ilpu
MOATBEPXKIEHHOM HOocuTenbcTBe MB oboumu mapTHepa-
MU 1IeJiecoo0pa3Ho Mpuoderatb K IUIAaHUPOBaAHUIO Oepe-
meHHoctu B 1ukie DKO c [II'T-M. [Ipu nnanupoBaHuu
0epeMeHHOCTU MalueHTaM, cTpagaromum MB, pekomeH-
JIOBAaHO MEIUKO-T€HETUYECKOe KOHCYJBTUPOBAHUE C lie-
JIBIO OTIPEAe/IeHUS 11eJ1IeCO00Pa3HOCTU CAMOCTOSITEIbHOM
0epeMeHHOCTHU MU BO3MOXKXHOCTU npuMeHeHust BPT nmng
POXACHUS 310POBOTO peOeHKa.

Takum o0Opa3oMm, MpU MYXKCKOM M XKEHCKOM OecILIo-
MY HEM3BECTHOM 3THUOJIOTUM 1IeJIeCO00pa3HO MPUMEHSITh
JHK-ananu3 rena CFTR.

* %k %
Asmopul 3as6a510m 06 omcymcemeuu
KOHGhAUuKma unmepecoa.
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Cystic fibrosis is one of the most common monogenic diseases in the European
population. The paper considers the possibilities of current reproductive
technologies to prevent the inheritance of the cystic fibrosis gene in the children
of patients with different types of monogenic disease.
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