YK 616.37-008.6-082-052
MYKOBUCHHN/IO3 (onucanue KIMHUYECKOTO CJIy4asi).

Kadenpa rocmuranpnoit mnemmatpuu. [BOY BIIO «CraBpomonbckuil TOCYIapCTBEHHBIN

MeIUIMHCKUI yHUBepcuteT» Mun3znpasa Poccuiickoit @enepaunn, 'bBY3 «/IKKBb»
Poccus, r.CraBporiob.
Astopsl: [lonomapesa T.A., KonapateeBa E. 1., BogoBosora 3.B., Jlenenera JI.H.,

ITmannua O. JL

K macrosmemy BpeMeHH oOHapyxeHbI okojio 1500 wmyramuii B rene CFTR,
MPUBOJALIMX K DPa3BUTHIO 3a00JjieBaHUS MYKOBUCIUAO3.. [lo manHbIM MexyHapoIHOTO
KoHcoprmyma, MeHee 10 myranuii B reHe CFTR MOXXHO cUHMTaTh 9acTO BCTPEUAIOIIMMUCS B
mupe [10]. OTHOCHTENbHBIE YaCTOThI 3TUX MYTAllMU B 00beAMHEHHOW BbIOOpKe MB reHos
JOCTHUTAIOT cienyromux 3HaueHnii: AF508 — 66%, G542X — 2,2%, G551D — 1,6%, N1303K —
1,3%, W1282X — 1,2%, R553X — 0,7%, 621 + 1G-T — 0,7%, 1717-1G-A — 0,6%.OcTtanbHbie
SIBJISIFOTCS PaclpOCTPAHEHHBIMH JIMIIb B HEKOTOPBIX MOMYJISLUIX, 8 MHOTUE YHUKAJIbHBI, T.€.

BCTPEYAIOTCS TOJBKO B 0j1HOM cembe. [1.2,3,4,5].

Heas padoThbl: omucaTh KIMHUKY M JUArHOCTUKY MYKOBHUCIIHMI03a Y OOJBHOW € peIKoin
(hopMoOii reHHO# MyTalluH.
bonbnas b.,1995 roma poxnaeHus HaOmompaeTcsaB  otaeneHun mnynbMoHosioruu JIKKB r.
CtaBpor1oJIsi C poKICHHS.
Kanobamu Ha: MOCTOSHHYIO TOIIHOTY, M3peAKa PBOTY, PELUIUBUPYIOLIUE OOIU B >KHUBOTE,

CKIIOHHOCTbD K 3ariopam, nepuoandcCKu BO3HUKAaIOIUH Kaliejib, MIPUCTYIIbI OJABbIIIKH.

AHamHe3 3a0osieBaHusi: 0oJieeT ¢ pOXJAEHUs, OTMeyajiach IUIoXas NpubaBKa Macchl Tena,
«okupHbIi ctym». B 5 mecaueB B JIKKD r. auarHocTMpoBaH MyKOBHMCIMA03, IPEUMYIIECTBEHHO
kumeyHass (opma. B 1998r. B r. CraBponosne koHcyiabTHpoBaHa mnpod. H.M. Kampanosbim,
JIMarHo3. MYKOBHUCIIMJI03 cMellaHHas (opMma cpennel creneHu Tspkectd. B 2006r. mpoBeneHo
reHeTu4eckoe oO0ciieloBaHUe B J1aOOpAaTOpPUM NPEHATANbHOM JMAarHOCTHKH HAaceICTBEHHBIX
Oone3Hel mHCcTUTyTa akymepcrBa U ruHekojornu PAMH r. Canxr —IlerepOypra, pe3yinbrar
otpuuarenbHblid. Exxerogno rocnutanusupyercs B JIKKbB, HaxoauTcs Ha mocTostHHOM 0a3ucHOM
Tepanuu (KpeoH, MmyiabMo3uM ypcocad, ALILl), antuGakrepuanbHOi Tepanuu . llocnenHss

rocnutanuzanus B JIKKb B 2012r.



AHaMHe3 KM3HM: JIeBOYKa OT 1 OepeMeHHOCTH, mpoTeKaBIiIell 6e3 0coOeHHOCTEH, | CPOUYHBIX
POJIOB, B pojiax — CIabOCTh POJIOBBIX cuil. Macca nipu poxaeaun 2850, amuHa 48cMm..
OO0bekTHBHbIE [aHHbIE: COCTOSIHHE TSDKEIOE, OOYCIOBIIEHHOE, TPOSIBICHUSIMUA OCHOBHOTO
3aboneBanus. Co3Hanue sicHoe. [IpaBHIBHOTO ~ TENOCHOKEHUSA. YMEPEHHOTO IHUTAHHUA.
[Tonk0XKHO - KMPOBOM CIIOM Pa3BUT YMEPEHHO, paclpeaeiieH paBHOMEpHO.KOKHbIE MOKPOBBI:
Onenuble, cyxue, yucTble. KocTHO-MbIeuHast cuctema 0e3 ocobennocre. Ilepudepuyeckue
TUM(GOY3IIbI:  HE YBEIIMYCHBI.

HocoBoe npixanme cBoGomnoe. ['pynnas kietka ©OoukooOpasHoit dopmbl.  YJJ 20 B
MUHYTYy. llepkyTopHO Haj JEerkuMu: KOpOOOUHBIM 3BYK. AYCKYJbTaTUBHO HAaJ JIETKUMU
JIXaHUE IKECTKOE, MEPUOJAMYECKH  BBICIYLIMBAIOTCS pPa3HOKAJINOEpHbIE BIIAXKHBIE XPHIIbI
MIPEUMYILECTBEHHO B YTPEHHME Yachl B HIJKHUX OT/Eax Jerkux. BuzyanbHo obmacTh cepala He
U3MeHeHa. BepxylieyHblii TOMYOK JIOKAJM30BaHHBIM B 5 Mexpedeppe MO CPEIUHHO —
KJIIFOYMYHOM JIMHUM CpeHEW CUJIbl. [ paHMIlbl OTHOCUTEIBRHOM CEPACYHON TYNMOCTH B Mpeaesax
BO3pacTHOM HOpMBL. TOHBI cepAlla PUTMHUYHBIE, CHCTOJMYECKHN IIYyM II0 JIEBOMY Kparo
IPYAVHBI, HA BEPXYIIKE, 5 TOUKE, HE MPOBOAUTCS 3KCcTpakapauaibHo. HCC — 75 B1 MuH.

3eB cnokoeH. Cnu3ucras TOJOCTH pTa 4YKUCTasg, po3oBas. KUBOT MSITKUM, AOCTYyNEH
najnblaluy BO Bcex oTaenax. [leueHb u cene3eHka He BBICTYIMAIOT U3-TI0J Kpasi peOepHOM AyTH.
Cryn perynspHo,l pa3 B cyTku, opopmieH, 6e3 maToJIOrHIecKuX npuMeceil. Mouencmyckanue
cBoOOIHOE, Oe300JIe3HEHHOE. MEHUHTeaJIbHbIX 3HAKOB HET.

JonoaHuTeIbHOE 00C/1€eI0BaHUE: TPOBOJIUIOCH CTAHIAPTHOE PYTUHHOE 00CIEe0BaHUE IPU
KQKJIOM TOCIUTAIN3ALINH.

B 2013 romy pebenky B IlenTpe MykoBucmmmo3a T. MoCKBa MpOBEACHA IOBTOPHAS

FE€HEeTUYeCKasl JUarHOCTHKa, B MPOLIECCE KOTOPOM BBISBIEHBI 2 OJHOHYKJICOTHAHBIE 3aMEHBI B

KOMIayHTHOM T€T€PO3UTOTHOM COCTOSTHUH B OJTHOM M3 B3STHIX 00pa31oB ( Nel31) — Tabnuna 1

Taobmuua 1
Myranus T'enoTun ID SnpEff Hanexsocts
Koopaunara OTIpEJICIICHUS] MYTalluu
Chr7:117267582 T>C I'ereposu- | C.3475T>C,S | Cpennuit B 06oux o6pa3zuax (131
1159P u 132)
rora

Myrauus S 1159 P 6buta obHapyxeHa y Oenmoro rpaxinanuHa CIIA. AHanu3 ¢ HOMOIIBIO
aJieNh — cenu(UIecKuX OJTMIOHYKICOTHIOB MOKa3all, 4To JJaHHAs MyTallisl He BCTpevagach HU
Ha oaHOM u3 171 uccrenoBaHHON XPOMOCOMBI OeNbIX JoAeH, He OOJIbHBIX MYKOBHCIIHJIO30M.

DTa MHCCEHC — MyTallusi HaXoJWwiach B codeTanuu ¢ Mmyrarnuen delta F 508. IManuentom




SABISIACh 44 — NeTHsS KCHIIWHA, UAarHO3 KOTOPO# ObUT mocTaBjeH B Bo3pacte 35 — met. OHa
CTpajiaia HEeJIOCTaTOYHOCTHIO MOJDKETYIOYHOM KeNe3bl ¢ YMEPEHHBIM MOPaKEHHEM JIETKUX U
KOHIICHTpAIMEH XJIOPUIOB B MOTOBOM 1pobe 104 mmonw/i. Jlanubie omyOimkoBanbl Ha Cystic

Fibrosis Genetic Analysis Consortium newstetters, NEWSLETTER # 55, June 5, 1993

B cnepyromem nabopatopuom oOpasie ( Nel32), B3stom Ha wuccinenoBaHue y pedenka b.

BBISABJIECHO — Tabmuua 2

Tabnuna 2
Myranus I'enoTun ID SnpEff HanexHnocts
Koopaunara OIpeeeHUs MyTalluu
Chr7:117230432 T>C I'erepo3u- | C.1705T>C, | Cpennuit Hanexno (Myrauus
Y569H TOJIbKO B 00pasiie 131)
rorta

DTa MUCCEHC — MyTarus Obuta 0OHApY)KEeHA ¢ TIOMOIIBIO JIEHATYPUPYEIIEro TPaJIMEHTHOTO Telb
— anekTpodopesa U MoCIeayIero ananusa nociaenoparenbHoctd JJHK. Ota 3amena npuBoaut
K IOSBJIEHUIO THCTHAVMHA B IIO3UIHUU 569 aMHHOKHCIIOTHOM IIOCJIENOBATEILHOCTH Oeiika. JTta
MyTaIus Obls1a 0OHApy)KEeHa Yy MOJIOJION marueHTKH 13 GpaHIuy ¢ TaruioTUom A.

Myrtamus Y569H Obina taxke oOHapykeHa y 13 — JeTHero Majiburka, JUario3 KOTOpoMy ObLT
mocTaBjieH B 2 roja. Jlpyras ajiens 3Toro namnueHTa Heciaa myranuto delta F 508. ®enotum: Pl
C YMEpPEHHbIM TMOBPEKICHUEM JIETKUX M MOJOXKHUTEIbHON MOTOBOM mpoboi. JlanHbIe
omybnukoBansl Ha Cystic Fibrosis Genetic An Dta mucceHc — Myraius Obliia oOHapy)KeHa C
MOMOIIBIO0 IEHATYPUPYEIIEro IPaJIMeHTHOrO refib — 3JeKTpodope3a U MOCIeIyIOIIero aHaanu3a
nocnenoBarenbHocTd  JIHK. DTta 3ameHa nmpuBOIUT K MOSBICHUIO TUCTUJIMHA B MO3UIMU 569
aMUHOKHCIIOTHOM TOCJIEeI0BAaTENbHOCTH Oenka. JTa MyTranus Obula OOHapyXeHa Yy MOJOIO0M
nanueHTKy u3 OpaHiuy C TaluioTUIIOM A.

Myranus Y569H Obuta Takxke oOHapyxeHa y 13 — neTHero MajabuMka, JUarHo3 KOTOpoMy
Ob1 moOCcTaBieH B 2 roja. Jlpyras auienb 3TOro mnamuenta Hecia myramnuio delta F 508.
@®enotumn: Pl ¢ ymepeHHBIM MOBpEXACHUEM JETKUX M TMOJOXKHUTEIbHON MOTOBOW MPOOOH.
Jlaunbie omyonukoBanbl Ha Cystic Fibrosis Genetic Analysis Consortium newstetters,
NEWSLETTER # 52, January 18, 1993alysis Consortium newstetters, NEWSLETTER # 52,
January 18, 1993.

JlaHHBI choy4ail HarisggHO TMPOKOMMEHTHPOBAI MHOTOOOpa3ne TEeHETUYECKUX MYyTalluii,
JMArHOCTHKA KOTOPBIX IMMO3BOJSET BBHICTABUTH MPABUIIBHBIA JHArHO3 M HA3HAUUTH a/IeKBaTHOE

JICYCHHUC.
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