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Pe3rome. MykoBuCLIHI03 — 3TO HAacleACTBEHHOE 3a00JieBaHUE, IMpPU KOTOPOM HapyllaeTcs
cekpeTopHas PYHKIIHS SK30KPHUHHBIX KeJIe3 ¢ TOpaXEHNEM )KH3HEHHO BaXKHBIX OPraHoB. B maHHOM cTaThe
OTpakeH aHajdu3 Haubojiee YacTO BCTPEYaeMbIX MYTalMil, KIMHHUYECKUX MPOSBIECHUN, BO3pacT
MMOCTAHOBKH JIMarHO3a MYKOBHUCIIH/I03a Y MAIIMEHTOB [ 'oMeIbCcKOM 00IacTH.

KuroueBrble ci1oBa: MyKOBUCIHI03, IETH, MYTallUH, IOTOBAs Ip00a, ayTOCOMHO-PEIIECCUBHBIN TUIT
HacJICJOBaHUA.

Resume. Cystic fibrosis is a genetic disease when the secretory function of the exocrine glands is
disrupted with damage to vital organs. This article reflects the analysis of the most common mutations,
clinical manifestations, age of diagnoses of patients with mucoviscidosis in Gomel region.

Keywords: cystic fibrosis, children, mutations, sweat test, autosomal recessive inheritance.

AKTyaabHOCTh. MykoBuciuao3 (MB) — HaciencTBeHHOE MOJUCHUCTEMHOE
3a00yieBaHUE, B OCHOBE KOTOPOTO JICKHUT MyTallUsi T€éHa TPaHCMEMOPaHHOTO PEeryisiTopa
mykoBucuao3a (CFTR), xapakrepusyrormieecs HapymeHHeM (YHKIIMH 3K30KPHUHHBIX
Kese3 U KIMHUYECKUM MOTUMOp(HU3MOM, MPUBOASINEE, B MEPBYIO OUEPE/b, K THKEIbIM
MOPaXEHUSIM OPraHOB PECIUPATOPHON U MUIIEBApUTEILHONU cucteM [1]. MyKoBUCIINI03
OTHOCHUTCS K TSDKENBIM (popMaM MaTolOTUu JIETCKOTO BO3pacTa ¢ paHHel MaHUdecTaruen
KIIMHUYECKON KapTHUHBI IOJHMOPTraHHOTO TopakeHus. Hawmbosiee TsDKeNno mpu  ATOM
MaTOJIOTUU CTPAIAOT OPraHbl JbIXaHUS U MUILEBAPEHUS, CTEIIEHb MOBPEXKICHUS KOTOPBIX
OIIpeIeIIsieT MPOTHO3 Ooe3Hu [2].

B nmmarnoctuueckmx KpuTepusx 3a00J€BaHUS TEHETUYECKOW JIUAarHOCTUKE
OTBOJMTCS Ba)kHas poJib. J{1s MOATBEpKIECHHUS AHArHO3a KCHOJB3YIOTCA CIEAYIOLINE
METO/bl TUATHOCTUKHU:

1. HeonartanbHasi THIEPTPUIICHHOT €HEMUSL.

2. ITonoxxuTenpHas MOTOBas Mpooda.

3. IHK uccnenoBanue.

PexomMeH1I0BaHO TIOC/IE HEOHATAaJbHOI'O CKPUHUHIA JAETEH C MOJO0XKUTEIbHBIM
MMMYHOPEAKTHUBHBIM TPUTICHHOTCHOM 0€3 KIWHUYECKUX TPOSBICHUN 3a00JIeBaHUS
pa3neniaTh Ha JABE TPYIIIIbL:

A — uMeronie HopMaibHble XJIOpHUabl oTa (<30 MMOJIB/T) U ABE MyTallUd B T€HE
CFTR, u3 KOTOpBIX, IO KpallHEHW Mepe OJHAa HMEET «HEICHbIe» DEHOTUIIHMYECKUE
MOCJIEICTBUSL;

B — umeromue norpaHuyHble 3HAYEHUS XJIOPUJOB MOTAa M OJHY WA HU OJHOU
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myTtanuu B rene CFTR.

HaGntonenne 3a neTbMHM C  JIaHHBIM JUArHO30M OCYIIECTBISIETCS B IEHTpax
MYKOBHCIIM03a.. B Bo3pacTe 2 neT UM peKOMEHI0BaHO MPOBEACHUE MOTOBOU MPOOKI, Tak
Kak y OOJIBIIMHCTBA U3 HUX K 3 rojiaM MOTYT TOSIBUTHCSI KIIMHUYECKHUE CUMOTOMBI MB.

Bonbioe 3Hauenue i TMAarHOCTUKU UMEIOT MTOSIBUBIINECS C POXKIACHUS WU MO3XKE
XapaKTepHbIE KIMHUYECKUE MPU3HAKK, BKJIOYas (HO HE OrpaHMYMUBASICh UMH) TaKHUe, KaK
muddy3Hble OpOHXO’KTa3bl, BBICEB M3 MOKPOTHI 3Hauumoil 11 MB mnarorenHoi
MUKpOQIOpEl  (0OCOOEHHO CHHETHOWHOW TAJOYKH), SK30KpUHHAs TMaHKpeaThudecKas
HEJIOCTATOYHOCTh, CHHJIPOM MOTEPH COJIeH, OOCTPYKTHUBHASI a30TOCTIEPMUS (MYKUUHBI).

[lon CFTR-cBs3aunbiMu Hapymenusimu (CFTR-related disorders) mnpunsto
MOHUMATh KIIMHUYECKUE COCTOSHUSA, aCCOIMUPOBAHHBIC C HapylleHHeM (QYHKIMH TeHa
CFTR, HO nipy 5TOM HE COOTBETCTBYIOIIUE MOJHOCTHIO JUATHOCTUYECKUM KpuTepusim MB.
K TakuM COCTOSTHUSAM OTHOCSITCS IBYCTOPOHHEE BPOXKJICHHOE OTCYTCTBUE CEMSIBEIHOCSIITUX
IPOTOKOB, PELUIUBUPYIOIITU I OCTpBIN WIn XPOHUYECKUH MaHKPEaTHT,
JTUCCEMUHUPOBAHHBIE OPOHXO0IKTA3bI [3].

Pannsiss nuarsoctuka MB obecrnedynBaeT CBOEBpeMEHHOE HAydalio aJIeKBaTHOTO
JIeYEHUs, B T. Y. Ha JOKJIMHUYECKOM 3Tale, MOBBIIMACT €ro d(QPEKTUBHOCTD, YIy4lIaeT
IpOrHO3 3a00JIeBaHMS, TMO3BOJSET NPEAYNPEAUTh PA3BUTUE TSKEIBIX OCJIOKHEHUH,
3HAYUTEIBHOTO OTCTaBaHMs B (DU3UUYECKOM PA3BUTHH, a B psJE CIydaeB — HEOOpPATUMBIX
U3MEHEHUH B JIETKUX [4].

Heab: u3yunth HanboJIEEe YACTO BCTpEYaeMble MyTallu, KIMHUYECKUE TTPOSBIICHHUS,
BO3pacT MOCTAHOBKH JIMarH03a MyKOBUCIIM/1032a y MAIIMEHTOB [ oMenbCcKkoit 00acTu.

3agaun:

1. TIpoaHanu3upoBaTh aKTyaJbHbIE UCCIIEIOBAHMS IO TEME.

2. llpoananu3upoBarh HambOJee YacTO BCTpEYaeMble MYTAIlMW, KIMHUYECKUE
IPOSIBIEHUS, BO3PACT MOCTAHOBKM JUArHo3a MYKOBHUCLHJI03a Y MAlUHUEHTOB ['OMenbCKo
o0JacTH.

3. CaenaTh COOCTBEHHBIE BBIBOJIBI, 3aKIIOUCHUS.

Matepuansl 1 Metoabl. [IpoBeneH aHanu3 25 MEIUUMHCKUX KapT MAIMEHTOB C
MYKOBHUCITUI0O30M B Bo3pacTe oT 13 cyrok mo 35 nmer Ha 0aze yupexaeHus «l omenbckuit
00JIaCTHOM JMArHOCTHYECKUN MEIUKO-TEHETHYEeCKUI LEHTpP ¢ KOHCyibTamuen «bpak u
ceMbsi» (TOAMLY).

Pe3yabTaThl M ux odcyxaenue. Cpeau nanydeHToB ¢ MykoBHucIua030M B ['OJIMI]
HaOmomaercs 14 genosek (56%) myxckoro nona u 11 (44%) xeHckoro.

Bo3spact mocTaHOBKHM AMarHo3a MaiueHTaM KoJieOieTcst B OOJIBIIIOM JUana3oHe: OT
13 cyTok (nuarHo3 BbICTaBIIEH Ha BCKpbITHM) 10 27 net. Hanbonee yacto (20%) nuarnos
MYKOBHCIIM/I03 BBICTABIISUICS HA TIEPBOM roy Ku3HH, pexe (12%) no 3 ner.

1. B noapaBnstomem OonbimuHCTBE (23 mamuenta; 92%) ciydaeB BCTpevasach
CMEIIaHHasT WM JIeTOYHO-KumeyHas (opma 3abomeBanmsi  (MYKOBHCIHIIO3 C
MaHKpeaTH4eckoil HenocTaTouHOCThI0 — E84.8). YV 01HOTO M3 3THX NalMeHTOB U3HAYAIbHO
ObUIa KueyHasi popMa MyKOBUCIIH]103a, TOPAKEHUE JIETKUX MPUCOECIUHIIOCH B BO3PACTE
5 ner. Y opnoro pebenka (4%) — nerounass ¢gopma 3aboneBaHus] (MYKOBUCIIHIO3 C
HEHapyIIeHHOW (yHKIMeH nomkenynounoi xxene3sl — E§4.0). Onun nauuent (4%) ymep B
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Bo3pacte 13 cyTok ¢ guarso3zom: MykoBUCIIM03, MEKOHUAIBHBIN WIIEYC.

Pe3ynpTaThl MOTOBOM MpOOHI y MallMEHTOB ObUIM B Auana3zoHe oT 34,5 MMoib/1 A0
242 .8 MMOIB/1 (XJIOpUIBI TIOTA).

[Ipy w3yueHun wmyTamuii oOcieayeMblx manueHToB MeroaoMm JIHK-anammsa
TOMO3UTOTHOE€ HOCUTEIBCTBO MyTanuii Obl10 BbIsSIBIEHO Yy 12 (48%) uenoBek,
retepo3urotoe —y 9 (36%) u kommnayna-rerepo3urornoe —y 4 (16%,).

Cpenu BUIOB MyTanuii y Bcex marueHToB BeTpevaiack dF508 rena CFTR. Pexe
BCTpeyanuch Takue mytanuu kak G542X —y 2 (8,7%) nanuentos, IVS8-5T —y 1 (4,3%),
2184insA — y 2 (8,7%), N1303K — y 3 (13%) manuentoB B rene CFTR. 'omo3urorHoe
HOCHTEILCTBO HAOJIOIAIOCh Y MAIMEHTOB TOJIbKO ¢ MyTarueit dF508 (12 (48%) yenosexk.

MyTaummn

dF508/IVS8-5T
dF508/?
dF508/G542X
dF508/2184insA
dF508/N
dF508/N1303K
dF508/dF508

0% 10% 20% 30% 40% 50%

Puc. 1 — YacTtota BcTpe4aeMOCTH MyTalllil y MAIIMEHTOB C MYKOBUCIIMA030M

[Iporuo3 moTomMcTBa JaHHBIX MAIUEHTOB MOKA3bIBAET, UTO PUCK POXKICHUS peOeHKa
C MYKOBUCIIUJ030M COCTaBisIeT 25% (BBICOKMI), & C APYTUMU BPOKICHHBIMU MMOPOKAMHU
pazBurtus oT 4 10 6%.

BriBOADLI:

1. ¥V Bcex marueHToB ['OoMenbckoi 00jacTM C MYKOBHCITMI030M BCTpedYaach
mytanus dF508 rena CFTR.

2. Haubomnee penkoii okazanack myrtanus [VS8-5T B rere CFTR.

3. 'oMO3UrOTHOE HOCHTEIILCTBO MYyTaIlui BCTpEUaaoch HauOoJiee 4acTo.

4.V KaxJa0ro mAaToro pedeHKa MyKOBHCIIU03 BEICTABIICH HA IIEPBOM IOy JKH3HHU.

5. B mopaBmsroniemM OOJBITHHCTBE CIIydaeB BCTpeUaach CMEIIaHHAS WU JITOYHO-

kuiedHas popma 3aboneBanus (MyKOBUCIIHIO3 C TAHKPEATHIECKONW HETIOCTATOYHOCTHIO —
E84.8).
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