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Ka3aHCKUin rocyapCTBEHHbI MeLULUHCKNIA YHUBEPCUTET
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JOKTOP MeLULMHCKNX HayK, Npodheccop, 3aBeayoLnii Kadhepor rocnuTanbHO NeamaTpum ¢ Kypcamu nosnmKIMHUYECKO neanaTpum u
nocneannIoMHOro 06pasoBaHns
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lMpedcmaeneH onbim pabomsi Llenmpa mykosucyudosa Pecriybnuku TamapcmaH. B Hacmosiwee spems 8 ueHmpe Habrrodaromcesi
73 nayueHma, 13 u3 HUX 835mbl Ha y4em rocsie ob6credosaHusi o Mogody MoOKUMeIbHO20 HEOHamarsbHO20 CKPUHUH2a. U3y4eHbi
pacrnpocmpaHeHHoCmb, anudemMuoioeudyeckue, eeHemuyeckue u Opyeue ocobeHHocmu 3abonesarusi. OceewieHbl acrnekms! cospe-
MeHHOoU Oua2HOCMUKU U mepanuu 3abonesaHusl.

Knroyeesnie crioga: Mykogucyudos, HeOHamarsbHbIU CKpUHUH2, Mymauusi delF508.
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Achievements and prospects development of the
centre of cystic fibrosis of Republic Tatarstan

It is presented experience work of center of cystic fibrosis of the Republic of Tatarstan. Currently, the center of the observed 73
patients, 13 of them were taken on the account after a survey about the positive neonatal screening. It is studied the prevalence, epide-
miological, genetic and other characteristics of the disease. Highlight aspects of modern diagnosis and therapy of disease.

Keywords: cystic fibrosis, neonatal screening, mutation delF508.

MykoBucumaos (MB) — cuctemHas HacrnegcTBeHHas 9K30-  HbIX 3abonesanuii u coctaenseT 6onee 9-10% ot obuiero uncna
KpuHonatusi, obycrnoBneHHasi MyTauuen reHa, Hacnegyemasi no  GOnbHbIX AETCKOro NyrbMOHOMOMMYECKoro ctTaumnoHapa. lNMpobnema
ayTOCOMHO-PELIECCUBHOMY TUMY C HEYKITOHHO NPOrPECCUPYIOLLMM  CBOEBPEMEHHON AMArHOCTMKM MYKOBUCLMA03a, paHHEro Hayana
TeyeHneM. Ha cerogHsILLHUA AeHb MyKOBUCLIMA03 SIBMSIETCS OO4HUM  afileKBaTHOW Tepanuu, akTUBHOW peabunutauum u coumnansHomn
13 Hanboree TSHKENbIX HACEeACTBEHHbIX XPOHUYECKUX NOMMOpraH-  adanTauumy SBNSIETCS akTyanbHOW HE TONBbKO C MEANLMHCKOW TOUKN

NEQUATPUA



‘6 (45) HOA6PDL 2010 T.

130 \}\M MPAKTUYHECKAA MEOULIMHA

3PEHUS, HO 1 BXKHOW B 3KOHOMMUYECKOM MNIiaHe, NOCKOMNbKY No3aHss
AnarHocTrka n neveHne TpebytoT 6onbLUMX 3aTpaT U paHbLLe Npu-
BOAAT K MHBanuam3aumm pebeHka.

PacnpocTpaHeHHOCTb MyKOBMCLMO03a BapbUpyeT B 3aBUCU-
MOocCTK oT nonynauun. Hanbonee yacto MB BcTpevyaeTcsa cpeam
HaceneHuns CesepHon EBponbl, CeBepHont AMepuku n ABCTpanum
(1:3500 HoBOpOXAEHHBIX) [1, 2, 3]. B Meanko-reHeTM4eckom Hayu-
HoM ueHTpe PAMH Gbinu nony4yeHbl AaHHbIE, CBUAETENLCTBYOLLNE
o 6onee Huskon yactotre MB B Poccumn, — 1:12000 HoBOpOXAEH-
HbIX. [laHHbI pe3ynbTaT HeMb3s CHUTaTb COBEPLUEHHO HEOXMAAH-
HbIM, OOHWM 13 ero 06bSICHEHWIN MOXET CIYXWUTb BUSIHUE CMeLLe-
HUS1 CNaBSHCKUX, TFOPKCKMX, (PUHHO-YTOPCKUX M APYTUX NONYNsALiA
B xoade chopmunpoBaHusa Hacenenmsa Poccun. ExerogHo B Mockse
poxgaetcs 10, B Poccun — 300, B CLLUA — 2000, Bo ®paHuumm,
AHrnun, Nepmannn — ot 500 go 800, a B mmpe — Gonee 45 000
neten, 6onbHbIX MB.

LleHTp AnarHocTukM 1 nevyeHust mykosucumaosa Pecny6nmvkum
TatapcTaH 6bin opraHm3doBaH B 1993 rogy Ha 6a3e nynbMOHOMO-
rmyeckoro otgenexus [etckon pecnybrnmkaHCKOW KIMHUYECKON
6onbHuupbl (OPKB) M3 PT. B HacTosiLee Bpems B LeHTpe Habnto-
[aloTcs 1 nonyyaroT nedvexve 73 naumenTa (56 — go 18 net, 17 —
crapwe 18 net), 13 U3 HKUX B3ATbl Ha y4YeT nocne obcneaosaHns
Mo NoBoAY MONOXUTENIbHOTO HeoHaTarbHOro CKpUHKHIa. [lo BBeae-
HVS1 HEOHATaNbHOrO CKPUHMHIA MYKOBMCLMA03 AMarHOCTMpOBarcs
B cneaytowme cpoku (puc. 1).

PucyHok 1.
Cpoku ycTaHoBneHus guarHosa MB no BBepgeHus
HeoHaTarbHOro CKPUHUHIa

Mo 1rona

8%

E1-3 ropa
H 3-5 gaer
M 5-7 aer
M 7-10 ger

H ctapue 10 jger

B cootBetcTBUM ¢ [MocTaHoBneHnem lNpasutensctea Poccun-
ckon ®epepaumm ot 31.12.2005 r. Ne 870 u MNMpukasom M3 n CP
Poccumn ot 22 mapta 2006 roga Ne 185 nogrotoBneHbl ctaHaap-
Tbl OKa3aHWs MEeQULMHCKOM NMOMOLLM AETSIM C MYKOBMCLMULO030M
B aMbynaTopHO-MONMUKIIMHUYECKNX 1 CTALMOHAPHBIX YYPEXAEHMUSIX.
HeoHaTanbHbIN CKpUHWMHT Ha MB y HOBOpPOXAEHHbIX OCHOBaH Ha
onpefeneHnn ypoBHs UMMYHOPEaKTUBHOIO TpuncuHoreHa (UPT),
KOTOpPbIN Bbiwe Y 6onbHbIX AeTen B 5-10 pa3 3a cyeT 3aKynopku
CEKPETOPHbLIX MPOTOKOB MOXKENyLo4YHON xenesbl. MeTog nccne-
[0BaHUS: KONMMYECTBEHHbIV (PIOOPECLEHTHBIN UMMYHHbIV aHanms.
YacToTa HeoHaTanbHOW rMnepTpUNCcUHOreHeMnn B NonynsLmm co-
craenset 5-10 getert Ha 1000 HOBOPOXAEHHBIX.

[Mporpamma HeoHaTanbHOro CKpUHWUHra [4, 5, 6] BknovaeT
B cebsi HeckonbKo 3Tanos. [epBbIli 3Tan — B poaUIibHOM AOME Ha
3—5-11 feHb XU3HW Y BCEX HOBOPOXAEHHbIX MPOU3BOANTCS B3SITUE
KPOBM ANs1 UCCreoBaHNsA U OCTaBka ee B Crelunanu3mpoBaHHyo
naboparopuio.

Btopow atan npeacrtaBnset cobon nabopatopHoe uccrne-
JOBaHMe Bcex MOCTYNUBLUMX B rnabopaTtoputo ob6pasuoB KpoBu

HOBOpPOXAEHHbIX. Ecnn pesynbrathl B npegenax HOpMbl, TO Ha
aToMm obcnefoBaHve 3aBepluaeTcs. B cnyyasx npeBbieHns Hop-
MarnbHbIX NMokasaTtenew poautensiMm pebeHka BbiCbINaeTcs MMCbMO
¢ npocbbor 06ecneynTb NOBTOPHOE, YTOYHSIIOLLIEE NCCNEfoBaHMe
KpOBW MarbiLLa.

TpeTuin aTan npu nonoxuTenbHoM pesynerate (6onee 40 Hr/
MI1) — noTtoBasi npoba. YeTBepThiN 3Tan Npu NOrpaHNYHOM pe3yrb-
TaTe notoson npobbl — AHK-gnarHocTuka.

B Pecnybnuke TatapctaH ¢ oktsi6ps 2006 r. no gekabpb 2009
r. obcrnegosaHo 110 556 HoBopoXxaeHHbIX: B 2006 . — 8 396,
2007 r. — 40 400, 2008 r. — 40 240, 2009 r. — 21 520. HeoHa-
TanbHas runeptpuncuHoreHemus (MPT>70 Hr/mn) BoisBneHa 'y 716
aeteit. OanH pebeHoK C NONOXUTENbHLIM PE3YNbTaTOM CKPUHUHIA
ymep. MonoxutenbHbin petect (MPT>40 Hr/mn) — 54 yenosexk.
MykoBucunaos nogreepxgeH y 13 nauneHToB. Y ogHoro pebeHka
¢ HopManbHbiMu Lmdpamu NPT BeicTasneH gnarHo3 MB. NeHeTnye-
ckoe uccnegosarve — OHK-gnarHoctuka nposegeHa 5 60nbHbIM,
BbisiBrieHa myTaumsa DelF508 B retepo3urotHomM coctosiHum. Pac-
npocTpaHeHHOCTb MykoBucuuaosa B PT coctaBuna 1:8000 HoBo-
poxaeHHbIX. CpegHuii Bo3pacT 6onbHbIx ueHTpa MB PT goctur 16
neT, a MeguaHa BbhknBaemocTun coctasuna 19,6 roga (pwuc. 2).

B ueHTpe ycneLwHo NpuMeHsoTCa ABE CUCTEMbI Afs aHanw-
3a nposoagumocTu nota. Cuctema ans cbopa u aHanu3a nota
Macroduct B komnnekce ¢ notoBbiM aHanusatopom Sweat-Chek
(CLUA) nosBonsieT NpoBoAuTL NOTOBY Npody BHe nabopartopwuy;
BpeMmsi cbopa nota coctaenseT 30 MUHYT 1 yCNeLLIHO NPUMEHSIeTCS
y AeTel nepBbix MecsLEB Xun3HW. CneumnanbHo Ans obcnenoBaHus
HOBOPOXAEHHBIX NpumMeHsieTca annapat Nanoduct, o6beauHsito-
LWMA cUcTeMy Ans CTUMYNSLUM MOTOOTAENEHNS NyTeM 3MeKTpo-
dopesa 0,1%-Horo nunokapnvHa u aHanuaaTop NPOBOAMMOCTU
nota. bnarogaps MMHMManbHOMY KonmM4ecTBy HeobxoaumMow Ans
TecTa NoTOBOW >MAKOCTK (BCcero 3-6 MKI) 9TOT annapaTt He3ame-
HVUM npu obcrnefoBaHNM HOBOPOXAEHHbIX B paMKkax MacCOBOro
CKPUHUHTa.

Cpenn naumeHToB LeHTpa MB PT gons TIOPKCKOW U CnaBsiH-
CKOW 3THMYecKux rpynn coctasnseT 57% v 32% cooTBETCTBEHHO
(11% — cmewaHnHas rpynna). JoMMHMpYtoLLen MyTaumei BO BCeX
HapogHocTax asnsetca delF508 — 53% nauneHToB. Npu atom
B 40% cnyyaes mytaums delF508 BbisiBneHa B roMO3UIOTHOM CO-
CTOSIHWUM, B 6% — reTepo3uroTHOM MOMOXEHUW C APYroN MAEHTU-
duumpoBaHHon myTaumen (delF508/2141delT, delF508/N 1303),
a B 7% — reTepo3nroTHOM NOMOXEHUN C HEM3BECTHOW MyTaLu-
en (delF508/unknown). Opyrue myTtaumm reHa CFTR (del121kb,
2143delT) BcTpevatoTcs pegko — maeHTudUUmMposaHsl y 10%
naumneHToB. eHOTUN He naeHTuduunpoBaH y 37% nauneHToB,
KOTOpble OTHOCATCS K THOPKCKOWM STHUYECKON rpynne.

YcTaHoBneHo, 4to myTauus delF508 accoummpyetcs ¢ Tshxenbiv
TeveHveM 3aboneBaHusl, BO3HUKHOBEHNEM CEPbE3HbIX OCTTIOXHEHWI
CO CTOPOHbI renatobunmapHol cUcTeMbl, NOOXKENYA0YHON Xenesbl,
B TO BpEMS Kak ocTarnbHble MyTauum 6onee peako NpMBOAST K No-
A0BHBIM OCNIOXHEHVAM. B AaHHOM rpynne 60nbHbIX BbiSBAEHb! Ta-
Kue naTonornyeckme CoCTOsIHUSA, Kak LMppo3 neyeHu, nopTansHas
rMNepTEH3Msi, CONPOBOXAAIOLLAACS KPOBOTEYEHNSIMU U3 BEPXHETO
oTAena nuLieBapuTenbLHOro TpakTa, aCLUTOM, TMNepcnieHn3Mom.
B psge cnyyaes pasBuBaeTcs xenyHokameHHas 6onesHb (4%).
N3meHeHWs1 B NodkenynoyHoNn xenese BedyT K BO3HUKHOBEHWIO
caxapHoro gnaberta (6%).

Mpv onarHocTuke 3aboneBaHus y NepBUYHOro BONbHOMO Mo-
MUMO OBLLENPUHSATBIX METOA0B 06cneaoBaHuUs (ynsTpasBykoBas v
peHTreHonornyeckasi AMarHoCcTuka, UccregoBaHve cTeneHn crtea-
TOpeu, PYHKLMIA BHELLHETO AbIXaHUs U T.4.) UICMOMNb3YeTCs KOMMbLO-
TepHas Tomorpacus (PKT) opraHoB rpyaHon KneTky, no3eonstoLLas
BbISIBUTb Hanuyve, nokanuaawmio, pacnpocTpaHeHHOCTb BPOHXO-
9KTa30B, MHEBMOCKIIEPO3a, B TO BPEMS KaK Ha peHTreHorpaMmMax
Te e naTonornyeckne naMmeHeHus He Busyanuanpytorcs. B PKB
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PucyHok 2.
Mpadmk BbDKMBaemMocTn nauueHToB LeHTpa MB PT

Survival Function
O Complete Censored

Cumulative Proportion Surviving
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Survival Time

KoMnbtoTepHas Tomorpadmsa nposoautca ¢ 1995 roga Ha anna-
pate dupmbl Toshiba X-SPEED. Kputepusamn otbopa aeten ans
HanpasneHusi Ha PKT siBnsitoTcs cnegytoLye peHTreHonormyeckme
OaHHble — andpdysHas rpybas gedopmMaums Nero4HoOro pucyHka,
CerMeHTapHble UNnu JoneBble 3aTEHEeHUs! NEeroYHON TKaHW, yyacT-
KW YNNOTHEHUSI NEroYHOW TKaHW, aTeneKkTaTu4yeckne N3mMeHeHus,
CMeLLieHNe CPefoCTeHMs, a Takke HeOObSICHUMbIE PECNIMPATOPHbIE
cumnTomsl. [MNpu npoeeaeHnn PKT nauneHTam 4o 3 neT npumeHsieTcs
nporpaMma c TOofLUMHOM cpe3a 5 mm, warom 5 MM, a y aeTen crap-
Lero Bo3pacta — ¢ TonwuHon cpesa 10 mm, warom 10 Mm.

[MpoaHanuanposaHbl pesynstaTtel PKT opraHoB rpyaHoON KNeTkm
39 nauueHTtor ¢ MB B Bo3pacTe ot 2 go 18 net. Cpeau o6cnenosaH-
HbIX AeTen 1 NoapocTKoB Y 27 (69%) BbISIBNEHbI pacnpoCTPaHeHHbIe
OpOHX03KTa3bl (OT hopMUpyOLLMXCA A0 FPYObIX MHOXECTBEHHbIX
1 KMcTonofobHbIx), 5 (19%) M3 HUX UMENKN CerMeHTapHbIe aTenek-
Ta3bl. Cpeamn Bcex obcnenoBaHHbIx y 32 (82%) aeten yctaHosne-
Hbl SIBMEHNS MHEBMOCKNEepo3a. AMdusema nerkux BoisiereHa y 4
(10%) yenosek. Npu3Haku pacnpocTpaHeHHOro AedopMUpyoLLEro
6poHxuta nmenu 12 nauneHTos (31%).

MpoBogumoe BGakTepuonornyeckoe nccrenoBaHne MOKpOThI
yka3biBaeT Ha npeobrnagaHve accoumauun Ps. Aeruginosa n St.
Aureus. Y yeTtBepbix 60nbHbIX oTMevaeTca BbiceB MRSA, uto
Bbl3blBaeT HanbomnbLUMe CMOXHOCTU B MPOBEAEHUN aHTubakTe-
pvanbHoi Tepanun. N3onstel Ps.Aeruginosa Obiny YyBCTBUTENb-
Hbl K KapboneHemam (MeponeHem, MuneHem), TOPXMHONIOHaM
(umnpodpriokcaumH), uedrasngnmy. 3aMeTHO MEHbLLYI0 aHTUCK-
HErHOMHYI aKTUBHOCTb MPOSIBNSANM aMuKauumH, Ledukeum. Bee
CTaUIIOKOKKM ObINN YyBCTBMTENMbBHbI K BAHKOMULMHY, @ MRSA
Takke YyBCTBUTENbBHBI K LedpanocnopuHam |, 11, 11l nokonexus (ue-
dasonuH, uedypokcum, Ledenum), 3aneHHbIM NeHNLUNn-
HaM (aMOKCMKKNaB), Makponuaam (a3vTpoOMULMH, KNapUTPOMULIMH).
B 3aBrcuMocCTH OT pesyrnbTaTtoB 6aKTepronornyeckoro MOHUTOPUH-
ra MokpoTbl 60MbHbIM pa3pabaTbiBaeTcst MHAUBMAYaNbHAs aHTuW-
GakTepuanbHas Tepanusi. YacTb geTeln nonyyatroT ee nnaHoBbIMU
ABYXHeAenbHbIMU BHYTPUBEHHbBIMW Kypcamu kaxable 3-4 mecsua,
YTO NO3BOMSIET CHU3UTL YacTOTy 06OCTPEHUI GPOHXONEro4YHoOro
npouecca B 2 pa3a. Kpome Toro, ycrnewHo NpuMeHsItoTCS nepo-
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panbHble Y MHransiLMOHHbIE NyTK
BBeAEHNs aHTubakTepuanbHbIX
cpencTs.

B 2000 rogy Ha 6a3e nynbmo-
Honoru4yeckoro otaenenuns APKB
HayaTo NPUMEHEHME MYKOMUTUYE-
ckoro npenapata «lynbmo3nm»
(bnpma «XodpdpmaHH — Jla
Pow»). MNMynsmo3um npegcraens-
eT cobon peKOMBUHAHTHY Ye-
noeedveckyto [QHKa3y, ssnsaetca
CVHTE3UPOBaHHbIM (DEPMEHTOM,
aHanoroMm npupoaHoro depmeH-
Ta yenoseka. ynbmo3um npu-
MeHsieTCsl B BuAe WHransuun
Yyepes Hebynawnsep B Ao3e 2,5 mr
B [eHb. VIMeeTcs onbIT npyMeHe-
HWS NyNbMO3UMa y AieTe paHHero
BO3pacTa — MepBOro rofa Xu3sHu
(3 peTen cTapLue Tpex Mec.) npu
oTcyTCTBMM adhpekTa oT ambpo-
rekcana, nasonsaHa v T.4.

Ha ¢doHe neveHns nynbmo-
3MMOM Yy BCeX 6orbHbIX Habmto-
Aanoch ynydlweHve Kak camo-
YyBCTBMSI, TaK U PEONOrn4yecknx CBOMCTB MOKPOThLI. Mokasatenu
YHKUMM BHELLHero AbixaHus (puc. 3) u catypauum kucnopoga
TaKke MeNn NonoXnTenbHyo agnHamMmuky. NMoboyHble addekThl 3a
nepuvopg NpYMeHeHWsl npenapaTa yCTaHOBMEeHbl Y 2 NaLMeHToB — B
BMeE OCUMIOCTU rofoca.

Bce naumeHTbl ueHTpa MB PT obecneymBatoTcs KpeoHOM, My-
KonuTMKamu (auetunumctenH, ambpokcona rugpoxnopua u ap.),
renaTonpoTeKTUBHbIMK MpenapataMu (ypcodanek, ypcocaH) no
6ecnnatHbIM peuentam. 100% 6onbHbIX MyKOBMCLIMA030M obecne-
YeHbl KOMMPECCOPHBLIMU UHranaTopamu pasnuyHbix pupm (PARI,
OMRON) 1 nonyyatoT exxeaHeBHbIE NHransuum ¢ GpoHxonMTKamm
(6epotek, 6epogyan), Mmykonutukamu (MyrnbMO3nM, aleTunumcTe-
WH, ambporekcar), No mepe HeobXoAMMOCTN — aHTMBOUOTUKaMMU.
C 2009 roga B nieveHnmn NaumMeHToB NCMorb3yeTCsl MEePKYCCUOHHbI
WHTpanysibMOHaIbHbIA BEHTUIISTOP.

OpnHuM 13 Hanbonee BaxHbIX KOMMOHEHTOB Tepanun MyKOBUC-
unao3a sBNSieTCs KMHe3uTepanusi, Kotopasi BO MHOTOM onpefe-
naeT ANUMTENbHOCTb U Ka4yecTBO XM3HU BonbHoro. MpumeHsioTes
AbIXaTenbHble Urpbl, yNpaXXHEHN ANS rPyAHON KIEeTKW U XUBOTAa,
ApeHaxHble NOMNOoXeHNs Tena, Knond-Maccax, ayToreHHbl ape-
Hax, pnaTTep, ynpaXHeHns Ha NMMHacTUYecknx msyax, 6atyTtax.

YuutbiBasi He06X0AMMOCTb NOCTOSIHHOMO KOHTPOSS COCTOSIHUS
Habntogaembix 60MbHbIX, MPOBOAUTCS PErynsipHoOe KOHTPOSIbHOE
obcnenosaHve (1 pas B 3-6 MecsiLeB) ¢ nocneaytoLLen Koppekumen
6asncHon Tepanuun. Kak pesynsrat KOMMNEKCHON 1 COBPEMEHHOW
Tepanun 0TMeYaeTCsi CHUXKEeHMe YacToTbl 060CTpeHuii GpoHxone-
roYHOro npotiecca, neranbHocTn. CoBepLUEHCTBYOLLMECS Neves-
Hble 1 MeMKO-coLmanbHble MeponpusaTUs GnaronpusTHO BAUSOT
Ha NPOAOIMKUTENBHOCTb XNU3HW NaLMEHTOB.

B nocnenHue roabl 3Ha4UTENBHO U3MEHWUTOCH MOHUMaHWe Npo-
6remMbl MyKOBUCLMA03a KaK MEAULMHCKMMU paboTHMKaMK, Tak
1 opraHusaTopamu 3gpaBooxpaHeHusi. CosgaHa accoumaums pogu-
Teneu 6onbHbIX AeTen, KoTopasi COBMECTHO ¢ POCCUNCKUM LIEHTPOM
MYKOBWCLA03a NPOBOANT NPOCBETUTENBCKYHO, MCUXOIOTMYECKYHO,
npaBoByto paboTy no npobnemam 3abonesaHus. AKLEHTUPYeTCs
BaXXHOCTb y4YacTusi poguTenen B npouecce nevyeHus, peabunu-
Taumu, agantauum K COBPEMEHHbBIM YCIOBUAM XN3HU BOMbHbIX
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PucyHok 3.

Mokasatenu beHKLIMVI BHeLIHero AbiXxaHua nauuMeHTOB A0 U nocre ne4vyeHus
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neteit. OgHaKo, HECMOTPSI HA OYEBUAHBIE YCMEXU, OOCTUrHYThIE
B AMArHoCTVKe, NedYeHnn, peabunutaumm  Meamko-coLmansHom
apanTauum 60nbHbIX MyKOBUCLIMO030M, OCTAETCA HEMaro BOMpo-
COB, TPeBYIOLLIMX AaNbHENRLLEro peLleHNs.
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KA3AHCKUH MEOHIUHCKUH IIOPTAN
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