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FEHO- U PEHOTUNMUYECKUE OCOBEHHOCTHU
AOETEW C MYKOBMCLUMNOO30M U3 PECNYBITMKA
UHIYLWLETUA

CumoHoB M.B., Nyuwkor A.A., CumoHoBa O.U.,
CaBocTtbsaHoB K.B.

HaunoHanbHbIN MEAULIMHCKUIA NCCRefoBaTENbCKUN LEHTP
3nopoBbsa getert Munsgpasa Poccun, Mockea, Poccust

Knroveenle cnoea: mykosucuyudos; demu; eeH CFTR;
CesepHblili Kaskas, Pecriybnuka WHeywemus,; peHomun

Axkmyansnocms. IeHO- 1 HEHOTUTNYECKHE OCOOSHHOCTH MY-
koBuciuao3a (MB) y nereit u3 PeciyOnukn Wurymerus He ObI-
71 onucanbl paHee. OTMEUEHO, YTO Y STUX OONBHBIX 3a00JI€BaHUE
IIPOTEKAET C OCOOEHHOCTSIMHU U UMEET IJI0X0l nmporHos. Ifens:
OIIPENIETUTh MOJIEKYISIPHO-T€HETHUECKHE U KIMHUYECKUE 0CO-
6enHoctu nereii ¢ MB u3 Pecniyonuku UHrymerus.

Mamepuanst u memoodst. Mb1 HaOnronamu 9 6oabHBEIX MB
u3 Pecniyonuku Unrymerus. [IpoBenéH KITMHUYSCKUI 1 MOJIEKY-
JSIpHO-TeHeTHUeCKUi aHanu3. IToucK HyKIeOTHIHBIX BAPUAHTOB
OCYILECTBIISUIA METOJIOM BBICOKOIIPOU3BOJUTENBHOIO CEKBEHU-
POBaHMS C UCIIOJIb30BAHUEM TMOPU/IN3AIIMOHHON TapreTHOH Ia-
HEJITH, BKITIOYAIOMIeH B ceOst BCIO MOCIIEI0BATEIbHOCTh HYKIIEOTH-
noB rena Cystic Fibrosis Transmembrane conductance Regulator
(CFTR), B TOM 4HuCIIe HEKOAUPYIOIINE 00IaCTH.

Pezynomamut. Y Bcex 00nbHbIX MB BBISIBIICH NTATOTE€HHBIH
BapHaHT p.Y515* B TOMO3UTOTHOM COCTOSIHUM, OTHOCSIIIUICS K
I xnaccy. Bonee yacTblii natoreHHsiil Bapuanrt p.F508del He ObLn
OOHapyXeH HH y OJHOTO M3 yYKa3aHHbBIX 0OJbHBIX. [10 maHHBIM
KIIMHUYECKON KapTuHbl MB y GONBHBIX OBUIH BBISBICHBI MEKO-
HUanbHBIN nieyc — y 3 (33,3%); cunnpom nceBno-baprrepa —
y 4 (44,4%); 6ponxo3kTazel — y 4 (44,4%); uuppo3 nedenu F4
o mwkae METAVIR —y 1 (11,1%); xpoHuueckas naHkpearuye-
CKasl HEJOCTaTOYHOCTh TSDKEIOM CTENEHH — Y BCEX IAIlUEHTOB. Y
6 (66,6%) 6onpHBIX MB 13 Pecniyonuku Murymerus 1e6iot 3a00-
JieBaHMs OBLT OTMEUEH B IIEPHOIE HOBOPOXKIEHHOCTH C MPOSIBIIE-
HHUEM KUIIeqHo! cummnToMatuku. Y 7 (77,7%) nauueHToB ObLIO
Tsokénoe Teuenne MB. Onun (11,1%) cinyuaii 6611 ¢ JeTalIbHBIM
UCXOOM (TalUEHT 4 JIeT, AbIXaTeIbHasi HeIOCTaTOYHOCTh 3 CTe-
TI€HH, C TSKEJIO MPOTEKAIOIIMM XPOHUYECKHM OOCTPYKTHBHBIM
OpOHXHTOM, IBYCTOPOHHUMH LIJIUHIPHICCKIMH OPOHXOIKTa-
3amn). TapreTHas Tepanus 60ibHBIX MB /17151 MaTOreHHBIX Bapu-
aHTOB M3 | KJ1acca B HacTosIIee BpeMs He paspadorana. [Tostomy
HaLMEeHTaM 3TOH IPYIIbI OHA HE [I0KA3aHa.

3axniouenue. bonpusie MB n3 Pecriy6nuku MHrymerus, He-
CMOTpS Ha COBPEMEHHbBIE METO/Ibl TUATHOCTUKHU U JICUEHHUS, SBIIS-
IOTCS CJIOKHOM Kareropueid manueHToB. {1 HUX XapakTepHO Ha-
nr4re OuaIeNbHOTO BapuanTa p. Y515 *, uTo BeposTHO, 00yCIIoB-
JICHO MOHOATHHYECKOH OpavyHOl accOpTaTUBHOCTHIO. JlaHHBIM
HalMeHTaM He T0Ka3aHa TapreTHas MaToreHeTHYecKas Tepamusl.
3abosieBaHue y HUX IPOTEKAET TSDKEIIO, IPOSABILIETCS C PAHHETO
Bo3pacta. [ToaToMy cBOeBpeMeHHasi AMarHOCTHKA U Ha3HAYECHUE
paHHEeH CHMIITOMATHYECKOW TEPAITiH SBIISETCS TS 9TUX OONBHBIX
(hakTOpOM, HAMIPSIMYIO OTPEICIISIOLIMM MPOTHO3 3a00ICBaHMS.
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