© MJIbLEHKOBA H.A., YUKYHOB B.B.

VJIK 616.37-004-036:612.6.05 (571.51)
KIMHUKO-TEHOTHUITNYECKASA XAPAKTEPUCTHUKA BOJIBHBIX
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KpaeBas KIMHH4eckas 6onbHua, Kpacnospek, ri. Bpau — E.E. Kopuarum;
pEruOHAIIBHOE OTAEIeHNe POCCHIICKOro IEHTpa MyKOBUCLIM1034,

pyK. —A.M.H., ipod. H.A. NnreHkosa.

Pe3ztome. Ilposedeno knunuko-rabopamopuoe obciedosanue 24  601bHbIX
MYKOBUCYUOO30M, COCMOAWUX Ha yueme 6 Pecuonanvnom yenmpe myxosucyudosa.
Hana xapaxmepucmuka noxy4eHHbIX noxKazamenel 6 3ABUCUMOCU OM MYymayuu

cena CFTR.

Knrwoueswte cnosa. myxosucyuoos, cen CFTR.

Omnpenenenne yactoTel M cnekrpa wmyrtanumid rena CFTR (Cystic fibrosis
transmembrane conductance regulator) B HacTosiliee Bpemsl SBISICTCS aKTyallbHOU
npobsiemoii. Yactora paznuuyapix Mytanuid rera CFTR B pa3nmuuHbIX permoHax
Poccun He omuHakoBa. Y OonbHBIX MykoBucuuao3omM (MB) w3 eBporeickux
peruonoB  Poccum  uvactora  myrtanuu  delF508  cocraBmser  45-57%,
CFTRdele2,3(21kb) — 6,5%. Myrauun 2143delT, 394delTT Takxke sBISIOTCS
OTHOCHUTENFHO YacThIMH 111 OonbHBIX W3 LleHTpanmpHOro permona Poccuu, rae mx
cymmapHas 1ot coctapisieT okoio 3,3-4,0%, B CeBepo-3anagnom peruone Poccun
ux yactora cocrasiser 2,3% [1, 2, 3, 4].

Knunndeckass kapTWHa MYKOBHCIMIO03a pa3HooOpa3Ha, 3aBUCUT OT BO3pacTa
peOeHKa, TSHKECTH MOPaKEHUST OTIEIBHBIX OPTaHOB U CUCTEM, MPOIOJDKUTEIEHOCTH
3a00NIeBaHUs M €ro OCJIOXHCHWW, aJCKBATHOCTH TepaluH, a Takxke, IO PATY

JUTEepaTyPHBIX TaHHBIX, OT XapakTepa u Thma Myrtanuii rena CFTR [2, 5].
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[lenbt0 HACTOSIIETO HWCCIEIOBAHUS SIBUJIOCh HW3YUYEHUE CIIEKTpa TEHHBIX
MyTaluii y OOJIbHBIX MYKOBHUCIHI030M B KpacHosipckoM Kkpae, ¢ TMOCJIEAYIOIIHUM
OTpeNIeICHUEM KIIMHUKO-1a00paTOPHBIX TMPHU3HAKOB JAHHOTO 3a00JeBaHUS B

3apucuMoctu oT resotuna CFTR.

MarepuaJjbl 1 METOABbI

[IpoBeneno obcnenoBanne 24 GONBHBIX ¢ MYKOBUCIIUI030M, COCTOAIIUX HA ydeTe
B PermonanpHOM I1IeHTpe  MyKoBUCIMAO3a ropona KpacHosipcka, n3 Humx 18
(75,0£8,8%) — co cmemanno, 4 (16,7+7,6%) mnamueHta — C JIETOYHOH M 2
(8,3£5,6%) — ¢ kwuireyHol ¢GopMOi MYKOBHCIIMIO3a.  Bo3pacT o0ciem0BaHHBIX
coctaBun oT 1 mecsina no 24 ner, B cpennem — 7,/+1,5 ner. Jlna BwIsBICHUS
myTanuii B reie CFTR npoBoaunoce Boiaenenue renomuodt JIHK wu3 nelikouutos
[EJBHON KpOBH, HAHECEHHBIX Ha (UIBTPOBAIBHYIO OyMmary, C HCIOJIb30BaHUEM
HaOopa «J[HK-cop6 B» (Poccust) corimacHo oOMIECHPUHATHIM METOIUKAM. AHAIIN3
myTauii rena CFTR ocymectBisimu ammnupuxanueit pparmentos JJHK merogom
[IIIP, c mocnexyroIuM aHAIU30M paclieryieHuss  GepMEeHTaMu PECTPUKIINH,
nerekuueit pparmentoB IHK (puc. 1). INposenenue I11IP-ananuza 12 myraruii rena
CFTR (del21kb, delF508, dell507, 1677delTA, 2143delT, 2184insA, 394delTT,
3821del T, G542X, N1303K, W1282X, R117H) ocymiecTBIsIN ¢ HCIOJb30BaHUEM
Haoopa «CF8», «CF4» (Poccus). KoMiuiekcHass OIEHKa CTCHCHH TSHKECTH
3a0oneBaHusi y OOJNBHBIX MYKOBUCUMI030M B Oamiax MOpoBOAWIACH C
UCTIOJIb30BaHUEM mrkanel [IIBaxmana-bpachunpna, B wmomudukanuum C.B.
Paunnckoro u H.W. Kampanosa (1987). /Iis oneHkH Beca W POCTa HMCIOJIb30BAIN
MEPUCHTWIbHBIE TpaQUUecKue CTaHAapThl, TMOJy4eHHbIe HalnmoHanbHBIM IIEHTPOM
no crartuctuke 310poBbs (CLIA) u pexkomenmoBanHbie BO3. DTo 1O3BONHIO
OLICHUTh HMHIWBUIYyaJbHbIC AHTPOTIOMETPUYECKHE OTKJIOHCHHS W CPaBHHUTH UX C
JTaHHBIMU 3apyOeXHBIX HccienoBareneid. Bee m3mepenus (poct, BeC) MPOM3BOIWIN
no o6OmenpunsaToin wMmeroauke (R.S. Gibson, 1990), ompenensics MpOICHT
OTKJIOHEHHUS UX OT HOPMBI C YYETOM BO3pAacTa U MoJia C TOJICYETOM BECO-POCTOBOIO

unjaekca (BPU).
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Cratuctuueckass o00pabOTKa MpPOBOAWIACH C IOMOIIBIO [AKeTa IpOrpamm
«Biostat». OrmnpeneicHue WCTHHHOCTA THUIOTE3bl 00 OTCYTCTBUH — Pa3IU4Uid
MIPOBOJIMJIOCH METOJAMHU HENapaMETPUYECKOM CTATHCTUKH C IMOMOUIIBIO KpPUTEpUS
MaHHa-YHTHE ¥ pacdeToM MoKasatedsi y-. JIIs CPeIHHX 3HAYCHHIl DPACCUMTAH
noseputenbHblii mHTEpBan (JJW) ¢ mocroBepHOCThIO 95%, KaueCTBCHHBIC KPUTCPUU

YKa3aHbI B BUAC IIPOLUCHTHBIX IIOJICﬁ.

Pe3yabTaThl 1 00Cy:K1eHHE

[MpoBeneHHBIN aHATU3 ¥ BEPUPHUIIMPOBAHHBIA CIEKTP TCHHBIX MyTalui cpeau 24
OOJIBHBIX MYKOBHCIHIO30M B KpacHospckom Kpae Tmoka3al, 4TO, Kak U B
OOJIBIIIMHCTBE POCCHMCKHUX TIOMYJISAIMA, HauOoJee YacToll MyTalnued  sSBIsSIeTCS
delF508 — y 21 6onbHoro (87,5+6,8%); v 1 (4,2+4,1%) onpenensnacs CFTRdele2,3
(21kb), y 1 (4,2£4,1%) — 2143delT u y 1 (4,2+4,1%) (1 394delTT. V¥ 2 nereii u3 24
(8,4+5,7%) HaM He yoaioch ONPEACIUTh MYTallUH, KOTOPBIC, MO-BUIAUMOMY,
JIOKaJIM30BaHbl B Apyrux pernonax rena CFTR Ha aHanm3upyeMbiX XpOMOCOMax,
Opd STOM KJIMHUYECKHE TNPU3HAKA COOTBETCTBOBAIM MYKOBHUCIIMIIO3Y, IMOTOBBIC
TECThI ONPEACISUINCh KaK «IOJOXHUTEIbHBIC». M3BECTHO, YTO B CBSI3U C OOJIBIIMM
YHUCIOM BO3MOXHBIX MyTanuii B reHe CFTR Hemb3ss MCKIIOYNTH BO3MOXKHOCTH
NPUCYTCTBUSI HE YCTAHOBJICHHBIX MYyTallui y oOcieoBaHHBIX OoybHBIX. [IpoBeneH
aHaM3 BCTPEYAEMOCTH MYTAllMii B 3aBHCHMOCTH OT TEHOTHIA. BbisABIcHO 11
romo3uroT (10 GompubIx u3 24 (41,6+10,1%) ¢ remorunom delF508/delF508; 1
(4,2£4,1%) — c CFTRdele2,3 (21kb)/CFTRdele2,3 (21kb)), 11 - xommnaynn-
rerepo3urot no mytaiuu delF508 (y 9 u3 24 (37,4+37,4%)-renotun  delF508 /-; y 1
(4,2£4,1%) — del F508/ 2143delT; y 1 (4,2+4,1%) — del F508 /394delTT) u 2
(8,4£5,7%) manuenTa ¢ Heu3BecTHBIMU MyTanusaMu rena CFTR (renorum -/-).

[MpoBeneH aHamM3 3aBUCUMOCTH KIMHUKO-Ta00pATOPHBIX MPOSBICHUN OT THIIA
myTtaiun reHa CFTR. Ilo pesynsratam JIHK-tunupoBanusi OoibHbIE ObUIH
nojApaseseHsl Ha aBe rpynmbl, corinacHo CFTR renotumam: 1 rpyrina — roMO3UTOTHI
no myraruu delF508 (del F508/del F508) — 10 uenosek, 2 rpymmna — reTepo3UroTHbIC
komnayHel 1o MmyTanuu delF508 u npounm myrtanusm (delF508/non delF508) — 11

yenoBek. [ narmenTos ¢ renotunom del F508/del F508 6buta xapaktepHa panusis (¢
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poxaeHus) MaHudecTaus 3a00JeBaHUS C KHUIICYHBIM CHHApOMOM — y 8 u3 10
(80,0+12,6%). B to Bpems kak mus OonbHbIX ¢ reHorurom delF508/non del F508
XapakTepHo Oojiee mo3gHee (BO BTOPOM TMOJIYTOJWW W CTaplie Troja) Hayalo, ¢
npeobiaaHeM pPecupaToOpHOTO CHHApOMa Ha cTapre 3aboneBanus —y 5 u3 11
(45,5+£15,0%) naiueHToB.

Knunndgeckoe o0cnenoBanne OONBHBIX TPOBOJWIOCH B TEPHOJ OOOCTpeHUs
3a00NieBaHus, KOTOpOE dYalle MPOTEKalo0 IO TUIY OOCTPYKTUBHOTO OpOHXHTa B
COUETAaHWU C CHUHIPOMOM JHMaped B o00eux rpymmax cpaBHeHusa. y 5 u3z 10
(50,0+£15,8%) Goapubix ¢ renotunom delF508/delF508, ¢ renorunom delF508/non
delF508 y 6 u3 11 (54,5+15,0%). OGocTpeHue 1o THUIY OPOHXHUTA ¢ OOCTPYKIHEH — Y
3 u3 10 (30,0£14,5%) u 4 u3z 11 (36,4£14,5%), coorBeTcTBeHHO. M301MpOBaHHBIN
KUIICYHBIN BapuaHT oboctpenus Berpeuancs y 2 u3 10 (20,0£12,6%) romo3urot mo
delF508 u y 1 u3 11 (9,1+8,7%) — xommaynaa mo myranuu delF508. Ananus xanob
NPEIBSIBISIEMBIX OONBPHBIMH MYKOBHUCIIHIO30M, B 3aBHCHMOCTH OT TEHOTHIIA,
nokazan, yto y mnamueHtoB ¢ delF508/delF508 wnaunbonee uyacTo BCTpedasmch:
KHUPHBIN «310BOHHBIN» cTyn ¥ 9 (90,0£9,5%); ormedanach mioxas npubaBka Beca y
8 (80,0+12,6%); onpiiika npu HU3HUECKON HArpy3Ke, Kallelb ¢ THOMHONH MOKPOTOH,
B3nyTHE U 0071 B s)xuBoTe —y 7 (70,0£14,5%); c1aboCcTh, yTOMIIAEMOCTD, HAPYIICHHE
annerura y 6 (60,0£15,5%); 3aTpyaHEeHHOE HOCOBOE JIbIXaHHE, OJIbIIIKA B TIOKOE — Y
5 (50,0£15,8%); HocoBbie kpoBoTeucHus — y 4 (40,0£15,5%); maionpoayKTHBHBIN
HaBs3uuBbIi Kamenb — y 1 (10,0£9,5%) GosibHOro. Y manMeHTOB C TI'€HOTHIIOM
delF508/nondelF508 nanbosiee YacTo BCTpeYalMCh: CJIa0OCTh, YTOMIISAEMOCTD,
OJIBIIIIKA TPU (HU3MUECKON Harpy3ke W B TOKOE, MOBBIIICHHE TeMIIepaTyphl Tela 10
cyodebpmwibHbiX U ¢GeOpuwibHBIX IMdp, Toxas npubaBka Beca — y 9 m3 11
(81,8+11,6%); 3arpyaHEHHOE HOCOBOC JbIXaHHE, KHPHBIH <GIOBOHHBIN» CTYII,
Kallellb ¢ THOWHOM MokpoTod — y 8 (72,7+13,4%); cHmkeHue anmerura y 7
(63,6+£14,5%); B3aytme u Ooaum B kuBote — y 5 (45,5+15,0%); HOCOBBIC
kpoBoTeueHus —y 2 (18,2+11,6%); kaienb co CIIM3UCTO-THOMHON MOKpoTOoi —y 1 u3
11 (9,1£8,7%).

M3BecTHO, YTO CHW)KEHHE TEMIIOB POCTa WJIM TOTEpsS Macchl Tella IMalHueHTa

SIBIIICTCS. MHAUKATOPOM HeOJIaromnoayuuns npu Mmykosuciuaose [2, 3]. Beco-poctoBoii

PDF created with pdfFactory Pro trial version www.pdffactory.com



http://www.pdffactory.com
http://www.pdffactory.com

unnekc (BPU) Ha MOMEHT NOCTAaHOBKHM JHMarHo3a y OOJBHBIX C TEHOTHUIIOM
del F508/del F508 coctaeun B cpeanem 82,3% (95% JIU: 78,5-89,7), B To BpeMs Kak
y 6oapHbIx ¢ delF508/nondel F508 — 86,7% (95% J1U1 75,7-95,8), uTo cyiiecTBEHHO
HIDKE CTaHIAPTHBIX HOPM.

[Tpu ocmotpe GonbHbIX ¢ reHotunom delF508/delF508 — BrisiBiena nedopmarius
rpyaHON KiIeTku (dMdu3emaro3Has, KWIEBHAHAs, O0o4ykooOpasHas) y 6 u3 10
(60,0+£15,5%), xoTopast COMyTCTBOBaJla CHMIITOMaM OPOHXOJICIOYHOH MATOJOTHH,
npotuB 4 u3 11 (36,4+14,5%) y OonbHbix ¢ renorunoMm delF508/nondel F508;
NpPU3HAKA XPOHUYECKOW TUIMOKCHHM TKaHel («OapabaHHBIC MAJOYKU» U «YaCOBBIC
CTEKJIa» Pa3IUYHON CTENCHU BBIPAKCHHOCTH) OoTMeuayiuch y 7 u3 10 manueHTOB
(70,0+14,5%), mnporuB 6 wu3z 11 (54,5£155%) y OOAbHBIX ¢ KOMIAYH/-
reTEePO3UTOTHBIM TeHOTUIIOM. [IepKyTOpHBIA 3BYK Haj JISTKUMH B OOCHX TpyIIax
PEUMYIIECTBEHHO UMeI KopoOouHblit otTeHoK y 9 3 10 (90,0£9,5%) c renotunom
delF508/del F508, mpotus 10 u3 11 (90,9£8,7%) ¢ renorunom del F508/nondel F508.
AycKynbTaTHBHAs KapTHHA B JICTKUX Yy OOJBHBIX MYKOBHUCIMI03a C pa3HBIMHU
reHoTunaMu Oblia pasHooOpasHou. Tak, B OonbimimHcTBE ciyyaeB y /7 u3z 10
(70,0+14,5%) namuentoB ¢ renotunoM del F508/delF508 BriciyinBainuch BiIaKHbIC
xpunel, mpotuB 10 w3 11 (90,9+8,7%) y manMEHTOB C T'CHOTHUIIOM
del F508/nondel F508; cyxue xpursr y 6 u3z 10 (60,0+£15,5%) cooTBeTCTBEHHO, IPOTHB
6 u3 11 (54,5£15,5%); y 6onpmuucTa — 9 u3 10 (90,0+£9,5%), npotus 10 u3 11
(90,94£8,7%) cooTtBeTcTBeHHO Xpunbl uUMenu auddy3HbId Xapakrep. JloKajabHbBIC
XPHIIBI B JIETKUX y OOJILHBIX MYKOBUCIIHIO30M HE ONpeesuiuch. [Ipu nepkyTopHOM
ONPENICJICHUN TPaHUI[ CepJlla HOPMAIbHBIC pa3Mepbl OTMEUAINCh Y BCEX
HaOJIF0IaeMbIX TAIIMEHTOB C MYKOBUCIMT030M. CO CTOPOHBI CEPJCUHO-COCYAUCTON
cucteMbl HaOmoganack taxukapaus —y 3 u3 10 (30,0£14,5%) GonbHBIX U3 MEPBOM
rpynmnsl, npotuB 4 u3z 11 (36,4+14,5%) u3 Bropoi; skctpacuctoaus y 1 m3 11
(9,1+£8,7%) nereil, CHUCTONMYECKMI IIyM B OO0JIACTH BEpXYyIIKEe cepaia
(cuctonmyeckuii mMyM OTMEYaics HCHMHTCHCHBHBIM M HE MPOBOAMIICS 3a IMPEIeibl
cepaa) y 4 u3 10 (40,0£15,5%), mnporur 4 u3z 11 (36,4+14,5%) GoabHBIX C
KOMITaYHI-TETEPO3UTOTHBIM ~ T'CHOTHIIOM.  JKeJIy/I0YHO-KUIIICYHbIE  HApYyIICHHS

nposBsuich noiaudekanuern y 7 u3 10 (70,0£14,5%) nmanueHTOB C T'C€HOTHIIOM
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delF508/del F508, mpotus 4 u3 11 (36,4+14,5%) ¢ renorunom del F508/nondel F508;
HeO(OPMIIEHHBIM, YYAIICHHBIM CTYJIOM, BUAUMON CTEaTOPEeH M MHTOKCUKAIIMOHHBIN
curapom y 7 u3 10 (70,0+14,5%), npotus 7 u3 11 (63,6:14,5%) coOTBETCTBEHHO.
['enaTomeranust otmevanachk y 5 u3 10 (50,0%) GonbHBIX MEPBOW TPYIIIBI, MPOTUB 5
u3 11 (45,5£15,8%) coorBercTBeHHO; cruieHomeranus y 3 u3 10 (30,0£14,5%),
npotuB 2 w3 11 (18,2+13,4%), COOTBETCTBEHHO. «DKBUBAJICHT MEKOHHAILHOI'O
uwieyca» B BHAC KHIICYHOW KOJHMKH, OTCYTCTBHE CaMOCTOSITCIIBHOTO CTyJIa,
MOBTOPHOW PBOTHI, B3ayTHE xHBoTa oTMevancs y 2 u3 10 (20,0+12,6%) nereit ¢
renotunom delF508/delF508. ¥V nByx aeBouek, JOCTUTIIMX MyOEpTaTHOrO BO3pacTa,
HAOJII0IAIOCh OTCTaBaHHWE B IOJIOBOM pa3BUTHH (3aJepKKa MEHapXe, OBOJOCCHHUS
noAMbIIIeYHbIX BragauH), mo 1 u3 10 (10,0+9,5%) B nmeproit u 1 u3 11 (9,1+8,7%) Bo
BTOpO# rpymme, coorBercTBeHHO (Tadnm. 1).  Ilpm wu3ydeHHWH 3aBUCHMOCTH
KIuHndeckux ¢dopm 3aboneBanus ot reHotuna CFTR Hamu yctaHoBiieHO, 4TO Yy
oonbHbIX ¢ delF508/ del F508 uarie BcTpeuanach cMerranHas popma 3a00eBaHus — Y
8 u3 10 (80,0+£12,6%), nmpotus 7 u3 11 (63,6:14,5%) B koMmayH — reTepPO3UTOTHOM.
B 1o Bpems kak y maruentoB ¢ reHotunom delF508/- wamie BepudummpoBanach
aerounas popma —y 3 u3 11 (27,3+5,1%), nporus 1 u3 10 (10,0+£9,5%) ¢ renotunom
delF508/del F508. M3omupoBaHHas kuiedHas ¢popma BCTpedasiach B 00CHX rpyrmnax
—vy 1 u3 10 (10,0+9,5%) B nepsoii rpymnme u 1 u3 11 (9,1+8,7%) — Bo BTOpOIi. [IpH
W3YUYEHUM 3aBUCUMOCTH TSDKECTH 3a00JieBaHMs OT TE€HOTHUIIA CFTR Hamm
yCTaHOBJICHO, uTO narueHThl ¢ reHotunoM delF508/delF508 B onuHakoBol cTerneHu
HUMEH TsDKeNoe U cpeaneTsukenoe coctossuue — 3 u3 10 (30,0£14,5%), kpome TorO, Yy
2 u3 10 (20,0£12,6%) 3ab0seBaHNEe HOCHUIIO KpaiHEe TshKenoe TeueHue. B To Bpems
kak manueHTbl ¢ renotunoMm delF508/nondelF508 umenn Oosiee jerkoe TedeHHE
MYKOBHCIIM/103a, C MPeo0IajlaHieM OOJbHBIX CO CPEIHETSKEIIBIM TeUeHHEM — y 6 u3
11 (54,5+15,0%).

[Tpr MUKPOCKOITMYECKOM HCCIICIOBAHMH Kajla BBISBJICHO, YTO 00JIee BhIPAKCHHBIC
U3MEHCHHS ONpeeIsINCh y nanueHToB ¢ reHotunom delF508/delF508. OcuoBHol
OPUYUHOW  BBISBJICHHBIX ~ HAPYIICHWH  SBISAETCA  HEJOCTaTOYHAs  (DYHKIHS
MOJDKCITYIOYHON  JKeJIe3bl, IpPHU ITOM JCPHUIMT MaHKPEaTHIECKUX (EPMEHTOB

MMPpUBOAUT B OCHOBHOM K HAPYHICHUIO MOJOCTHOM (1)3351 MAMICBAPCHUA, K CHUKCHUTIO

PDF created with pdfFactory Pro trial version www.pdffactory.com



http://www.pdffactory.com
http://www.pdffactory.com

NepeBapUBaHUsl W BCACBIBAHUS JKUPOB, OCIKOB, TOJHMCAaXapUIOB C pa3BUTHEM
creaTopeu, Kpearopeu, amuiopen [3].

PentreHonoruueckoe oOcienoBaHHEe BceM OOJNBHBIM €  MYKOBHUCIHIO30M
NPOBOJMIIOCH TIPU BepUdUKaIMu Tuarnosa. Hambosiee xapakTepHble MPU3HAKU IS
oonpHbIx ¢ reHorunom delF508/delF508: ycunenune nerounoro pucynka y 9 uz 10
(90,0+9,5%), mpotus 11 (100+0,0%) Goabubix ¢ reHotunom delF508/non delF508;
npusHaku aedpopmanuu y 8 m3 10 (80,0£12,6%), mpotus 5 uz 11 (45,5+15,0%)
MAI[MCHTOB COOTBETCTBeHHO; sMpuzema y 8 u3z 10 (80,0+12,6%), nporue 3 u3 11
(27,3+£13,4%) cooTBeTCTBEHHO; pa3BuTHe MHeBMOCKiIepo3a y 7 u3 10 (70,0+14,5%)
nered, npotuB 4 u3 11 (36,4+14,5%) coOTBETCTBEHHO; HHPUIBTPATUBHBIC TCHU y 2
u3 10 (20,0£12,6%) OonbubIX, mpotuB 3 u3 11 (27,3+13,4%); cermMecHTapHbBIC
atenekrtasbl y 4 u3 10 (40,0+15,5%), npotus 2 u3 11 (18,2+11,6%), cOOTBETCTBEHHO.

OOBEKTHBHBIM KPUTEPHEM OICHKH 3()(PEKTUBHOCTH Tepamud U MPOrHO3a
MYKOBHUCIIM103a SBJISICTCS UCcieqoBanue GyHKuu BHenHero aeixanus (OBJ]) [3, 6,
7]. Ilpu u3ydyenuun 3aBucuMocTy nokaszaresieit @B/l oT reHoTHIIa HAMH YCTaHOBJICHO,
yto B rpymme 00ibpHbIX ¢ reHotunom del F508/del F508 nMenucs Gosiee BhIpaKEHHBIC
WU3MEHEHHs ToKa3aTeliei, ¢ JocToBepHbIM oTiauuneM o FEV 1, FEF 50 (ta6i. 2).

BakHbIM KpuTepueM MporHo3a 3abosieBaHuss W (HAKTOPOM, OMPEIACIISIONIINM
UHTCHCUBHOCTh  AHTUOAKTEPUAIBHOW  Tepamud, TPEACTABISICTCS — XapakTep
KOJIOHM3AIlMd  OpPOHXOB  MHKpOOHOW  ¢uopori [3, 6]. Cpenu  OONBHBIX
MYKOBHUCITUIO30M C pa3jMYHbIMH TE€HOTHUIIAMH OTMEYalach OJMHAKOBAas YacTOTa
BbiceBa Pseudomonas aeruginosa: y 8 (80,0+12,6%) ¢ renotunom del F508/del F508,
npotuB 8 (72,7+13,4%) ¢ del F508/nondel F508.

[lpu aHanu3e  pe3yiabTaTOB  YJIBTPA3BYKOBOTO  HCCIICJOBAHUS  ICUYCHH,
MOJDKETYJOYHOM JKeJIe3bl U KEITYHOTO MY3bIps BBISBICHO: MU dy3HOE YIUIOTHEHUE,
ycuiieHue u jaedopMaiius COCyIMCTOr0 PUCYHKA MOKETy10uHOM kene3bl y 8 u3z 10
(80,0+12,6%) Oombubix ¢ renoTunoMm delF508/delF508, mpotuB 7 wm3 11
(63,6+14,5%) c renotunom delF508/nondel F508; y 8 u3 10 (80,0+12,6%) manueHToB
— YBEJIUYCHUE Pa3MEpPOB IMOJKEIYIOYHOM kene3sl, npotuB 8 u3 11 (72,7+13,4%);
yBenuueHue pasmepoB mneuenn y 7 u3z 10 (70,0£14,5%), npotuB 6 wu3 11

(54,5+15,0%); nporokoBsie uamenenus nedenn y 10 u3z 10 (100+0,0%), nporus 10
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u3 11 (90,9+8,7%); yIIOTHEHHME W YTOJIICHHE CTCHOK JKeITYHOro my3bips y 8 uz 10
(80,0+12,6%), mpotuB 8 wu3z 11 (72,7+13,4%), coorBercTBeHHO. Y 2 u3 10
(20,0+£12,6%) 60abHBIX ¢ TOMO3HTOTHBIM I€HOTHIIOM BBISIBIIEHBI KUCTHI IIEUEHHU.

[Tpu comocTaBieHUH TOKa3aTeNIeld MPOBOUMOCTH XJIOPH/IOB B MOTOBOM KHIKOCTH
B 3aBHCHMOCTH OT T'€HOTHIIA YCTaHOBIEHO, uTo y OonbHbIX ¢ delF508/delF508
OIPECISINCh BHICOKHE BEIMYMHBI YPOBHS MPOBOJUMOCTH XJIOPHIOB IOTa (BBIIIEC
100 mmombe/n) — y 7 u3 10 (70,0£14,5%), npotus — 4 u3 11 (36,4£14,5%) c
rernotunom delF508/nondel F508. HeodxoauMo oTMeTuTh npeobiiaianne OOJIbHBIX C
renoturiom  delF508/nondelF508 ypoBHs ~ mpoBOIMMOCTH  XJIOPUIOB TIOTa B
auamazone ot 80 g0 100 mmoss/i (puc. 2).

JIns  monydeHUst OOJBIIErO  KOJMYECTBA  JIOCTOBEPHBIX  KIMHUYECKUX U
7a00paTOPHBIX MPU3HAKOB, XapaKTEPHBIX IS TOTO WM MHOI'O BapHaHTa T'€HOTHIIA
TpeOyeTcs naibHeiInee MPOCIEKTUBHOE HAOJIOACHHE 3a MAlMCHTaMH C JIaHHOM
natojorueii [3,4,5].

Takum o6pa3oM, 1o pesyinbratam JIHK-tunupoBanwss Ha  TEppUTOPHHU
KpacHosipckoro kpasi y MaldeHTOB C MYKOBHCIIHI030M 3HAYUMBIMH MYTalUSIMHU
spistorcss delF508, CFTRdele2,3(21kb), 2143delT, 394delTT, uro cooTBeTCTBYyET
CICKTPY MYTaIliii, 3aperdcTpUPOBAaHHOMY Ha OCHOBHOW TeppuTopuu Poccumu.
[lony4yennsle cBeaeHuss o cnekrpe Myrauuid reHa CFTR y OonsHbix MB B
KpacHosipckoM  Kkpae B  3HAUMTENIBHOHW  Mepe  JOMOJHSIOT  JaHHBIE O
pacnpocTpaHeHHOCTH MyTaluii B Cubupckom depepaibHOM OKpyre, 4To MO3BOJISICT
UCIOJB30BaTh HX JUIA IUIAHUPOBAHMS JaJIbHEHIIMX HCCIeI0BaHUN B 00JacTh

HOHYHHHHOHHOﬁ T'CHCTHUKMU.

CLINICAL AND GENOTYPIC CHARACTERISTICSOF PATIENTSWITH CYSTIC
FIBROSISIN KRASNOYARSK REGION

N.A. llyenkova, V.V. Chikunov
Krasnoyarsk State Medical University named after prof. V.F. Vojno-Y asenetsky

Abstract. It was conducted clinical and laboratory examination of 24 patients with
cystic fibrosis who are registered at the Regional Centre of cystic fibrosis. As aresult
- the characteristics of the obtained indices depending on the mutation of the gene
CFTR.

Key words: cystic fibrosis, gene CFTR.
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