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COBPEMEHHBI! B3I'JIA/l HA PAHHIOIO IMATHOCTUKY

MYKOBUCLHU/03A B Y3BEKUCTAHE
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1.Pecny6inkaHckui CienMaJIu3MpoOBaHHbIM HAYYHO-NPAKTUYECKUUA MeJULUHCKUIA
LLeHTP 3/,0POBbsl MaTEPHU U peGeHKa.
2. TamukeHnTckui [leguaTpuyecKkud MeJULUHCKUIA UHCTUTYT
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AktyasnbHOCTh: MykoBucuuaos (MB, CF; OMIM:219700) - 4yactras HacJejCTBeHHas

[0JIMOpTraHHasg NaToJIoTUsA, O00yCJOBJIEeHHass MyTaluued B TIeHe TpaHCMeMOpPaHHOIO
peryasTopa npoBoguMmoctu CFTR, maHudecTupyolas, Kak NpaBUJI0, B paHHEM [EeTCKOM
Bo3pacte. YactoTa MykoBucuujo3a B EBpone u CeBepHoii AMepuke coctaBjseT 1 : 2000
poxzaenul, B Poccum - B 6 pa3 Hmxke ( 1: 12000 poxpenuit). Upsanguu yactorta
BO3HUKHOBeHUs1 MB coctaBsisieT 1: 1800 HOBOpoOXAeHHBIX, a B PunasaHauu - 1: 26000 (1,3).
B Hacrosuiee BpeMsa onucaHo okoJsio 2000 myTtanuid u 200 nonumopdusmoB B reHe CFTR,
MpUYEM HUX 4YaCTOTAa M CHEKTP LMUPOKO BaApPbUPYKT Yy pa3HbIX 3THUYECKUX Tpynn U
nonyasauui. OyveHb Ba)XXKHa paHHASA [JAUArHOCTUKA 3aboJsieBaHUs, TOJbKO B CJy4ae
CBOEBPEMEHHOI0 a/IeKBaTHOTO JIeYeHUS MOXKHO paCCYUTBIBAaTh HA Ka4yeCTBEHHYK M
IPOJO/DKUTEJIBHYIO XU3Hb JJAHHOTO KOHTUHTeHTa 00/bHBbIX. TakuM 00pa3oM, aKTHUBHBIU
IIOWCK TeHOB, OKa3blBAWIIUX BJMUSHHE HA KJIUMHUYECKUE NPOSABJIEHMS, pelleHHue BOIPOCOB
CBSI3aHHBIX C PACIPOCTPAHEHHOCTbIO W  BbIsIBJIE€HHE IeHO-QEeHOTUNNYEeCKUX KOppeasalui,
pa3paboTka  ONTHUMaJbHBIM  AJCOPUTM  MOJIEKYJSIPHOM  JUArHOCTUKH,  BKJIIOYas
NpeHaTaJbHyl0 (JOpPOJOBYI) JAUArHOCTUKY Ha OCHOBE MOJIEKYJISIPHO-TeHEeTU4YeCKOU
AuarHoctuky MB npejcraBiisieTcss akTyaJlbHBIM.

Ilesib MCC/IeAOBaHMA: NPOAHAJM3UPOBATh JIUTEpPATypHble CBeJEeHUA O COBPEMEHHBIX
B3IJIS1JaX paHHEeH IMarHOCTUKK MyKOBUCLU/03a Y JleTEH.

HaGstogaeMblil B mocjieiHUE T'OJlbl MHTEHCUBHBIM POCT 3a60JIeBaeMOCTU CpeJUu JeTed U
B3POCJIbIX, @ TaKXKe CHM)KEHHEe KayeCTBa >XKU3HU OOJIbHbIX NPUAAET 3TOMY 3ab0JieBaHUIO
onpeJieJiIeHHOe COLMaJibHOEe 3HauyeHWe. B mociepgHue roapl B 3apyOeXHOU JMTepaType
NOSIBUJIMCb COOOLIeHUs] O BHEAPEHUM B MPAKTUKy  IpeHaTaJbHOM  JAUarHOCTHUKHU
MYKOBUCL /033, KOTOPbIA B OCHOBHOM HPOBOJWUTCS B KPYNHbIX MeJHUKO-T€HeTU4YeCKUX
LleHTpax yallle B pa3BUTbIX cTpaHax (4,6). [IpeHaTa/bHas JUAarHOCTUKA SIBJSETCS MO CYTH U
npodUJIaKTUKON 3TOro 3abosieBaHUs. B nmocnegHue rojibl B pa3BUTBIX CTPaHax JOCTUTHYT
CYLleCTBEHHbIA MNpOrpecc B JAUArHOCTUKe W  Tepanuu 00JibHbIX MB, 4TO mnosBoJsunjIo
nepeBecTU 3TO 3aboJieBaHUMe U3 abGCOJIIOTHO JeTaJbHOW MaTOJIOTMU JAETCKOro BO3pacTa B
pas3psj, XpoHUYeCcKuX 6oJie3Hel B3pociblX. [lpu 3ToM, Jlaxke HECMOTPS Ha CBOEBPEMEHHYIO
JIMaTHOCTUKY U pPaHO HayaToe JiedyeHHe y OOJIbIIMHCTBA NalueHToB ¢ MB 60/1e3Hb GbICTPO
IporpeccupyeT, NPpUBO/S K TSXKEJI0MY MOPAKEHUIO MOKeNyJ0YHOM KeJle3bl, AblXaTeJbHOU
U TrenaToOW/IMAapHOM CUCTEM, Pa3BUTHI0 NOPTAJbHON THUNEPTEH3UM U 3HAUYUTEJbHBIM
OTKJIOHEHUSIM B pU3UYECKOM M IOJIOBOM PAa3BUTHUM, UTO TpebyeT pa3paboTku 3PpPeKTUBHBIX
Mep NpoPUIAKTHKU U BHEJIpEHUE NIpeHaTaJIbHOM AMarHOCTUKU 3abosieBaHus (5). [IpoTokon
CKpMHHMHIa Ha MYKOBHMCLM/JO03 BKJOYaeT 4YeThblpe 3Tamna, NpU 4éM TOJIBKO IepBble TpHU
SIBJISIIOTCSI 00513aTe/IbHBIMU:

— MepBoe oMpeJieieHre KOHIIeHTPAaLlud HMMYHOPEaKTUBHOI'O TPUIICHUHA;
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— MOBTOPHOE ONpeie/ieHUe KOHLEHTPAalJMUM UMMYHOPEaKTUBHOTO TPUIICUHA;

— NpoBeJleH’e IOTOBOI0 TeCTa;

— JHK-guarnoctuka (2,4). Ha cerogHsiliHUM AeHb B Y36eKHUcTaHe 6Jiarofaps yJay4ylleHUIo
Hay4yHO- TeXHUWYeCKOM 00ecrnedyeHHOCTH U CO3JaHUI0 OJIaTONPUATHBIX YCJIOBHUM JJI
NpPOBEIEHUS] UCCAEI0BATENbCKON JeITeIbHOCTH, AOCTUTHYTbl 3HAUYUTEJIbHbIE YCIIEXU B
pellleHUH aKTyaJIbHbIX HAay4YHO-NPAaKTHYeCKUX MPOoOJIeM BPOXKJEHHBIX U Hac/aeCTBEHHbIX
3a60J1eBaHHUM. B pamkax rocygapcrBeHHol nporpammbl [II1- 3440 ot 25 pekabps 2017
rojja « PaHHero BbIfIBJIEHUs] BPOXK/J€HHbIX W HacJe[CTBEHHbIX 3a00/IeBaHUN Y AeTel Ha
nepuos, 2018-2022 roapl» NpeaycCMOTPEHO COBEpPLIEHCTBOBAaHWE  MEPONPUSITUH IO
npopuUIaKTHKE U paHHEW AMArHOCTHUKE BPOXJEHHbIX U HAC/IeACTBEHHbIX 3a60/ieBaHUUN Y
wioJla TMyTeM MpPOBeJEeHHUs MacCOBOrO  JOPOJOBOTO YJbTPAa3ByKOBOTO 006C/IeJ0BaHUA
)KEHILUH U MO03TAlHOE BHeJpeHHe OUOXUMUYECKOro 00C/eJ0BaHUSI GepeMEeHHbIX Ha
reHeTUYEeCKHe CUHJIPOMbI Ha PAaHHUX 3Tanax 6OepeMeHHOCTHU. B Y3b6ekucTaHe cesleKTHBHOE
o6ciejoBaHUEe HOBOPOXAeHHbIX Ha MB npoBoauTcs ¢ 2007 roga. Haubosiee onTHMalbHbIM
NpU3HaH NPOTOKOJ CKPUHUHIAa UMMYHOpP€EaKTUBHBIN TPUIICHH, peTecTupoBaHue (UPT/UPT),
NoTOBbIM TecT. OHaKO, NPUYMHOM NoBbiLIeHUS YpoBHA UPT B KpOBU-HOBOpPOX/EHHBIX,
noMuMo MB, MOXeT ObIThb psij BPOX/JEHHbIX W HACJeJCTBEHHbIX MATOJIOTMH, TAaKUX KakK:
BHYTPUYTPOOHAsA TMIOKCHUS MJIOJA, BHYTPUYTPOOHble MHOEKIUH, TEPUHATAIbHBIN CTPeECC,
He3peJIOCTb  IJIOJIa, KOHBIOTAIMOHHAs  JKeJTyXa HOBOPOXJEHHbIX, XPOMOCOMHbIE
MepecTPOMKHU U Jp. a TaKKe TreTepo3UroTHOe HOCUTeJbCTBO MyTauuu B reHe CFTR, kak
ciecTBrUe QYHKIMOHAJbHOW1 HEA0CTAaTOYHOCTU MOJKeNyA0YHOHU' xese3bl (4,5). B
Hallel cTpaHe MpPU NPOBEJIEHUN F'eHeTUYEeCKOro aHaM3ay 53 getel 60JbHbIX MB n3ydeHa
yacTtoTa 8 HauboJsiee yacTbix MyTauui reia CFTR , accouuupoBaHHbix MB . CFTR_ F508del;
CFTR _G542X; CFTR N _1303K; CFTR W1282X, CFTR_2143 del T; CFTR_ 2184 ins A; CFTR _
3849 +10 kb C > T; CFTR _dele 2,3( 21kb), u3 koTOpbIX O6bLJIO BbISIBJIEHO TOJbKO ABa CFTR_
F508del u CFTR N _1303K; rena MB B y306ekckol nonyJiiiii rOMO3UTOTHOM IOJIOKEHUU
(4,5). B nocnesHue rofpl B 3apy06eXHOU JiMTepaType MOSIBUJIUCH COOOLIEHUS O
BHEJPDEHWU B NpPAKTUKy [peHaTaJbHOW [JUAarHOCTUKHA MYKOBHUCIM/033a, KOTOPBIA B
OCHOBHOM TMPOBOAUTCS B KPYIMHBIX MeJUKO-TeHETUYECKHUX LIEHTpaxX yalle B Pa3BUThIX
ctpanax (5,6). B ocHOBHOM 3TO moJiydeHHe IJIOJHOrO MaTepuasa. HUcnosb3ywT Tpu
OCHOBHBIX MeTOJa: TpaHCcabJOMHUHa/IbHAsA acnupanys BOPCUH XOpPUOHA/MJAlEeHThI,
aMHUOLIEHTEe3 WJIM KOopAoLeHTe3. B Hacrosdllee BpeMa B CBA3U C BO3MOxHocThio /JIHK-
JIUaTHOCTUKH Y KaXJ0ro KOHKPETHOro OOJIbHOTO MYKOBUCLHJO030M U €ro poJuTesier
peasibHa A0pPOJi0OBasi JAWArHOCTHKAa 3TOro 3aboJieBaHUs Y IJOJAA. [IpeHaTa/bHasA
JIMaTHOCTUKA SIBJISIeTCS MO CyTH W MNpoPUIAKTUKOM 3Toro 3abosieBaHus. Meauko
reHeTU4Yeckoe o00cJefjoBaHMe BKJIIOYaeT KapUOTUIIMPOBAaHHWE CYINpPYroB: oOINpeJesaeHne
MyTanui MykoBucuuo3sa (1,2). Takxke cyuiecTByeT npeHaTa/bHas MaXKopHasi JJUarHOCTUKa
C MOMOUIbI0 MCCJIe[JOBaHUS 00paslia BOPCUH XOpPUMOHA B Cpok 11 Hej recranuu, ecau obe
MyTallU¥d U3BeCTHbL. EC/IM M3BecTHAa oJjHAa MyTallUs WM HEU3BECTHO HU OJHOM, JMArHo3
MYKOBUCIH/I03a HAJl€KHbIM U OTLOBCTBO YCTAHOBJIEHO, MOXXHO NMPE/JIOKUTh aHaIU3 TPyl
CUelJIeHUsl, 4YTOObl BBIABUTb He WAEHTUPULUPOBAHHBIA asjiejb (M) U OCYLEeCTBUTb
peHaTaJbHYI0 JUAarHOCTUKY. Bo MHOTMX LieHTPaX BbIMOJHSIOT FreHETUYECKYI0 TUAarHOCTUKY
Jl0 UMIIJIaHTalUUX Ha roMo3uroTsel o AF508. Ero npuMeHs0T y Mafux cubcoB pebeHKa C
HeJJaBHO [JWArHOCTHPOBAHHBIM MYKOBHCLM/I030M, MNpPUHUMAas BO BHUMaHUe 3P eKThI
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NpoPHUIAKTUYECKOTO JIeYeHHUs] aHTUOHUOTHUKAMM, pepMeHTaMU MOJKeJNyJ0YHOU KeJsie3bl U
BUTAMUHHBIMU J06aBkaMu. Eciu y HUHAMBUAYyMa JUAarHOCTUPYIOT MYKOBHCLHJ03 H
BBINIOJIHAIOT aHa/M3 MyTalWi, 00lleNpUHATA NpaKTUKa — MpejJaraTb HUCCIeJOBaHUe Ha
HOCUTEJILCTBO 000MM pOAUTEJSIM. 3aTeM MpeJJaraloT CKPUHUHT paclIUpPeHHOW CeMbH Ha
MyTalluy, UJAeHTUPULHUPOBaHHble Y POACTBEHHUKOB. EcauM WHAMBHAyyMa CUUTAIOT
HOCUTEJIeM MYKOBUCIH/03a, NapTHEPY MpeAsaraloT NONyAsLiMOHHbIA CKPUHUHTOBBINA TECT,
YTOOBI ONpeAEeJUTh PUCK ¥ UX IOTOMCTBA. Y AeTel hccjie0BaHHe Ha HOCUTEJIbCTBO OObIYHO
OTKJIaAbIBAOT A0 16-jeTHero BO3pacTa, KOrja OHM CMOTYT y4aCTBOBAaTb B NPUHATHU
pelleHUMsT W TMOHATbH 3HayeHWe pe3yabrata (3,6,7). HeuHBasuBHasE  MNpeHaTasbHas
JuarHoctuka MB ¢ nmomouibto 6ecknetoyHoit ¢etanbHout [JHK (cff -DNA) B MaTepuHckoi
IJla3Me O4YeHb MepCleKTUBHble [JIsi paHHeH JUarHoCTUKHU MB. B mnocnenHue rojbl
6sarozaps yCneuHoOMy Pa3BUTHUIO LIUTOTE€HETHUKH, OMOXMMHUH U MOJIEKYJISIPHOU OHOJIOTHH,
0Ka3aJIoCb BO3MOXKHbIM BbISIBJIATb XPOMOCOMHbBIE U T€HHblEe MyTallMH Yy YeJIOBEKA He TOJIbKO
B IIOCTHATaJbHOM IepHoJie, HO M Ha pa3HbIX CpPOKax MpeHaTaJbHOr0 pPa3BUTHSA, T.e.
Jl0poJi0Basl AMarHOCTUKA HacJeJCTBEHHOW MAaTOJIOTUM CTajla PeaJbHOCTbIO. 3HAaUUTEJIbHOE
passinuue crnekTpoB CFTR MyTanydii M 4YacTOThl 3a60JieBaHHUS BHOCUT OGBEKTHUBHBIE
CJI0KHOCTH B pa3paboTKy npoTokosioB npoBeaenus /[HK-auarHoctuku MB u npoBeneHus
reHeTU4eCKOro KOHCYJIbTUPOBAaHUA Cpe/iy HaceJleHUsl.
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