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Pucynok 1 — Jlo ieuenus (centsiops 2015 r.)

3axnouenue

B mocnemnue TOABI 3HAYUTEIHHO YBEIUUH-
JIOCh KOJIMYECTBO CIIy9aeB 300HO3HOTO KOXXHOTO
JedMaHuo3a 'y rpaxiaH benapycu, mocenias-
IUX HJIEMHUYHBIE IO 3TOMY 3a00JIEBAaHUIO CTpa-
HBI, BKIIO49as TypkMeHHCTaH, 9TO HEOOXOIMMO
YYHATHIBATh BpadaM OOIIel MPaKTHKH, JePMaTOJIO-
ram u uHQeKkuonucTaM. Ha manHOM sTame muar-
HOCTHKA B OOIBINEN CTENeHW OCHOBaHA Ha KIIH-
HUYECKUX W SIHIEMHONOTHYECKHUX NaHHBIX. [la-
[MeHTaM, MPUOBIBIINM U3 PAiOHOB, YHIEMUYHBIX
10 KO)KHOMY JIEHIIMaHNO03Y, UMEIOIINM SI3BEHHBIC
MMOpaXeHHs, OCOOCHHO Ha OTKPBITHIX YyYacTKax
Tena, He0OXOIMMO TIPOBOIUTH MHOTOKPATHBIC T1a-
pasuToJOTHUecKre 0OCIeoBaHMs Ha JeWITMaHH-
03. [t aToro HE0OXOAMMO MIMpE HCIIOIB30BATh
OHMOTICHIO KOXH C TIOCIICAYIOIIEH MHUKPOCKOIHEH,
9TO TpeOyeT OT CIEIHATNCTOB JIA0OPATOPHOH 1TH-
AarHOCTHKHM HAaBBIKOB Iapa3uTOCKOMMYECKOTO HC-
cnenoBanus. Metonuka I[P B Hameil crpaHe B
HacTosIee BpeMs He Hcrmonb3yercs. CIIoKHOCTH
BO3HHUKAIOT U C JICUCHUEM JAHHOM marojoruu. B
PecrryOnmmke benmapych He 3aperucTpupOBaHBI
Mperaparsl MSATHBAJICHTHON CypbMBI, M3-32 HYEro
4acTO NPUXOIUTCA Ha3HA4YaTh ITAllMEHTaM MEHee
3¢ dexTuBHBIE W 0Oo0Jiee TOKCHYHBIE IpenapaThl
BTOporo psma. Croco0 JIedeHUs TIIOKAaHTHMOM,
BKJTIOYAIOIINA CHCTEMHOE M MECTHOE (C JHMEKCH-
JIOM) €ro MpuMEeHEHHe, MPUBEAET K COKPAIICHUIO
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Pucynok 2 — Ilocae jieyenus (aexadps 2015 r.)

Kypca JICUCHUs, a TAKXKE YMEHBIIHUT KOJIHMYECTBO
MOOOYHBIX 2P (PEKTOB.
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NPUYUHBI NO3JHEN JUATHOCTUKHA MYKOBHUCILIMI03A
HU. M. Manonemnuxosa, A. H. 3apaukuna, 10. Q. A6dynnuna

I'omeabcknii rocy1apcTBeHHBI MeIMIIMHCKAH YHHBEPCHTET

MyxoBucuuno3z (MB) sBisiercss He TOJIBKO MEIUIIMHCKON, HO M COLMAJIBHOM MPOOJIEMOM, TaKk KaK 3HAYUTENHHO
CHIDKAeT Ka4ecTBO JKM3HU U TPeOyeT KONOCCATbHBIX CPEICTB HA OKa3aHWE MEANIIMHCKOM IMOMOIIM, yXOI U peaduiuTa-
1Mo OONBHBIX JeTeil 1 B3pocibiX. Pano manudectrpoBapimii MB npoTekaer Tsbkenee 0COOSHHO y JeTel, epeHeCIInX
MEKOHHAIIbHBII Mieyc. BoiienstoT cnenytonme GopMbl MyKOBHCIIMI03a: CMEILaHHas! (JIETOUHO-KHIIIEUHasl); ITperMyILie-
CTBEHHO JIETOYHasT; IIPEMMYILECTBEHHO KHIIICYHAST; IEYEHOYHAs C MPOSIBICHIAMH LIUPPO3a, C MOPTaIbHON TUIIepTEeH3NEH
W acIWTOM; HM30JMpPOBaHHAS JICKTPOJIWTHAS; MEKOHHEBAas HENPOXOANMOCTh;, HEOHATANbHAs THIICPTPUIICHHOTCHEMUST,;
arunuuHble 1 creprble. Ecmu B 50-¢ rr. XX Beka okoino 80% 00IbHBIX yMupaid B Bo3pacte 1o 10 jer, To B HacTosiIee
BpeMs1 CpeIHsIsI IIPOJOJDKUTENBEHOCTD JKM3HH 00bHBIX MB cocrapisier 29 et u Gonee.

KitrogeBble coBa: MyKOBHUCHHIO03, IPUIHHBL, MyTaIlUH, IETH U B3POCIIEIC.
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REASONS FOR LATE DIAGNOSIS OF CYSTIC FIBROSIS
1. M. Maloletnikova, A. I. Zaryankina, Yu. Yu. Abdullina
Gomel State Medical University

Cystic fibrosis (CF) is not only medical but also a social problem as it considerably worsens the quality of life
and requires immense expenses on medical aid, care, and rehabilitation of children and adults. The early manifesta-
tion of CF takes more severe course in children who have had meconium ileus. There are the following types of cys-
tic fibrosis: mixed (pulmonary and intestinal); preferentially pulmonary; preferentially intestinal; liver cirrhosis, por-
tal hypertension and ascites; electrolyte depletion; meconium ileus; neonatal high concentration of IRT (Immunore-
active trypsinogen); atypical, and suppressed. During the 1950s about 80 % of patients died before the age of 10,
however, at the present time, the average life expectancy of CF patients is 29 years and more.

Key words: cystic fibrosis, reasons, mutation, children and adults.

Beeoenue

[Mon TepMHUHOM «MYKOBHUCIHIO3» CIIEAYET
MOHMMATh HACJIECTBEHHOE MOJIMCUCTEMHOE 3200-
JIeBaHUE, B OCHOBE KOTOPOTO JIKHUT MYTaIlHs T'eHa
TPaHCMEMOPAHHOTO PETyJIATOpa MYKOBHCIHI032
(CFTR), xapaktepusytolieecss HapylieHueM (yHK-
MM 9K30KPHHHBIX Kelle3 W KIMHUYECKUM IOJTHU-
MOpQHU3MOM, TPUBOASIIEE, B MEPBYIO OYepelb, K
TSDKEJIBIM TIOPaKEHUSIM OpPTaHOB PECTIHPAaTOPHON
U NUIIEBAPUTEIIBHOM CUCTEM.

B EBporne yactora 3a00neBaHusl COCTABISET B
cpeasem 1:2000-1:3000 moBopoxneHHbIX. B Poc-
cun 1:9000, mpu 3TOM OHa 3HAYUTENHHO BapbUpy-
ercs mo perumonam. B Pecmybmuke bemapych —
1:8000. Penxo BcTpeuaeTcs B BOCTOYHBIX IOILY-
nausX Uy appukanckoro Hacenenus (1:100000).
B Pecny6nuke bemapycs 129 uwenosex (I'omens-
ckast obiacth — 27, u3 Hux 21 peGeHoK u 6 deno-
Bek crapiie 18 mer).

JleBOYKH M MalbYMKH OOJICIOT C OJUHAKOBOU
YacTOTOM.

I'en TpancMeMOpaHHOTO PEryJsTOpa MYyKOBHC-
111032 JIOKAJIM30BaH Ha JUIMHHOM Iulede 7-H Xpo-
Mocombl. Camass dwacras MyTtamus (OoTMeueHa y
70 % OONBHBIX) — O3TO JeNelnus TpeX map HyK-
JICOTHJIOB, YTO MPUBOAUT K UCYE3HOBEHUIO (peHmIa-
nanuHa B monoxkenun 508 (myrtarmms F508del). K
HACTOSIIIIEMY BPEMECHH HICHTU(UIIMPOBAHO Ooliee
1600 mytammit u 250 momuMop@u3MOB B TeHE
CFTR. Heckonpko MyTaluii SBISIFOTCS YaCTHIMHU B
OTpeNeNICHHBIX TONyJsinusXx: B [epMaHnn —
2143del, B Ucmapanun — Y 122X. B Poccun Hawm-
0ojee yacTo BCTpEYaroTCs CIleNyIOIIHe MYTaluu
MB: F508del — 52 %, CFTRdele2,3(21kb) — 6,3 %,
W1282X — 2,7 %, N1303K — 2,4 %, G542X —
1,9 %, 2184insA — 1,8 % [1, 2].

B PecnyOnuke benapych Hambojiee dacThbie
mytaipn: F508del — 61 %, CFTRdele2,3 — 6,8 %,
2184insA — 4,1 %, N1303K — 3,4 %, G542X —
2,3 % (mo manaeiM ['Y PHIIL] «Matb u Juts»).

B Hopme Oemok cuHTE3upyercs Ha pubdboco-
Max HIEPOXOBATOTO JHAOIIIA3MATHYECKOTO PETH-
KyJIlyMa, 3aTeM B amnmapare [ 0ib/KH TPOUCXOIUT
€ro TIMKO3WIHPOBAaHHUE U TOTOBEIM OEIOK BCTpau-
BaeTCcs B AalUKAIbHYI0 MeMOpaHy KJIETKH, TJe

(YHKIIMOHHpPYET KaK XJIOpHBIN KaHall. B pesynbrare
mytanun F508del Hapymaercst mpoueccunr Oenka,
OH pa3pylIaeTcs B IIUTOIUIa3Me, He JOCTUTHYB alv-
KaJbHON MeMOpaHsbl. B pesynbrate Apyrux MyTaluii
cuaTesupyercs Aedektusrii O6enok. Kierku Hauw-
HAIOT HAKaIUTUBATh N30BITOYHOE KOJIMYECTBO HOHOB
xJyopa. Benen 3a monamu xyopa B KJIETKY YCTpEM-
JISIFOTCS. MOHBI HATpUsl, KOTOpble 00yCIaBIMBAIOT
yCUJIEHHOE BCAChIBAHME BOJBI M3 OKOJOKIETOYHOTO
npocTpaHcTBa. IIponcxoauT crymieHne cexpera K-
30KPUHHBIX XKeJie3, 3aTPyAHICTCS IBaKyallusl.

Briensior cnemyroniie (GpopMbl MyKOBHCITH-
J103a: cMeIllaHHas (JIETOYHO-KHUIIeYHas); IpeuMy-
IIECTBEHHO JIETOYHAs; TNPEUMYIIECTBEHHO KH-
[IeYHasi; IeYeHOYHas C MPOSIBICHUSMH IIUPPO3a, C
HOPTAJIBHOM T'MIIEPTEH3UEN M aCLUTOM; HU30JIUPO-
BaHHAs JJIEKTPOJIUTHASA;, MEKOHHEBAs HEMPOXOAU-
MOCTb; HEOHaTaJbHAas THIEPTPUIICHHOTCHEMHUS;
aTUTIUYHBIC U CTepThIe [2, 3].

B 10 % cny4aeB KIMHHUYECKHE MPOSBICHUS
MB (MeKoHHMaIbHBIN HIIEYC) MOKHO OOHApYKHUTh
elie B MepHojie BHyTPUYTPOOHOTO Pa3BUTHUS MPHU
YIABTPa3ByKOBOM HCCIIEIOBAaHUHU BO 2—3-M TpUMe-
CTpe OEPEeMEHHOCTH.

Kumeunas ¢opMa HauMHaeTCsl B paHHEM JIET-
CKOM Bo3pacTe. B kumeynuke mpeo61agaroT THH-
JIOCTHBIE TIPOLIECCHI, COMPOBOXKAAIOIIUECS CKOII-
JICHHEM Ta30B, YTO MPUBOAMT K B3IAYTHUIO JKHUBOTA,
nedekanuy YacTele, oTMe4aeTcs monuperanus,
CTyJl 3JIOBOHHBIN, CBETJIBIH, C OONBIIUM KOJUYE-
CTBOM JKHpa, HEpPEAKO OTMEYaeTCsl BhIMaJEHUE
npsiMoit Kuk# (y 10-20 % OONbHBIX).

Jlerounas ¢opma XapaKTepusyercsi THUIep-
MPOAYKIMEH BS3KOTO ceKpeTa B OPOHXOJIETOYHON
cucreme, popMHpPOBaHUEM OOCTPYKTHBHOTO CHH-
JpoMa, PEIUANBUPYIOIIUM XPOHHUECKHUM HH(EK-
[MOHHO-BOCTIAJINTENIbHBIM ~ IIPOLIECCOM,  OCJIOXK-
HSOLTUMCSI THOWHO-OOCTPYKTUBHBIM OpOHXHUTOM,
TSKEJIBIMA  [THEBMOHHUSAMU CO CKJIOHHOCTBIO K
abcreMpoBaHuIo, a Takke QOPMUPOBAHUEM BTO-
PUYHBIX U3MEHEHUH B BUE OPOHXO3KTa30B, d(PH-
3eMbI, THEBMOCKJIEPO3a, «JIETOYHOTO CEPALIAY.

Cwmemannas dopma MB sBnsiercss HanOozee
TSKEJIOM W BKIIOYAeT KIMHUYECKHE CHUMITOMBI
KaK JIETOYHOMH, TaK ¥ KUIIeYHOH dopM.
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Crepteie dopMbl. JIHarHOCTHPYIOTCS CITydaii-
HO, 9aCTO BO B3POCIIOM BO3pacTe.

OcHOBHBIC Ja0OpPaTOpPHBIE METONIBI THUATHO-
CTHKH MYKOBHCITH/I03a!

1. «IloToBbIi1 TeCT». )1 BBITOJIHEHUS TECTa He-
0bxommo codpath MuarMyM 100 Mr ota. Y 310po-
BBIX JIETeH KOHIIEHTPAINK HATPHSI U XJIOpa B CEKpeTe
TIOTOBBIX KejIe3 He MPEBhIMaroT 40 MMOITE/JI.

2. Tect Ha mmmyHOpeakTHBHBIN Tputicud (UPT).
Ompenenenne ypoBHS COIep KaHNsI B KPOBH peOeHKa
NPT — depmMeHTa TOmKEITyIOUHOM Keme3sl. B kpoBu
HOBOPOXKIEHHBIX, cTpamaronmx MB, ero conep:xanme
BhIe B 5—10 pa3 (Hopma UPT < 70 Hr/mo).

3. JHK-auarnoctuka. Marepuaiom Jis aHa-
J3a MOTYT OBITH JTIOOBIE SIPOCOAEpKAIIHE KIICT-
Ku. J[marHocTrka MOXKET TPOBOIUTHCS Ha OO0
CTaJIny OHTOTEHE3a.

B HekoTophIX CTpaHax MHpa 3Ta MATONOTHA
BXOJUT B HEOHATAIBHBIN CKPUHUHT.

B Poccuiickoii deaepariuu B paMKax peau-
3alMd  TIPUOPUTETHOTO HAIMOHAIHGHOTO TIPOEKTa
«3mopoBee» (mpukaz ot 22.03.2006 r. Ne 185 «O
MacCOBOM O0CIIEIOBAaHUN HOBOPOXKJICHHBIX JETeH Ha
HaCJICJICTBEHHBIC 3a00ieBanys) ¢ 2006 T. MyKOBHC-
IIII03 TAK)Ke BKITFOYEH B HEOHATATHHBIN CKPUHHHT.

B Pecniyommke benapych HeOHATANBHBIA CKpH-
HUHT HE TIPOBOTUTCSL.

IIporuos

1. Ilporao3 mpu MB ocrtaercs HeOGmarompu-
STHBIM.

Ecmu B 50-e rT. XX B. okomno 80 % GombHBIX
yMHpalid B Bo3pacTte 0 10 neT, To B HacTosiiee
BpeMsl CpemHss TPOJOIDKHUTEIHHOCTh  KU3HU
6oxpHBIX MB cocraBisier 29 et u Oonee.

[IpormieHT BEDKHBaeMOCTH OOJIBHBIX (> 15 eT)
B pa3NMUHBIX cTpaHax mupa: larns — 47 %, [lse-
st > 43 %, Hunepmanner — 42 %, BemukoOpura-
st — 41 %, Utams > 40 %, Poccnst — 28 % [4, 5].

ILenv pabomur

MByuuTh mpUYUHBI HO3IHEN JUATHOCTUKUA MY-
KOBHCITH/I03a.

Mamepuan u memoont

Brutn ipoaHan3upoBaHbl MeTUIIMHCKHAE KaPTHI
nanueHToB ¢ MB. MonekyndapHas AuarHoCTUKa
npoBoamitack Ha 6aze I'Y PHIII] «Mate u quTs»
(r. MuHCK).

Peszynremamut u 0o6cyrncoenue

K coxamenuto, He Bcerfa Ha paHHUX CpPOKax
JIMarHOCTHPYETCs MyKOBHCIHIO3, TaK KaK OTCYTCT-
ByET HACTOPO)KEHHOCTH 10 IAHHOMY 3a00JIEBaHUIO.

Cayyan u3 KIMHUYECKOH MPAKTUKH

1. Iamuent K., 23 roma. C mompocTKOBOTO
BO3pacTa HaOJIFOIaJICs TI0 TIOBOY OpPOHXO3KTATH-
geckoii Oomesnm. [loromas mpoda 31.03.2015 r.:
KOJIMYECTBO 1MOoTa — 64 Mr, KOHIIEHTpalKs XJjiopa —
41,25 MMoIb/1. YUnuTBIBasS MaJIo€ KOJUYECTBO I10-
Ta, TPOBOJWIACH TIOBTOpHAs IMOTOBas mpoda
08.04.2015 r.: xommyecTBO mMoTa — 148 MT, KOH-
neHTpanust — 46,48 MMonb/1. MoneKyIspHO-TeHe-

TUYecKas JauarHoctuka MykoBucumposa: JIHK-
ananmm3 (26.05.2015 r.): ycTaHOBIEHO KOMITAyH/I-
HOE TEeTepO3UTOTHOE HOCHTEIHCTBO MYyTalHl
dF508/3849 + 10 Kb B rene CFTR, uto moarsep-
KTaeT IUarHo3 MyKOBHCIHI034.

2. I[MTamment A., 7 ner. PebeHOK poc U pa3BH-
BaJICSl HOPMAIIBHO, C 6 JIET POTpecCUpyromas mo-
Tepsl MacChl Tella BIUIOTH NI0 KaxeKCHH. [IBakIel
poBoaMIIcs MOTOBBIH TecT (28.07.14 u 04.08.14 1.):
KOJIN4eCTBO nota — 325 u 242 Mr, KOHIIEHTpaIus
xymopa — 71,8 u 69,42 MMOJIB/TT COOTBETCTBEHHO.
MonekynapHO-TeHETHYeCKass JUarHOCTHKa MYyKO-
BHCHHIO3a: OOHapyxeHa mytarus dF508/? (o
pesynbsTatam JIHK-ananmusa y mpobanma ycTaHoB-
JIEHO TEeTepO3UTOTHOE HOCHUTEIHCTBO MYTAIHH
F508del). C y4eToM KIMHUYECKUX TPOSBIICHUN Y
pebeHKa, MOYKHO TPEIOI0KHUTh HAINIHE BTOPOH
HEU3BECTHOU MyTaIuu.

3. IMamment /I., 5 mer. C ABYXJETHETO BO3-
pacta HabmIOgaeTcs y TaCTPOIHTEPOIIOTaIo MOBO-
ny 3amopoB. [pyrux xamo0 Her. B dm3mueckom
pa3BUTUM OTMeYaeTcs HM30BITOYHAs Macca Teja.
[ToTtoBas mpo6a 16.04.2014 r.: KOTUIECTBO MTOTAa —
83 w™r, KoHmeHTparus xyiopa — 77,1 MMOJB/,
YYHUTHIBasE MaJo€ KOJHMYECTBO ITOTA, MTPOBOAMIACH
MTOBTOpHAs 1moToBas npoda 23.04.2014 r.: xonnye-
CTBO nota — &1 Mr, KOHILIEHTpaIMsi UOHOB XJiopa —
74,07 MMonb/11. MOJeKyIsIpHO-TEHETHYECKasT THarHO-
cruka MykoBuctmmosa: JIHK-anamms (23.04.2014 r.):
obHapykeHa wmytarus dF508/? (mo pesysipraram
JIHK-anamm3a y mpobaHma yCTaHOBJIEHO TETEPO3H-
ToTHOE HOCHTENLCTBO MyTaru F508del). C yduerom
KIIMHIYECKHX TIPOSIBIICHUH y pebeHKa MOYKHO TIpe/l-
TMOJIO’KUTh HAJTMYKE BTOPO HEU3BECTHON MyTallUH.

Buieoowt

B cBs3u ¢ Tem, 9To KIMHIYeCKas KapTHHa MyKO-
BHCIIHZI03a TTOJIMMOpGhHA U MHOTOOOpa3Ha M HE BCE-
rma MaHudecT 3a00JIeBaHIsI XapaKTepru3yeTcs Imopa-
YKEHHEM OPTaHOB JIBIXaHUS 1 KETyIOYHO-KHIIETHOTO
TpakTa, He0OXOIMMO 0OpaIaTh BHUMAaHUE Ha JPYyTHE
KIIMHIYECKHE TIPH3HAKH, KOTOPBIE MOTYT OBITH TIPO-
SIBTICHUEM MYKOBHCITHII03a F TPEOYIOT 00CTIeIOBAHS
C IEJBI0 MCKITIOYSHNS JAHHO! MTaTOJIOTHH.

Hcronb30oBaHre HEOHATAJIFHOTO CKPUHMHTA B
Pecrry0nmmke benapych TO3BOJIUT WCKITFOYHUTH TI031-
HIOIO TMarHOCTHKY, CBOEBPEMEHHO Ha3HAYUTH JIeue-
HHE, 9TO YIIYYIIIAT Ka4eCTBO )KU3HH ITHX TTaI[HEHTOB.
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