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Summary

Since 1990 466 CF patients and more than 1000 members of their families which were clinically diagnosed
in the Department of CF of the Research Centre for Medical Genetics have been examined for 20 mutations in the
CFTR gene. More than 80% of the patients were originated from the European part of Russia. The relative
frequencies of 13 screened CF mutations were as follows: AF508 — 53%, CFTkdele2.3(21kb) — 6.4%, N1303K
— 2.6%, G542X — 2.0%, W1282X — 1.9%, — 3849+10kbC-T — 1.9%, 2143AT — 1.8%, 2184insA — 1,8%, R334W
— 0.7%, S1196X — 0.7%, 394ATT — 0.4%, 1677ATA — 0.5%, G551D — 0.3%. Other screened mutations have
not been identified in our sample. The above mentioned 13 mutations account for 756% of all CF alleles of Russian
patients. It seems that it is possible to distinguish a nuc!eos of common “Slavic” mutations (CFTRdele2.3(21kb),
2143AT, 21S4insA) but their origin and history of distribution should be clarified further. Still about 25% of CF
alleles are remained to be identified in Russian population and only for 56% of CF patients the full CF genotype
could be recognized. In families where one or both parents have unidentified mutations analysis of inter- and
intragenic DNA markers have been exploited to complete genetic testing. As a result the informativity close to
100% could be obtained for all families with the CF child.

Pesiome

MonekynsipHO-reHeTu4eckoe nccnesiosaHne 6onbHbIX MykoBucuMao3oM (MB) nposoauTes B nabopatopuu
reHeTuueckon anuaemuonorun MIHL, PAMH ¢ 1990 r. K HacTosweMy BPEMEHU MONEKYNSPHO-I8HEeTUHEeCKUiA
aHanua BbINoNHeH B 466 cembsix, umeiowmx 6onsHoro MB pebetika. MpeasaputensHoe kKnvHuyieckoe obenenosaqme
1 NOCTaHOBKA AMarHo3a NpoBOAUANCH B HAY4HO-KIIMHUYECKOM OTAeneHun mykosucumaosa MIrHL PAHM. Bonee 80%
nauueHToB nNpoxueany B Esponeiickoit 4actu Poccuu, okono 15% — ua paitoHos Cubupu u JansHero BocToka.
[HK 60nbHbIX 1 UX poavTeneil npockpuHuposanu Ha 17 mytauuii B reHe CFTR. OTHocuTenbHble YacToTsl 13
o6HapyXEeHHbIX MyTaumii cneaytowme: AF508 — 53%, CFTRdele2,3(21kb) — 6,4%, N1303K — 2,6%, G542X —
2,0%, W1282X — 1,9%, 3849+10kbC-T — 1,9%, 2143AT — 1,8%, 2184insA — 1,8%, R334W — 0,7%, S1196X
— 0,7%, 1677ATA — 0,5%, 394ATT — 0,4%, G551D — 0,3%. KaxeTca BEpOATHbIM, YTO BO3MOXHO BbIAENUTD
SAPO 4acTbIX “CnaBsHCKMX" MyTauuii B u3ydqeHHow Bbibopke MB xpomocom: CFTRdele2,3(21kb), 2143AT,
2184insA, HO UX NPOUCXOXAEHUE U UCTOPUS PacnpoCcTpaHeHus TPedYIoT JanbHellero NCCNeaoBaHna U YTOHHEHUs.
MpumepHo B 25% MYKOBUCUMAO3HLIX XPOMOCOMAaX MyTauus OCTaeTCsi HemaeHTUPUUMPOBAHHOW, NO3ITOMY B
cembsix, rae oavH unu oba poauTens ABNAIOTCA HOCUTENAMU HEeMAEHTUPUUMPOBAHHLIX MyTauunii, NPOBOAUTCS
aHanu3 BHYTPU- U BHereHHbix [JHK-MapkepoB ans onpenenenus dasbl cuennexms mytantHoro MB-annens. B
pesynbTaTe MHPOPMATUBHOCTb KOCBEHHOIO TECTa B CeMbsIX, MeloLmx 6onbHoro MB peberka, nocturaet 100%.

Myxkosucuunos (MB) — nan6onee pacnpoctpanentoe  (Cystic Fibrosis transmembrane conductance regulator
TSDKeJIoe, ayTOCOMHO-PeliecCHBHoe 3abouiesanne. en, oteer- — CFTR) [1]. K HacTosimeMy BpeMeHH OGHapy»XeHbl
CTBEHHBIi 3a pasBUTHE 3aGoieBaHHst, Gbut KapTHpoBaH B 1989 .,  okoso 900 myrtanmit B rene CFTR, npHBOASIHX K pas-
a npoykr ero (6esiok) HasBaH “MYKOBHCIHMIO3HBIH TPaHC-  BHTHIO 3a6osieBaHus. [To naHHBIM MeXyHapOAHOrO KOH-
MeMOpaHHbIi PeryJsiTop MpOBOANMOCTH MYKOBHCLHI03a”  copuryma, MeHee 10 myrauuit B reHe CFTR MoXHO
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CYMTaTh YacTo BeTpevalowuMHucsi B Mupe [2]. OTHocu-
TEJbHOH YaCTOTH 3TH MyTallMH B 06 be/INHEHHONH BEIGOPKe
MB XpoMocoM I0CTHrAIOT CJIEAYIOUAX 3HaueHH#H: AF508 — 66 %,
G542X — 2,2%, G551D — 1,6%, N1303K — 1,3%,
W1282X — 1,2%, R553X — 0,7%, 621+1G-T — 0,7%,
1717-1G-A — 0,6%. OcranbHbie SIBJSIOTCS pacnpocTpa-
HEHHBIMH JIMLIb B HEKOTOPBIX MOMYJSIUMSAX, a MHOTHE
YHHKAJIBHBI, T.€. BCTPEYAIOTCSl TOJBKO B OIHOM CEMBE.
CriekTp W OTHOCHTeJbHBIE YacToThl MB MmyTauumit cyue-
CTBEHHOM Pas3JIMYalOTCs B PA3HLIX MOMYJISLHAX.

MounexkynsipHO-TeHeTHYeCKoe o6cJjiefloBaHHe GOJbHBIX
MB nposogutcs 8 MHHIL] PAMH nauunas ¢ 1990 r.
[TepsoHayasbHOM 3ajjayelil OBUIO ONpejiesieHHe CIeKTpa
MB myTauui, XapakTepHbIX ST POCCHHCKHX GOJIbHBIX.
ComectHo ¢ MHcTHTyTOM GHOreHeTHKH (Bpect, ®pannus)
o6cieioBanbl BhIGOpKH 38 6oabHEIX MB 13 LleHTpanbHoi
Poccuu, usyyanmch Bce 27 9K30HOB H 06/IaCTH SK30H-HHTPOH-
HBIX coeliHeHHH reHa CF TR MeTonoM iIeHaTypHPYIOILEero
reJib-3j1eKTpodopesa ¢ MoceayoliM CeKBeHHPOBaHHEM
dparmentoB JIHK ¢ anomanbHOM nmojsHkHOCTBIO [3]. B
pesyJibtaTe paboTel OBIIH BbIsIBJEHb! 18 pasiMyHBIX My-
tTauHid B rede CFTR, 3 M3 HHMX ONHCaHbl BrepBhle —
175AC, 624AT u D572N, 1 onpejiesieHbl MyTalliH, KOTOpbIE
MOIVIH CUHTATbCS PACMPOCTPAHEHHBIMH CPeld GOJIBHBIX
u3 Poccun. K Takum MyTauusiM MOXHO OBLIO OTHECTH
F508A (10-ii sxson), W1282X (20-i sx3om), 2143AT
(13- skson), 2184insA (13-it ak3on) u 3821AT (19-ii
sk30H). Bostee 25% MB-anneneii octanuch HEeHIeHTUH-
LIHPOBAHHBIMH B MCCJIEIOBAHHOH BHIGOPKE OOJIBHBIX laXe
TnocJie H3y4eHHs BceH KOMMPYIOLEH MOC/Ie10BaTebHOCTH
resa CFTR. to orauyaet nonyasuuio Poccuu ot 60ib-
WKHCTBA nonyJsunit 3anagHoi Esponsl, rae 6onee 95%
MyTaHTHLIX aJuienell reHa CFTR o6GycJ/loBJIEHO H3MeHe-
HHSIMH T10CJIeI0BATEIbHOCTH HYKJIEOTH/IOB B 3K30HAX MJIH
MecTax CIJIaHCHHTa.

Xors 6osee 95% myrauuii B rese CF TR o6ycioBaeHs
3aMeHOH OIHOrO HYKJIEOTHJA Ha APYTo#, MpearnoJaraeTcs,
YTO B MOMYJSILUMSX, TJie He YAAeTCSl BHIIBHTb MOJHBIN
CMEeKTp MyTallMd B KOAMPYIOLIEH YacTH reHa, BEPOSITHO
0GHapyXHThb NIPOTSKEHHbIE fieielH. B smreparype ony6iin-
KOBaHbI laHHbIE O 5 TaKHX HeJIEUHsIX, HO 0Ka3ajloCh, YTO
OHH SABJIIIOTCS JIHOO O4YEeHb PEAKHMH MYTaUUSIMH, JHOO
BCTPEYAIOTCS TOJNBKO B KOHKPETHBIX monyasuusx [4—8].
HenaBHo Oblia oGHapyKeHa elle OfHA NPOTSIKEHHas!
Jefiels, oxBaThbiBalouias 3k30Hs 2 H 3 rena CFTR [9].
HeckoJsbko npeiBapHTeIbHBIX HAGMIONEHHH J0Ka3biBaJH
BO3MOXKHOCTb CYIIECTBOBAHHSI TaKOH JAeJeUHH. ¥ HeKo-
TOpbIX GO/IbHBIX MB HEeBO3MOXHO GbIIO aMMJIHGULIKPO-
BaTh 2- ¥ 3- 9K30HbBI, HCMIONIb3Y'sl CTAHAAPTHEIE METO/bI.
B nocsienctBuu GBIIO MOKa3aHO, YTO 3TH GOMbHBIE SABJS-
JIUChb TOMO3HIOTAMH MO JAHHOH AejeuH. Y 3 GOJIbHBIX
u3 l'epmannu, Kanags 1 Mcnannu, sBasiomuxcs retepo-
3HTOTHBIMH KOMIAyHJaMH MO MYyTalWH NpearoJaraeMoi
neneunn u G551D, R347P u AF508 cooTBeTCTBEHHO, B
nosiouie MPHK tpanckpunto CFTR-reHa 6bijio 06Ha-
py>eHo KOMOMHHPOBAaHHOE OTCYTCTBHE 2-T0 U 3-TO 3K30HOB.
lenb-anexTpodopes B nyascupyoiem nojte (PFGE) c
nocjesyouel 6aoT-rubpuausauneii no Caysepuy Bbisi-
BUJI abeppaHTHbIE MOJIOCHl B 00pa3iiaXx HeKOTOPbIX GOJIbHBIX
MB ¢ HeH3BeCTHBIMH MyTalLMSIMH, COIVIACYIOLIMXCS C

HaJIMuHeM reHOMHOH fiejietiu pasmepom 20—25 Thic. 1. H.
I[Tocsie onpeneneHHst To4eK paspeiBa OKasaJoch, UTO Jie-
Jenust oxsaThiBaer 21,08 THIC.I.LH. M BKJIOYAeT OKOJO
25% MHTPOHA 1, MOJIHOCTBIO 3K30H 2, HHTPOH 2 H K30H
3 u npumepHo 45% wuntpona 3. ITocsienoBaTeBHOCTH
HYKJIEOTH/IOB B TOYKAX pasphiBa JieJIeLIHH HEerOMOJIOTHYHBI,
3a HCKJIIOUEHHEM KOPOTKOrO y4yacTKa MJIMHOM 4 MHPHUMH-
muna (5-CTTT-3’), HaeHTHUHOro B 06eHMX TOUKaX pasphiBa.
Ha yposne xJIHK B pesyabraTe faHHOM Jiesieltiy npouc-
XOIMT CHABHT PaMKH CUMTHIBAHHSI H 0Opa30BaHHSI TEPMH-
Hupylomero cureaia B 106-m xopmoHe B 3k3oHe 4. B
JlasibHEHIIeM TpH HCNoNb3oBaHUK AymieKkcHo# [1LIP-am-
niupHKauMK Oblla mpoBefeHa oblMpHast paboTta Mo
ONpeNeIEHHIO BCTPEYAEMOCTH JeJIelliH, 0603HaYeHHOH
kak CFTRdele2,3(21kb), B pasubix nonyasiuusx. B atoit
pabore yyacTBOBaJH JJaBOPaTOPHH H3 GOJILLIHHCTBA €B-
pomeHCKHX CTpaH, a Takxe JsaGopatopuu u3 Kanappl,
CHIA u Ypyrsas. Buiio mokasaHo, uTo JaHHast MyTalus
pacnpocTpaHeHa y 6osbHbIX U3 Uexun, Poccuu, Benopyccun,
ABctpuu, lepmannu, ITonbuwin, Ykpauusl, ClOBEHHH H
Cnosakuu (6,4, 4,1—5,8, 3,3, 2,6, 0,5—2,5, 1,0—1,8,
1,2, 1,5 u 1,1 coorBercTBeHH0). Myrauust CFTRdele2,3
(21kb) siBasieTcst BTopoit yacToit MyTauuest nocae AF508
y GoabHbIX MB LlentpanbHoit v BocTounoit EBponbl. dta
MyTalHsl COpafH4YecKH BCTpevaeTcsi Y GOJIbHBIX 3anajl-
Ho# EBponbl H COBEpIIEHHO OTCYTCTBYET Y GOJIbHBIX M3
Boarapuu, Xopearuu, Pymbinuu u Cep6un. IIpeanodara-
eTCsl, YTO MYTALHs HMEeT CJAAaBSHCKHI HCTOYHHK MPOHC-
XOXJIeHHs!, ee reorpaduueckoe pacrnpocTtpaHeHue B Es-
porne COOTBETCTBYET PacNpPOCTPAHEHHIO CJIABSIH B [IEPBOM
THICSTYEJIETHH HalleH 3pHI.

B na6opaTopuu reHeTHUeCKOH SMHAEMHOJIOTHH Bhipa-
6oraHa onpejieleHHast CTPAaTerusl MOJIEKYJISIPHO-TeHEeTH-
4ecKo# AHarHocTHKH MB B ceMbsiX, HMEIOIHX 60JILHOr0
pebenka. B pesynbrarte aByx myabtuniekcHuix [TLIP-pe-
aKkUM¥ MPOBOJIMTCS aHAJNM3 MYTAlMil, CYMMapHO COCTaB-
JSIOIHX oKoJlo 65 MB-amneneii Betpeyaommxesi y 60JbHbIX
u3 Poccuu. B nanbHeiiteM npoBoguTCst TOHCK HEKOTOPBIX
MEeHee paclpoCTpaHeHHBIX MyTauud. AHanus MyTauwii
TIPOBOAMTCS] METONIOM aHAJIM3a JUIHH aMIJIH(QHIMPOBAHHBIX
¢dparmentoB JIHK, retepopynieckHbix nosoc, o6pasyio-
LHXCS TIPH aMIVTH(HUKALMH FeTepO3HTOTHLIX 06pasIoB U
PecTPUKLUHOHHOro aHaiu3a. B nabopaTopuu npoBomuTcs
pyTHHHBIA Touck 20 myTauuit B reHe CFTR Kak xapak-
TEPHBIX JIsi 6OJIbHBIX W3 PoccuH, Tak M 4acTo BeTpeya-
IOLHXCA B MHPOBOH BHIGOpKE GosbHEIX MB.

K HacrosilleMy MOMEHTY MOJIEKYJISIPHO-TEeHeTHUeCKHUii
aHa/Iu3 BBIMOJIHEH s 466 mauueHTOB M MX popuTenei.
[IpenBapuTebHOE KIHHHYECKOE 06C/IeI0BAHHE H TOCTAHOB-
Ka IiarHo3a NpOBOJMJIH B HAYYHO-KJIHHHYECKOM OT/EJEHHH
mykoBucuuaosa MHI'T] PAMH u HeKOTOpHIX MeIHKO-Te-
HETHYECKHX KOHCYJIbTAllMSIX PEerHOHAbHBIX LeHTpoB. Bosee
80% 06ciIeJOBaHHBIX MALHEHTOB MTPOXKHBAIH B eBporneii-
ckoit yacth Poccun, okoso 15% u3 paitonos Cubuph
Hanehero Bocroka u MeHee 5% H3 conpeienbHBIX rocy-
napctB. B uccienoBaHHoN BhIGOpKe oOHapyxeHbl 13
YacTHBIX MyTaumii B rene CFTR, uX OoTHOCHTeJIbHasi yac-
TOTa NMpHBEEHA B TabJl., a CyMMapHasi 10J1s1 COCTaBJsieT
0KoJI0 75%. Myramuu I507A, R347P, R553X, 621+1G-T,
E85Q, R1162X u 1717-1G-A B Hawefi BLHGOpKe He

Oy



Tabnuuya

OTtHocuTtenbHas yactora CFTR-myTauueii y 60sbHbIX MB u3 Poccum

Myrauus Yucno MyTaumin/MamMcno xpoMocom Yacrora 8 MB xpomocomax, % Ok30H (3)/VinTpou (U)

AF508 494/932 53,0 310
CFTRdele2,3(21kb) 46/337* 6,4 0,2511-92-12-93-0,4513
N1303K 18/331* 2,6 321
G542X 14/331* 2,0 311
W1282X 13/327* 1,9 320
3849+10kbC-T 7/172* 1,9 n19
2143AT 13/333* 1,8 313
2184insA 13/333* 1,8 913
R344W 5/329* 0,7 37
S1196X 5/332* 0,7 319
1677ATA 5/438* 0,5 310
394ATT 3/340* 0,4 33
G551D 2/331* 0,3 311
HeupeHtnpuumnposaHsb! 26,0

MpumMmeyaHuwue. * — konn4ecTso nccnenoBaHbix MB He-AF508-xpomocom.

o6Hapy:xeHbl. Hanbosiee pacnpocTpaHeHHOH, Kak U B
GOJILLIHHCTBE E€BPONEHCKUX TOMYJISUHSX, SBASETCS MY-
tauust FS08A. 3naueHue 10K 3TOM MyTalMH Cpejy Beex
MB myTtauuit qas Poccuu Masio oT/iMYaeTcs OT 3HaYeHUH,
ToJTy4eHHBIX y1s1 cTpaH BocTounol EBpornbl, rie npoxxusaior
B OCHOBHOM 3THHYECKHE T'PYIIIb, HMEIOIHe CJIaBIHCKOe
npoucxoxaeHue. Y ciienosatesbHO, MOXHO NpeANoNararh,
4yTO JJISi BCEX CJIAaBSIHCKMX HapOJIOB XapaKTepHa GoJee
Hu3Kas pos mytauuu AF508, uem nas Haponos Ceepo-
3anagsoi EBponbl. Bropo#t mo pacnpocTpaHeHHOCTH B
uccaeyemolt BeiGopke 6biia mytauusi CFTRdele2,3(21kb).
Ee oTHocHTe/IbHasi YacTOTa NpeBLICHIA 3HAYEHHE, MOJIY-
YeHHOE B IpeiBapHTENbHOM HecsieoBaHuH [3]. Cunraercsi,
YTO 3Ta MyTallMsl UMEET CJIaBSHCKOE MPOUCXOXKAEHHE, HO
HaMH OHa Obl/1a OOHapy»KeHa H v G0JIbHBIX APYTHX HALMOHAJIb-
Hocted. JIBe myTauu B 13-M 3k3oHe reHa CFTR,2143AT u
2184insA sBASIOTCS OTHOCHTEJIBHO YacCThHIMH B HCCJIENO-
BaHHOH BbIOOPKE, X CyMMapHasi IO/l COCTaBJISIET OKOJIO
3,3—4%. HepnaBHo 06Hapy»X€eHO, YTO 3TH MYTalUH JOCTa-
TOYHO 4YacThl cpefu GoJibHBIX Yexun u Iloablim, yTo
TO3BOJISIET MPEATNOJNOXKHTD HX CJIaBSHCKOE IIPOHCXOXKAEHHE.
Kaxkercsi BEpPOSITHBIM, YTO BO3MOXKHO BBHIIEJHTH SIAPO
yacThIX “cjaBsHCKUX” MB MyTaluii, HO HX IIPOHCXOXKIEHHE
¥ HCTOPHS pacnpoCTpaHeHHUs TPeOyIOT AasbHENIIero ueele-
JIOBaHUS M YTOUHEHHUSI.

CymmapHas fossl HIeHTH(OUUHPOBAHHBIX MYyTalHi B
uccaieloBaHHON HaM# BhiGopke 6oabHBIX MB 13 Poccuu
cocraBisier okoio 75% ot ofuero Kosiuuectsa MB
XpOMOCOM, T.e. TpPHMepHO Y 55% GoabHBIX yraeTcs
onpeaeauTs o6e mytauun B reie CFTR, y 38,5% 60.b-
HEIX HMIEHTH(HUKpPOBAHA OfHA MyTauus, a y 6,5% obe
MyTallK He HWAeHTHHIHPOoBaHbL. [ToaTOMY B cembax, rue
OIMH MM 062 POAUTENS ABJSIOTCS HOCHTEISIMH HEHJEH-
THQUUMPOBAHHBIX MyTauui B reHe CFTR, mnpoBopuTcs
aHa/i3 BHYTPUI€HHBIX H BHETEHHBIX MosuMopdHbix JTHK-

MapKepoB AJ1s onpejiesieHust a3kl CUENIeHHsT MyTaHTHO-
ro amiens reia CFTR. JInsi KOCBEHHOTO TECTHPOBAHHUS
MBI HCTIO/Ib3YeM 4 BHYTpHreHHbIX (aunykneotuausix CA /GT
nosropel B 1, 8, 17B-HHTpOHAX M TeTpaHYKJIEOTHAHbIE
GATT nosropsl B 6A-untponHe resa CFTR: IVSICA,
IVS8CA, IVSI7BCA, INS6aGATT cOOTBETCTBEHHO) M
4 BHerenHbIx (XV2¢, KM19, CS7 u J3.11) nonumopdusma.
Boiiee npeanouTHTe/IbHEIM B KaUeCTBE MapKepOB SABJSIET-
Csl HCMOJIb30BAHHE BHYTPUTE€HHBIX MOJUMOPGHHU3MOB, TaK
KaK B 3TOM CJlyyae BEPOSTHOCTb KPOCCHHIOBepa MeXIy
MOJMMOP(HBLIM CaHTOM H CaHTOM MyTalUWH MpPaKTHYECKH
uckmoyeHa. Hanbosnee HHGOPMATHBHEIM B HCCJIEJOBAHHOM
Boibopke MB cemeli okasancs nmosnmopdusm /NSICA,
oko10 62,5% cemeli OMHOCTBI0 HH(OPMATHBHEL 110 3TOMY
mapkepy. IIpy coBMeCTHOM HCIOJIb20BaHHH BCEX MapkKe-
POB HH(OPMATHBHOCTb TecTa AocTHraeT 100% npakTHyecku
BO BCEX CeMbsiX, HMelomux OonbHoro MB peGenka. B
MTHII PAMH npoBezieHs! 53 rnpeHaTanbHbIX AHaTHOCTH-
KH MB B ceMbsiX BEICOKOTO PHCKa B NEPBOM TPHMECTpe
6epeMeHHOCTH. 33 JHArHOCTHKH TPOBENEHB METOAOM
npsIMOH HAEHTH(UKALKK poauTesbekux MB Mmyrauud y
moga (JIHK BopcuH XopHoHa), B 16 cayyasx BHSIBJSIH
M3BECTHYIO MYTALHIO OJHOTO POMMTENS M MCIOJb30BAJH
uHpopmarusHble JIHK-Mapkepbl i1 onpenesieH|st MyTaHT-
HOH XpOMOCOMBI APYTrOro pofHTeJs, 4 JMarHOCTHKH Mpo-
BeJIeHbl KOCBEHHBIM METOZIOM C HCIOJIb30BaHHEM MapKepHBIX
cucreM. B 13 cayuasx nion yHacjiejoBajl TOJbKO HOpMaJib-
HBlE XPOMOCOMbI popuTeNed, B 27 SIBASUICS 3[0POBBIM
HOCHTeJNEM OJHOH MyTalUMH W B 13 ciayudasx miof Obui
TNOpaX<eH.
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MEDICAL AND SOCIAL PROVISION OF CYSTIC FIBROSIS PATIENTS
Z.A.Blistinova, V.A.Proshin, N.l.Kapranov, N.Yu.Kashirskaya

Summary

The article represents a positive experience of the cooperation between the Russian Cystic Fibrosis Center,
the Moscow Department of the Public Health and an Association of Cystic Fibrosis Childrens’ Parents. Such joint
work made possible to develop individual treatment schemes and to organize timely outpatient observation of these
patients, to provide a treatment continuity of cystic fibrosis patients between the Russian Cystic Fibrosis Center
and paediatric outpatient departments as well as Adult Cystic Fibrosis Patients’ Center. It also permitted to arrange
a distinct scheme for the full medicine provision and rehabilitation of cystic fibrosis patients and to improve their
quality of life, to control precisely and to diminish financial expenses for cystic fibrosis patients’ treatment; to train
doctors and nurses of Moscow outpatient departments in cystic fibrosis patients' management and to improve a
quality of outpatient medical care for cystic fibrosis patients.

Pe3iomMme

B cTatbe npeacTasneH NoNoXUTENbHbI OMNbIT COBMECTHOM paboThl POCCUIACKOro LieHTpa MyKOBMCLMA03a,
Komuteta sppasooxpanenus Mocksbl 1 Accoumaumm poauteneit aeteit, 60/bHbLIX MyKOBUCLMAO30M, NO3BOMMBLLINIA
paspaboTaTb MHOMBUAYaNbHBIE CXEMbI IEYEHVSt U CBOEBPEMEHHOE AMcraHcepHoe HabnioaeHve 6onbHbIX, 06ecneynTs
NPEeMCTBEHHOCTb B NeveHun GOoMbHbIX MYKOBUCLMAO30M Mexay POCCMIACKUM LEHTPOM MyKOBMCUMAO3a W
AETCKUMU ropoOAICKUMMU MONIMKIMHUKAMMU, a TaKXe LIEHTPOM 18 B3POCbIX 60NbHLIX MyKOBUCLMA030M, HanaauTh
YETKYI0 CXEeMy NONHOrO NEKAapPCTBEHHOrO 0GecrneyeHns U peabunmuTaumm 60nbHbIX MYKOBMUCUMA030M, YNy4lIUTb
Ka4ecTBO XM3HU 6ONbHBIX, 06eCNeYnTb HETKUIN KOHTPONL 33 HUHAHCOBLIMU 3aTPATAMM U YMEHBLUMTL AKOHOMUYECKUE
pacxoabl Ha neyeHme G0NbHBIX MyKOBUCUMA030M, 06eCneunTh NOBbILEHUE YPOBHSA 3HaHWI Bpayeii U cpeaHero
MEAULUMHCKOro nepcoHana ambynaTopHO-NoAMKIMHUYECKUX yupexaeHnii Mockss! o npobneme MykoBucuuao3a
V1 NMOBLICUTbL Ka4ECTBO OKa3aHWs MeAVLIMHCKO NOMOLLM 60NbHLIM MYKOBUCLMAO30M B aMBYNaTOPHO-NOMMKNIMHUYECKUX
YCNOBUSAX U B YCNOBUSIX AHEBHOIO CTauMoHapa.

MyKOBHCUHMI03 SIBJISIETCS] BaXKHOH MEIMKO-COLHaJIbHOM
npobaeMoH, YTO CBf3aHO C OOJBIIHMH MOpaJbHBIMH,
(hH3HMUeCKMMH M MaTepHasIbHBIMH 3aTpaTaMH OpraHoB

3[paBOOXPaHEHHs!, CeMbH H OOIIEeCTBAa B LEJOM Ha AWar-
HOCTHKY, JIeYeHHE, PeaGHIUTALIHIO Y COLMAITBHYIO aflaNnTaLHIo
6onbHBIX [3].
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