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(haKy/BTETCKOU M TOCHUTAJIBHON NeAnaTpuy, wieH-koppecnonaeHT PAH; Amemuna EJI — KaHAWAAT MEJUIIMHCKUX
HAyK, 3dBe/yIomas JabopaTopuei MyKOBUCIN032; CTapuHOBA M.A. — Hay4YHBIIT COTPY/IHUK, MEHE/DKED HALIMOHAJIBHO-
IO PETUCTPA 110 MYKOBUCHI/I03Y; YePHAK A.B. — KaHANJAT MEAUIMHCKUX HAYK, 3aBEAYIOMUI IabOpaTOpUeil (PYHKIIHO-
HAJILHBIX U YIBTPA3BYKOBBIX METOM0B MCcenoBanusd; llenyapko B.C. — KaHaWaaT MEAUIMHCKUX HAYK, BEAYIINI HAYYHbIN
corpyauuk HW; Boponkosa AIO. — KananaaT MEAMUOUHCKUX HAYK, CTAPIIMI HAYYHBIM COTPYAHUK HAYIHO-KIU-
HUYECKOTO OT/IEId MYKOBUCII034, BPAY BBICIIEI KATETOPUH, BPAU-IIEAUATP OT/ENEHU MYKOBUCIIN032 MOCKOBCKOTO
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06/1aCTHOTO KOHCY/IBTATUBHO-JMArHOCTUYIECKOIO LieHTpa i Aetelt; Kpacosckuil CA. — KaHIWAAT MEAULIMHCKUX HayK,
CTapIIMI HAYYHBIY COTPYAHMK JIAGOPATOPUK MYKOBUCLIMA034; barikosa [.B. — KaHIWAT MEIVIUMHCKIX HAYK, JOLEHT Ka-
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BPay-IIy7bMOHOJIOr O6MaCTHOH 60/bHULB M. CepeaiaBuna, I. Camapa; bortueHko EA. — Bpau-nefuaTp UHQPEKIMOHHO-
1o oraeneHua CaMapcKoil 06/1aCTHON JETCKOHM KIMHMYecKoi GombHupbl uM. HH. MBanosoit; bynatosa MA. — Bpau-
nynbMoHOJIOr O6/1acTHON KIMHUYEeCKOH 6ombHULBL Ne 1, 1. TromeHn; Bacuibesa E.A. — pykoBoautens CaMapckoro
006J12CTHOT'O LIEHTPA 110 JIEYEHUIO MYKOBUCHKA032 CaMapCKOH IOPOACKON AETCKOY KIMHUYECKON GOJbHULIB Ne 1
um. HH. MBanosoit; Fony6uoa O.M. — KaHAWAAT MEAULMHCKUX HAYK, 3ABEAYIOMAA OTAENEHUEM ITyIbMOHONOTHH U Jl-
JIEproJIoruy  PecryOnuKancKo# JETCKON KIMHUYECKOH GonbHULpL I. Ye6okcapsy I'ybapesa TA. — Bpay-IyJIbMOHONOT
VIBSHOBCKOH OGIACTHOM JICTCKOH KIMHUYECKON OONMbHUILIbL [bAuKoBa A.A. — KAHAWAAT MEAMIIMHCKAX HAYK, JIOLEHT Ka-
(bezipbl (haKyABTETCKOH TEPAMUHU C KYPCaMu (PU3HOTEPATNH, 1e9eOHON (PUBKYIBTYPhl HallMOHATBHOTO HUCCIIEI0BATENb-
CKOT0 MOPZIOBCKOIO TOCYApCTBEHHOTO yHUBepcuteTa uM. HIL Orapesa, 1. Capanck; Kagpiposa [IB. — Bpad-mysib-
MOHOJIOT IETCKOM PeCyOIMKaHCKOY KITMHUYECKOH O0MbHUIbL I. Kazanb; Kosbipesa JI.C. — KaHAWAAT MEIMIIMHCKUX HAYK,
BPay4-IIyIbMOHONOT Pecry6nMKkaHCcKol KIMHUYeCKoH 601pHULb uMenu I.I. KysaTosa, 1. Vpa; Konpparenko O.B. -
KaHJU/JAT MEAUIUHCKUX HAyK, Bpa4-6aKTEPUOIIOL, JOLEHT Kadeaphl 00mel U KIMHUYECKONH MUKPOOUONOTHH, UM-
MYHOJIOTMHU U ajuiepronoruud CaMapCKOro rocyapCTBEHHOIO MEAMLMHCKOIO yHUBepcureTd; Kosnos AB. — accu-
CTEHT KaeApsl (PYHAAMEHTAILHON U KIMHUYCCKOH OUOXUMUHU C IaOOPATOPHON AUArHOCTUKON CaMapCKOro rocy-
JAPCTBEHHOTI'O MEAULIUHCKOTO yHUBEpcHUTET; KouepruHa T.A. — 3aBEAYIOA KOHCYIbTaTUBHO-JUAIHOCTUYECKUM
oraenenueM IlepBoil pecryOIMKaHCKOH KIMHUYECKOH OONBbHULBI MUHUCTEPCTBA 3APABOOXPAHEHU YIMYPTCKOM
Pecniy6muky, 1. Yoxesck; Jlabposa AE. — JOKTOp MEAMLIMHCKUX HAYK, IVIABHBIA HAYYHBIA COTPYAHHUK, 3aBEAYIOIAL
BTOPBIM NEAUATPUYECKUM OTAENEHUEM IIPUBOIKCKOIO MCCIEAOBATENBCKOIO MEJULMHCKOIO YHUBEPCUTETA,
r. Huxnmit Hosropog; Epsyrosa M.B. — kanaugar MEAUIMHCKUX HAYK, HAYYHBIA COTPYAHUK, BPAY-IIEAUATP BTOPOTO
HEAUATPUIECKOTO OTAeNeHNA [[PUBOIIKCKOTO UCCIEA0BATENBCKOTO MEAUIIMHCKOIO YHUBEPCUTETA, T. Hiwkanit Hos-
ropog; Ocunosa EB. — KaHauaaT MEAULMHCKAX HAYK, 34BEAYIOM[Ad MEAUKO-TEHETUYECKON KOHCYabTanuer [1epsoi
pecny6IMKAHCKON KIMHAYECKON GOMbHULBI MUHUCTEPCTBA 3APABOOXPAHEHUA YAMYPTCKON Pecry6/mKy, I/IaBHbII
I€HETUK MUHUCTEPCTBA 37jpaBOOXPAHEHUsA YAMYpTCKOH Pecny6nuky, r. Mxesck; Crapopybuesa O.M. — kangupar
MEUIMHCKUX HAyK, 32BEAYIONAsA IyJIbMOHOJOTMYECKUM OTAEAEHHEM [IepBOM PeCnyOIMKAHCKON KIMHUYECKON
O0bHUIBI MUHHUCTEPCTBA 3[PABOOXPAHEHUA YAMYPTCKON PecryOnuKy, I7IaBHBI MYIbMOHOJIOI MHMHHUCTEPCTBA
3paBOOXpaHeHus YaMypTckoil Pecny6nuxy, r. Mxesck; Mypanésa HIL — Bpad-neguarp mylbMOHOJNOTMYECKOIO
oraeneHus PecryOnIMKaHCKON JETCKON KIMHMYECKOH OONBbHUIBI MUHHCTEPCTBA 3[PABOOXPAHEHUS YIMYPTCKON
Pecny6nuxy, . Mxesck; Foronesa E.B. — Bpau-neanaTp nyJabMOHOIOIMYECKOIO OTAENEHUS PecnybIuKaHCKON fieT-
CKOVl KJIMHUYECKO! OOMBHUIBI MUHUCTEPCTBA 3/iPaBOOXPAHEHUA YAMYPTCKOi Pecrybnmumky, 1. Mxesck; [1asnos [TU. —
I7IABHBII BHEIITATHBIN MYJIbMOHOJIOr PecnyOIMKaHCKOH KIMHUYECKOH OOMBbHUILIBL MUHUCTEPCTBA 3[pPaBOOXpaHE-
HUA YAMypTcKol Pecnybiuky, I. VbkeBck; [laTepkuna O.I. — 3aBeayromas NOMUKIMHUKON Ne 1 IeTcKol pecny6u-
KAHCKOM KIMHUYECKOH OOJbHULIB MUHUCTEPCTBA 31paBoOXpaHeHys Pecrydnuky Tatapera, 1. Kazans; Cumanosa T.B. -
KaHIUJAT MEAULMHCKUX HAYK, PYKOBOAUTEDb PecrybIMKaHCKOro LEeHTPa MyKOBUCLIMI03d, 3aBEAYIOIas IIyAbMOHO-
JIOTUYECKUM OT/eNeHUEM PecrybInKaHCKON AETCKON KIMHMYECKOH OONbHUILI MUHUCTEPCTBA 3PABOOXPAHEHUA
Yamyprckort Pecnybmuky, 1. MkeBck; Cumonosa O.M. — JOKTOP MEAMIIMHCKMX HAyK, 3aBEAYIOMAA OT/ENEHUEM
myIbMOHONIOrNY; CKauKoBa M.A. — JOKTOp MEAUIMHCKUX HAYK, IPOECCOp, 3aBEAyI0mas KaQeApo roCIuTaIbHON
nepuarpun OpeHOyprcKoro roCyAapCTBEHHOIO MEAULMHCKOIO YHHBEpCUTETa; Ppidankuna MI. — accucTeHT Ka-
(henphl TOCIUTANBHON neauaTpuy OpeHOYPICKOIO OCYAAPCTBEHHOTO MEAULMHCKOTO YHUBEpCUTeTa; TpacupiHa H.B. -
BPay4-IyIbMOHONOT O6/IACTHON KIMHUYECKOH OombHULBL Ne 1, 1. Tiomens; fkosnesa B.b. — Bpau-nyasMoHOI0r O6-
JacTHOH 601bHULB M. Cepenasuna, . Camapa; Ilerposa H.B. — 10KTOp 6MOI0rNYECKUX HAYK, BEAYIIUI HAYYHBbIN
COTPYAHUK J1460paTOPUU T'€HETHYECKOH anuzeMuonorny; Menbanosckad 10JI. — Hay4yHbll COTPYAHUK HAY4HO-
KIMHUYECKOTO OT/ieNa MYKOBUCIHI032; 30/1bOMHOBA A.D. — HAYYHBIH COTPYAHUK HAYYHO-KIMHUYECKOTO OT/IeNa
MYKOBUCUMI033; AiH TA. — KaHIMJAT MEIULMHCKUX HAYK, CTAPIIMI HAyYHBIY COTPYRHUK Jlaboparopuu JHK-guar-
HOCTHUKH, JOLIEHT KapeApbl MOJIEKYIAPHON U KIETOYHOH I'€HETHKY POCCHIICKOIO HALIMOHAJILHOI'O MCC/IEN0BATENb-
CKOT'0 MEAULIMHCKOrO yHUBepcuTera uM. HU. [Tuporosa, r. Mocksa).
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Ienn. TIpoBefeH CPABHUTENBHBI AHAIU3 KIMHUKO-3MUIEMUONOTMYECKUX XAPAKTEPUCTUK MYKOBUCLIAZ034
1 00bEMA TEPATIUH Y ITALMEHTOB, IPOXKUBAIOIINX HA TEPPUTOPUH [IEPMCKOTO Kpas, ¢ AHAIOTMYHBIMU JAHHBIMU
TAIUEHTOB IPYTUX PETHOHOB [IPUBOIKCKOTO (heIepaIbHOTO OKpyra U LIEHTPATBHOTO (heIepaIbHOTO OKpyra
Poccun. Bueapenue B Poccyn ipoekTa «HalOHAIBHBIH PETUCTP OOMBHBIX MYKOBUCIIHZIO30M> OTKPBUIO MUPO-
YAIINE TIEPCIIEKTUBBI I CPABHUTENBHOIO aHAIN32 U OO0OIIEHNS KIMHAKO-IMHIEMIOIOTUYECKUX JJAHHBIX
10 Bcert Poccn, (peiepaIbHBIX OKPYIOB, PETMOHOB Y OTAEIBHBIX TEPPUTOPHIL. JJaHHBIE PETUCTPA MO3BOMAIOT
00006IIATD OIBIT HAOMIOZICHYS 1 BE/ICHUS GOJBHBIX B IIEHTPAX MYKOBUCIIHZ032.

Marepuanst 1 Meroasl. 110 Perncrpy manyeHToB ¢ MyKOBACLMA030M B Poccuiickoit depepaym 32 2017 1.
POAHATM3UPOBAHBI JaHHBIE 1576 GombHbIX: 930 (59,0 %) marmenTtos Habmoamcy B LenrpansHoM depe-
passHOM OKpyTe, 600 (38,1 %) — B [IpHBOIKCKOM (heiepaibHOM OKpyTe, 46 (2,9 %) — B [lepMCKOM Kpae.
Pe3ynbrarhl. Y G0IBHBIX MYKOBHUCLML030M B [IPUBOIKCKOM (DEAEPATBHOM OKpyTe 1 IIepMCKOM Kpae OTMede-
HO 60JIBIIOE PA3HOOOPA3UE BAPHAHTOB IeHa CFTR, CBA3aHHOE KAK C HAIMYKMEM aBTOXTOHHBIX ¥ OTHOCHUTENBHO
3AMKHYTBIX STHUYECKUX IPYII, TAK U ¢ MUTPALMEN HACEIEHNA. BBIABICHA BHICOKAA A/UIEIBHASA YACTOTA BAPUAH-
Ta E92K y nanpenTos B Yypamckort pecyonuxe (55,3 %). [pyma maryeHTos u3 [IepMCKOro Kpasi, BOMIEAINX
B peructp 2017 1., uMena HU3KUH CPEAHNI BO3PACT, CAMBINA HU3KMI BO3PACT YCTAHOBICHNUS IUATHO3A.

BoiBogpl. KTMHUKO-3IMIEMUOIOTMYECKUE UCCIEAOBAHMUSA 110 JAHHBIM PETUCTPA TTAIMEHTOB C MyKOBUCIIUI030M
TIO3BOJIWIN BBIABUTH HEKOTOPBIE OCOOEHHOCTH, YTO MOKET UMETh 3HAYCHUE Y1 IPAKTUUECKOIO 3/|PABOOXPAHE-
Husl. CCreI0BaHus OKHBI OBITh MPO/IOIKEHBL

Kirogessie ¢10Ba. MyKOBUCIUIO3, SMUAEMUOJIOTHA, TOMUMOP(U3M I€HOB

Aim. The project “National Register of Patients with Mucoviscidosis” (MV), introduced in Russia, opened the
widest perspectives for comparative analysis and summarizing of clinico-epidemiological data all over Russia,
federal districts, regions and separate territories. The register data permit to generalize the experience of ob-
servation and management of MV patients in centers.

Comparative analysis of the clinico-epidemiological characteristics of MV and volume of therapy in patients
living in Perm Krai (PK) with the other regions of Privolzhsky Federal District (PFD) and Central Federal Dis-
trict (CFD) of Russia was carried out.
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Materials and methods. According to the “Register of MV Patients in the Russian Federation” for 2017, the
data of 1576 patients with MV were analyzed: 930 (59.0 %) patients were observed in CFD, 600 (38.1 %) in
PFD, 46 (29) - in PK.

Results. Among MV patients in PFD and PK, there was noted a great variety of variants of the gene CFTR, as-
sociated with both the presence of autochthonic and relatively closed ethnic groups and migration of the
population. A high allele frequency of the variant E92K was revealed in patients of Chuvash Republic (55.3 %).
A group of patients from PK registered in 2017, had a low mean age, the lowest age of making a diagnosis.
Conclusions. Clinico-epidemiological studies, according to the data of MV patients register, permitted to de-
tect some peculiar features that can be significant for practical healthcare. Further studies on MV patients reg-

ister should be continued.

Key words. Mucoviscidosis, epidemiology, gene polymorphism.

B nocnepHee Bpemd Omaroiapsd paHHEH
AUATHOCTHKE MyKoBuCLMI03a (MB), perymp-
HOMY MOHHUTOPHMHIY COCTOSHHUA U KOMILIEKC-
HOMY JIEYEHHIO 3200/ICBAHNA 3HAYUTENBHO YBE-
JIMYIIACh TIPOJOJDKUTEIBHOCTD JKU3HU ITAIU-
eHTOB. OfIHAKO 3TO 32007EBAHUE OCTAETCH
IPOIPECCUPYIOMUM, NIPUBOAUT K MHBAIM/M3A-
MY ¥ CMEPTHU MALUEHTOB. B pajie crpaH BeyT-
Cl PETUCTPBI OOMBHBIX, YTO IOMOIAET MOHATH
PETHMOHATIBHBIE OCOOEHHOCTH 3200JIEBAHUA U
OIPEJENUTD TAKTUKY HAuobonee 3(PHEKTUBHOIO
neuenud [12]. IIpoexr «POCCHACKUI pErucTp
oompHbIx MB» Hauar B 2011 1. [4]. C KaxzmbpM
TOJIOM PETUCTP OOHOBIAETCA ¥ COBEPIIEHCTBY-
€TCA, B IIPOEKT BOBIEKAETCA BCE OOJBIIE PETHO-
HOB. CpaBHEHME TI'€HETUYECKUX, KIMHUKO-
(DYHKIMOHAIBHBIX JIAHHBIX, OOBbEMA TEPAIUU
IAIIMEHTOB, NPOXUBAIOMNX B PA3NIMYHBIX pe-
rMoHax Poccuy, MO3BONAET PEMUTL DA IIPO-
OeM, BOZHHKAIOMMUX I1IpU  (POPMUPOBAHUU
€IMHON TIPOrPAMMBbl HAOMIOAEHUA 32 MAIUEH-
Tamu ¢ MB B Poccun, a takke nipu (popmupo-
BAHUM PETMOHAIBHBIX IIPOIPAMM [2].

B Ilepmckom kpae (I1K) B 2004 1. Ha 6a3e
Kpaesoi1 /ieTCKOM GONBHULIBL TIPU  TTOJIEPAKKE
denepanpHOro LieHTpa MB 6bUI OpraHu30BaH
Pernonanbubiil nentp MB (mpukas V3 Ilepm-
ckoit obmactu Ne 510 or 14.12.2004 1) [5]).
B 2012 1. 6pU1a CO3/1aHA aMOYIATOPHAA CITYX02,
9TO ITIO3BOJAET IIPU COOMOACHUN HEOOXOU-

MBIX 3IMUEMUONOIUYECKUX YCIOBUN €KEKBAP-
TAJIBHO TIPOBOAUTD OOC/IEJOBAHUE ¥ KOPPEKLIMIO
JIedeHns GOMBbHBIX. B CTAIMOHAP NAIMEHTOB Ha-
TIPABJIAIOT TOMBKO 10 CTPOTMM TIOKA3aHHSAM [O].
Cneramcte nierrpa MB IIK tecno corpyanu-
yaroT co crnenuamicTamu ®IBHY  «Meauko-
TEHETUYECKUI Hay4HbI LieHTp> U OIBY «Hayu-
HO-MCCJIEJOBATEIbCKAN MHCTUTYT IIyIbMOHOJO-
rur> OMBA Poccny M ABIAIOTCA 3KCIEPTAMU
HAIMOHAIbHOI'O KOHCEHCYCA.

Lens uccneoosanus — NPOBECTH CPABHU-
TEJIbHBIN AHAIN3 KIMHUKO-TA00PATOPHBIX, TIe-
HETUYCCKUX XAPAKTEPUCTUK MYKOBHUCLIN03d
1 00bEMA TEPAUK Y MALUEHTOB, IIPOKUBAIO-
MUX Ha Teppuropun [lepMcKoro Kpas, ¢ aHa-
JIOTUYHBIMU JIAHHBIMU OOJIBHBIX JPYTUX PETUO-
HOB [IpUBOJIKCKOIO (PeiepPaIbHOIO OKpyra U
LJeHTpaIbHOrO (heAepaIbHOrO OKpyra Poccun.

MATEPHAJIBI ¥ METOJIbI HCCIEJOBAHUS

IIpoBeneH CPABHUTENLHBINA AHAIU3 XaPaK-
TEPUCTUKH MAIUEHTOB (17 = 40) ¢ MB, mpoxu-
BAIOIIMX Ha Tepputopun IlepmMckoro Kpad
(ITIK), IIpMBOJDKCKOTO (heiepaIbHOIO OKpyra
(n=600), 6e3 ydera manuenToB ¢ MB Tlepm-
ckoro kpag (II®O 6e3 IIK) u manueHros
(n=930) LeHTpanpHOro (peAepanbHoro OKpy-
ra (U®O) (tabm 1). AHA/M3 TPOBOAWICA Ha
OCHOBAHUH JIAHHBIX Perucrpa nmanuentos ¢ MB
B Poccuiickort ®enepanuu 3a 2017 1. [8] 10
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Tabmuna 1
KonunuecTso manueHToB U3 peruoHoB [P0 u [P0, somemmux
B HanmonansHeIi peructp 60xpHbx MB B PO B 2017 1.
Konuuectso OxsarB 2017 1,
Ne TAI[1IEHTOB, Komiecto JIO7Is1 OT BCEX TAIUEHTOB,
Pervon MAITUEHTOB
/1 00paTUBIINXCA B peruome™ 34PETrUCTPUPOBAHHBIX
B 2017 1" B PETUOHE, %

1 |Pecny6muka Tatapcran 109 123 88,0

2 |Camapckas 06/TACTD 105 109 96,3

3 [Hmkeropojckas 061acTb 90 109 82,0

4 |Pecniybimka bamkoprocran 78 84 92,8

5 |OpeHGyprckast 061acTb 61 09 884

6 [Yysamickas Pecry6mka 50 57 87,7

7 |Tlepmckimit kpart 46 58 79,3

8  [Vamyprckas Pecry6mika 30 43 09,8

9  |YnbAHOBCKAA 06/1ACTD 24 24 100

10 |CaparoBckas 0671aCTh 15 Her naHHbIx Her naHHbIx

11 |Pecnybmmxa Moprosus 14 17 82,3

12 |KupoBckas 06:1actb 11 Her panHbIX Her paHHbIX

13 |IleH3eHCKas 061aCTh 9 Her paHHBIX Her paHHBIX

14 |Pecntybmmka Mapwit i 4 Her maHHBIX Her paHHBIX
Beero (IDO) 646 Her naHHBIX Her 1aHHBIX
[P0 6e3 IIK 600 Her gaHHBIX HeT JaHHBIX
§(0]0) 930 970 959

IIpumenarive:

* — TIPEACTABIEHBI TOJIBKO MAIUEHTBL, KOTOPHIE NOCEIAIN KIUHUKY B TEUEHUE TO/d;
™ — IIALMEHTHI C YCTAHOBIEHHBIM IMATHO30M MB, KOTOpBIE HE ObUIN HA IPUEME B TEYCHHUE I'Of{d, HO, KAK

U3BCCTHO, JKMBbI B 3TOM T'OJIy.

K/IMHAKO-UHCTPYMEHTATIBHBIM M JIAGOPATOp-
HBIM KPUTEPHUAM COITIACHO TPeOOBAHUAM EBpO-
TENCKOTO PErucTpa 6OMBHBIX MB [22].
BxmoyeHue MauyMeHToOB B HCCIEIOBAHUC
OCYLIECTB/UIOCh B COOTBETCTBUU C KPUTEPUA-
MU BKIIOYEHUA B EBPONENCKUI PErUCTp Malu-
eHTOB ¢ MB: moarsepaeHHbIM AuarHo3 MB
(COIMACHO €EBPOIENCKAM CTAaHAAPTAM), 0Opa-
IEHUE B KIMHUKY IAlMenTa B Teuenne 2017 .
1 JJOOPOBOJIBHOE COITIACUE POAUTENEH WM T1-
[JUEHTA HA y4aCTHE B perucrpe (mpoekr «Pe-
TUCTP OOJBHBIX MYKOBUCIHIO30M POCCHIICKOM
Qenepanun> Of0OPEH KOMUTETOM 110 3THKE
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OI'BHY MIHIL 20 pexabpsa 2012 r; npexacena-
Tesb — 1podeccop JLP. Kypuno).

Jecsars pernoHos 10O u3 14 pernonos PO
Y4ACTBOBAIU B (POPMUPOBAHUY HaMOHAILHOTO
perucrpa narueHTos ¢ MB (cm. Ta6m. 1). B peru-
crpe u3 Pecry6mku Mapuit 911, Kuposckoit 06-
nacry, [lenseHcKon 06m1acTy, CapaToBCKON 06-
JIACTY TIPEZICTAB/IEHBI TOMBKO MAIIMEHTBL, HAOTIO-
nasmmiecs 8 OIBY «Hayuno-nccnenoBatenpcKuit
UHCTUTYT my/apMOHONOrMm» PMBA Poccun n
QT'AY «HaioHaIbHBIA MEUIIMHCKUN UCCIEN0-
BATE/IbCKUIL LIEHTP 37J0pOBbA ieTer» Munucrep-
CTBa 37ipaBooxpaHeHus Poccuiickon degepa-
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1. [IpOaHATM3UPOBAHBI KIMHUYECKHE JIAHHBIE:
PE3YIBTATEL MUKPOOUOIOTMYECKOIO UCCIIE0BA-
HUsA MOKDOTBI, OCTIOKHEHNA MB 1 Tepanys.

OrneHuBany BapuaHTel reHa CFTR cormac-
HO HanuoHaJIbHOMY KOHCEHCYCY «MyKOoBHCLII-
7103, OIpEIEIEHUE, AUATHOCTHMYECKUE KpHTE-
puy, Tepanus> [6], JAHHBIM BEO-CAUTOB Ga3bl
MTIHI 1o renetuke [3], 6a3sl CFTRI [13], 6a3bl
CFTR2 [11], Exome Aggregation Consortium [10],
Genome Aggregation Database [17], Exome
Variant Server [15], 1000 Genomes Project 9],
dbSNP (18], dbVar (18], OMIM [19], Human Gene
Mutation Database 21, Clin Var [20], Human
Genome Variation Society [10], DECIPHER [14].
CUnTAIN TEHOTUII «TSKENBIM> TIPU HATMYUH JIBYX
BapuanTos [-III kracca, «MATKUM> — MIPU HAIU-
YUK OJHOIO WM JIByX BapraHTOB V-V Kraccos
B rene CFIR [11].

Cratuctuueckas 06paboTKa MPOBOAUIACH
C MOMOMLIBIO IIAKeTa MNPUKIAIHBIX IPOrpaMM
Statistica v npunoxenust MS Excel. Jlna oueHKu
UCIIOJIb30BAIA JJOBEPUTENbHBINA (95 %) uHTEp-
BaT /ULt MeAuaHel Me (x—x,). IIpy cpaBHEHHH
IPYIII MEXAY COOOM (B PAMKAX JIBYX IPYIIN)
paccunTbiBaM Kpurepuil Manna — Yurau (U)
(p <0,0167 = 0,05/3 - ¢ nonpaskoi1 Bondep-
pOHU A TPEX CPABHEHUU) WIM KPUTEPUU
Kpackena — Yomumca (H) npy CpaBHEHUH TPeEX
rpym Mexzy coboit (p < 0,05).

PE3YVJIBTATBI M UX OBCYKIEHUE

Bcero mpoaHamu3MpoBaHsl aHHbIE 1576
nauueHTos ¢ MB, u3 Hux 51,1 % MyxuuH u
48,9 % — xenmuu. B 2017 1. 930 (59,0 %) maum-
eHTOB Habmonamich B LIOO, 600 (38,1 %) -
B [1DO, 46 (2,9 %) — BTIK. B 2017 T. Camblit BbI-
COKHI OXBAT KOHTPOJEM COCTOAHUA MAI[UEH-
T0B ¢ MB (cm. T26m. 1) 6su1 B LIOO (95,9 %).
B IIK oH cocrasun 79,3 %.

CpeHuit BO3PACT BOLIEAMNX B PETUCTP I1a-
nrentoB ¢ MB B IIK cocrasun 94 t. (6,7-13,7),
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YTO JIOCTOBEPHO HuUKe, 4eM B LIPO — 10,7 T.
(99-11,5) u B II®O - 10,5 1. (9,7 £ 11,7)
(H=117,5p <0,002).

Bospacr ycranosnenus guargosza MB B I[1IK
cocrasun 0,2 1. (0,2-0,5), 4T0 IPOUCXOAUT HOC-
TOBEPHO paubiue, yeMm B [P0 6e3 ITIK - 0,6 T.
(0,5-0,7) u B PO - 0,5 1. (04-0,6) (H=458;
p < 0,001). KomyecTBo ManyeHTOB, BbIABICH-
HBIX TIPU CKpuHKHTe Ha MB, B TTIK 66110 56,5 %,
YTO HECKOJIBKO BBIIIE, YEM B IPYIIAX OONBHBIX
u3 [10O 6e3 ITIK u LIOO.

HeonaranpHblil  CKPUHMHI  [IPOBOAWIICA
TIOYTH Y TIOJIOBUHBI TATIEHTOB — y 731 (46,3 %),
M3 HUX TOJNOKUTETbHBIM OH OKa3aics y 085
(93,7 %). B kaxpon rpynne ObUIM MAIUEHTHI C
JIOXKHOOTPHLATEIbHBIM CKPUHUHIOM — OT 3,7 IO
7,2 % (Tabm. 2). MEKOHMEBBI WIEYC B aHAMHE3E
orveyaica y 122 (7,8 %) NauueHTos BO BCEX
IpyNIax, ¢ npeobmaganueM 6ompHblx PO -
73 (7,8 %) cny4as. Beero 99 (6,4 %) manyentam
C MEKOHUAJIBHBIM MJIEYCOM TOTPEOOBAIOCH XU-
PYPIUYECKOE JIeueHue (CM. TabL. 2).

Hccneposanue BapuanTos reHa CFTR Obl-
70 T1poBesieHo y 1446 (91,7 %) MalMeHTOB.
BIIK renernyeckoe 06CI€IOBAHUE OCYIIECTB-
JIEHO BCEM IAIMEHTAM, BOWEAMNIM B UCCIEN0-
BaHHUe (Tab6m. 3). O6pamana Ha ceOs BHUMAHUE
BBICOKAA 4dCTOTA BBIABICHUA OOOMX IIATOTEH-
HBIX BApUaHTOB CFTR B IpyIIe MAlUEHTOB U3
PO -B91,5 % cydaes.

OTMeY€EHO 60MBIIOE PA3HOOOPA3HUE MATO-
T€HHBIX BApUAHTOB B rene CFIR y obcneno-
BaHHBIX. BO BCEX TPEX IPyIIIAX CAMBIM YaCThIM
IIATOTCHHBIM ~ BApUAHTOM  Obl  F508del.
AJUIENBHAS YACTOTA €r0 COCTABW/IA Y IAIMEH-
ToB 13 IIK 47,8 %, a y nauuenros ¢ MB, Ha-
omopasmuxca B PO, — 535 %. Yacrora Ba-
puanToB rena CFTR B I1PO B mopsazke yobiBa-
HUA NPEACTABICHA B TA0L 4. BCero BbLIBICHO
54 MATOTEHHBIX BAPHAHTA, U 26 U3 HUX HEOJ-
HOKPATHO.
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Tabmuma 2

OCHOBHBIE ITOKA32TE/H, OTPAKAIONIHE OPTAHU3AIHIO IIOMOIIH OOJIbHBIM U TedeHne MB

[ToxkazaTenb [IK [1PO 6e3 TIK 3(0]0) J
O6iee Yncio 46 611 948 —
KUBBL 77 (%) 46 (100,0) 0600 (98,2) 930 (98,1) -
ymepny, 7 (%) 0 11(18" 819" -
Camplif CTapIuil BO3PACT NAIUEHTOB, JIET 479 473 455 -
Tlons marueHToB > 18 ner, 12 (%) 6(13,0)" 162 (27,0) 261 (28 1) | <0,001
MeKOHHEBBIN UJIEYC: ONEPUPOBAH, 72 (%) 122" 254" 73(78)" 0912
HE ONepupoBaH, 7 (%) 0 10(1,7)" 134" ’
TTporuiy HeOHaTAbHBIN CKpuHUHT, 77 (%): | 27 (587) * 201 (435" 443 (47,6)*
TIONOMKUTETbHBIN 26 (96,3)™ 248 (95,0) ™ 411 (928) ™ 0,959
HETATUBHbIN 137" 13 (50)" 32(72)"
Ipumeuarive:
* — OT OOIIIETO YMCJIA JKUBBIX OOMBHBIX B OKPYTe (Kpac);
™ — OT YnCIa GOJIBHBIX, TIPOIIEAINX HEOHATAIBHBIN CKDUHUHT IIPU U3BECTHOM PE3Y/ILTATE.
Tabmuna 3
T'eHeTHYECKOE 00C/IeI0BaHHE ITAIHEeHTOB ¢ MB
e [1IK [190 6e3 TIK 1{00)
abe. % a6C. % abe. %
OXBAT reHeTUYECKUM UCCIEIOBAHUEM 46 100 511 85,2 889 95,6
BbISIBNICHO TATOTEHHBIX BAPUAHTOB:
2 38 82,6 347 679 813 91,5
1 3 0,5 129 25,2 05 73
002 HE BbISBJICHbI 5 109 35 68 11 1,2
F508del / F508del 12 26,1 144 282 263 29,6
F508del / ne — F508del 20 43,5 232 454 426 479
He — F508del / ue — F508del 14 304 135 264 200 225
F508del, ajenpHas 4acToTd 44 478 519 50,8 952 53,54

O6a Bapuanta re’a CFTR OIpeE/EIECHbI
y 69,0 % OT 4nCIa TeX, KOMy MPOBOIMIOCH Te-
HETUYECKOE UCCIENOBAHNE, OfUH — Y 23,8 %, HU
OZJHOTO TEHETUYECKOrO BAPUAHTA HE YAAIOCH
BBIABUTD Y 7,2 % MALIUEHTOB.

[Ipn anamuse HaubOIEE YACTHIX BAPUAH-
T0B CFTR BBIABNEHO, uTO E92K y 60BHBIX MB
B [1PO BCTpeUanach ¢ BHICOKON AJUIENBHON YaC-
TOTON — 8,7 %, IprdeM B UyBaIICKoy pecryoIu-
Ke yacrora E92K cocraBuna 55,3 % U BCTpeEYa-
Jach vaime, yeM F508del. MeHbImas, HO JOCTa-
TOYHO BBICOKAA 4aCTOTd E92K ObUIa OTMEYECHA
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B PEIMOHAX, HAXOJMBIIMXCA PAAOM ¢ Yysam-
ckoit Pecriybnmmkoit: B Pecriyonuke Mapuit Do,
Yamyprckoit Pecriybmuike, Camapckont U Yiibd-
HOBCKOM 00mactix, Pecnyomuke Tatapcrad u ap.
(Tabm. 5).

Borbliee KOMMYECTBO MAIMEHTOB C «TsKe-
JBIMP> BapuaHTamu CFTR Habmopanocs B PO -
045 (69,3 %), ¢ «wsirkumi»> — B ITIK — 11 (23,9 %)
(Tabm. 6).

[Ipy OLEHKE HYTPUTHBHOIO CTATYCA JaH-
Hble MH/EKCa Maccel Tena (UMT) y pereit B pas-
JIMYHBIX I'PYIIAX CYLIECTBEHHO HE OT/IMYAIHNCh.,
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Tabnura 4

AJIjIeTbHAA YACTOTA FeHETHIECKHUX BAPHUAHTOB HYIUICOTHI[HOfI MoCJIEe0BATEIbHOCTH
reHa CFTR y nanyieHTOB ¢ MB B II®O *

Hassanue Bapuanra
Ne 110 TPATHITHOHHOA HaBBaHI/ICV Haszpanue )10011;1,
n/n HOMERKTATYDE 110 Kogupyromeit JHK 0 CUHTE3UPYEMOMY OEIIKY %
1 F508del ¢.1521 1523delCTT . (Phe508del) 50,44
2 E92K ¢.274G>A D (Glu92Lys) 8,09
3 CFIRdele2,3 €.54-5940 273+10250del2 1kb D (Ser18Argfs™16) 5,02
4 3849+10kbC->T €3718-2477C>T No protein name 2,06
5 NI303K ¢.3909C>G b- (Asn1303Lys) 1,88
6 2143delT ¢.2012delT b (Leu671%) 1,70
7 L138ins c413 415dupTAC p. (Leul38dup) 1,52
8 394delTT ¢.262_2063delTT D. (Leu88liefs**22) 1,16
9 GH42X ¢.1624G>T . (Gly542™) 081
10 R334W ¢.1000C>T D. (Arg334Trp) 0,72
11 3272-16T>A ¢.3140-16T>A No protein name 0,03
12 5466X ** ¢.1397C>G D. (Ser466™) 0,54
13 WI1282R €.38441T>C p. (Trp12824rg) 045
14 1677delTA ¢.1545_15406delTA p. (yr515™) 0,27
15 S1196X €.3587C>G D. (Ser1196™) 0,27
16 1367del5 c.1243 1247delAACAA) . (Asn415™) 0,27
17 Wi1310X €.3929G>A p. (Trp1310™) 0,27
18 W1282X €.3846G>A p. (Trp1282™) 0,18
19 2184insA (¢.2052dupA) D. (GIn685Thrfs**4) 0,18
20 2789+5G>A €.2057+5G>A No protein name 0,18
21 3944delGT ¢.3816_3817delGT D. (Ser1273Leufs™"28) 0,18
22 L1335P €.40047>C D. (Leul335Pro) 0,18
23 €.252T>A €.252T>A p. (Tyr84™) 0,18
24 |CFTRdup7-11 (6b-10"") ( zcsgfzj};ﬁ_zj) d&p No protein name 0,18
25 R347P ¢.1040G>C D. (Arg347Pro) 0,18
26 G551D ¢.1652G>A D. (Gly5514sp) 0,18
27 Hew3specTHo - - 19,09
IIpumeuariue:

* — TIPEACTABIEHB! TEHETUUECKHE BAPUAHTSI C YaCTOTON 60iee 0,1 %;
® — BKIIOYAs TEHETHYECKHE BAPHAHTH S400X (ecnu cuemnenue ¢ R1070Q He HCCIENOBATIOCD)
1 5466X-R1070Q.
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Tabmmna 5
AjtensHad yacrora Bapuanrta E92K
Pertion AJUIENbHAA YACTOTA PerHon AJienbHAg 4acToTa
E92K, % E92K, %

Yysamckas Pecriybmka 55,3 CaparoBckas 0671aCTb 3,3
Pecrybnuka Maputi On 125 [lepmckuit kpai L1
Yimyprckas Pecrrybimka 10,3 Humxeropopckas 06mactb 0
Camapckas 001acTb 7,7 Pecrybimmka Mopposust 0
YnbSHOBCKAA 0671aCTh 7,1 Kuposckas 061acTh 0
Pecrybnuka Tatapcran 7,0 [lenseHckas 06/1aCTb 0
OpeHbyprekas 0671acTb 5,2 Beero (I100) 8,7
Pecrybnuka Bamkopro- 3,9 [10O 6e3 [TIK 94
CTaH 1{0[0] 1,2

Tabmuia 6

PacnipenesieHre reHOTHIIOB MAIMEHTOB ¢ MB o 1a:xectu
(peHOTHIIHYECKUX TIPOABICHHUI

I [IK, n =46 [P0 6e3 IK, 7 = 600 DO, n =930
a6c. % a6c. % a6c. %
<TsKenplin 24 52,2 218 36,3 645 09,3
MsrKuit> 11 230 113 188 166 178
He yrounen 11 239 175 29,2 78 84
He 6b110 MCCIEI0BAHMS 0 0 94 15,7 41 44

Camble BbICOKHME NOKazaTean UMT y B3poCbIx
OTMEUYEHBI Y MPOKMBAOMKUX HA TEPPUTOPUU
OO 6e3 TIK - 19,6 + 3,3 (mportuB 19,3 + 2,9 -
B LI®O 1 19,2 £ 20 - BIIK).

[10 aHHBIM MUKPOOMONOTUYECKOTO UCCIIE-
JIOBAHUS MOKDPOTBI XPOHUYECKAA KOJIOHU3ALIUA
P. aeruginosa y maupenTos ¢ MB pexe Bcrpeya-
nace B IIK (puc. 1).

B CBA3M ¢ HU3KUMU TIOKA3ATENAMU UH(U-
[IAPOBAHHOCTU JIBIXATEbHBIX 1IyTEH P. aerugi-
nosa y nauueHTos IIK B Ipepblaymive rofpl
B 2017 1. UM OBUIM NIPOBEAEHBI MUKPOOUOIIO-
TMYECKUE HCCIEI0BAHUA MOKPOTHI B OaKre-
puonoruyeckoit na6oparopun Kb Ne 15 um.
O.M. ®umarosa (1. Mocksa). B 6 ciyyasx Bbisis-
JIEHBI IITAMMBI P. daeruginosd, 4To 0Tpa3uaoch
Ha BBICOKUX IIOKA32TE/AX [EPBUYHBIX BBICEBOB
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P. aeruginosa 8 2017 1. ITaupentam Gbu1a Ha-
3HAYEHA TEPANUS COIMIACHO HAIMOHATBHOMY
KOHCEHCYCY  «MyKOBHCLIMZIO3:  OIpEAEIEeHne
JAUATHOCTUYECKUE KPUTEPUH, Tepanusd» [5] u
KIMHUYECKUM peKOMEHANAM  «KuCTO3HBIN
(pubpo3 (MYKOBUCLUIO03) Y AeTel> [22]. OtH
JAHHBIC TOATBEPAKAAIN HEOOXOAUMOCTb Ha-
MYud B PErvoHE COOTBETCTBYIOMIEH COBpE-
MEHHBIM TPEOOBAHUAM MUKPOOUOIOTMIECKON
J1200pATOPUHU.

Bonpmasg 4actb MH(QUIMPOBAHHOCTH I1d-
1ueHToB ¢ MB B. cepacia sbiasnena s I1PO 6e3
[IK, 9TO CBA34HO C BBICOKMMHU IIOKA3ATENIMU
B I. Camape [23].

[Ipy OLIEHKE (PYHKIMM BHEIIHETO JAbIXAHUA
OTMEUEH JJOCTOBEPHO 60JICE BHICOKUI YPOBEHD
(p=0,019) ODB, y zereit B [IK u 6051€€ BbICO-
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12,8119

BIIK zIIPO 6e3 IIK m PO

Puc. 1. Peynomanivt MUKDOOUONROUHECKO20 UCCRe008AHUA MUKDOPROPYL
ObIXAMENLHbIX 1ymelt nayuermos ¢ MB

kit yposenb (p = 0,028) OKEJl y B3pOCIBIX
B OO (Tabm. 7).

[TatenTsl ¢ MB nMenu HA3IbHBINA TONH-
103: o1 15,2 % B I1K 110 25,8 % B LIPO. Co cropo-
Hbl OPOHXOJIETOYHON CHUCTEMBI  OTMEYAJIUCH
JIETOYHBIE KPOBOTEYEHUS, A/UIEPIUYECKUIT OPOH-
XOIyIbMOHAIBHBIN acriepruyuie3 (ABITA), mHes-
MOTOpAKC (puc. 2).

Cpemy OCTOKHEHUI 3a00JIEBAHUA HAOIO-
JATUCh 3IEKTPOUTHBIE HAPYIIEHUA — 10 2,7 %
y 60mpHBIX B [1P0 6€3 [1IK 1 PO (puc. 3), mna-
oer — 10 39 % B IPO. B €AMHMYHBIX CIy4anx
(PMKCHPOBAIUCH OHKOJIOTMYECKUE 32007EBAHMA
U aMwionzio3. Lluppo3 neyeHn y ManyeHTos,
Haomomasmmxca B 11PO 6e3 IIK, Berpevancs
focroBepHo yvare (p = 0,021).

[TanmenTs! ¢ MB BO BCex Ipynmax mnosyya-
JU KOMIUIEKCHOE JICYEHHE, HANPABICHHOE HA

VAYYIIEHUE PEONIOTMU MOKPOTHl M €€ 3BAKyd-
MU U3 JBIXATENbHBIX yTer (puc. 4, a). B IIK
B 2017 1. OO/MBHBIE JOCTOBEPHO YallEe, YEM B
APYIUX I'PYIIIAX, HOMyYaa OPOHXOAUIATATOPbI
(p=0,001), a TarKe KNHE3UTEPATIHUIO.
[IpaKTrdecky BCE MALMEHTDI OMYYAId 3d-
MECTUTE/IBHYIO (DEPMEHTHYIO TEPAINIO OIKE-
JYJOUHON JKEJE3bL. YPCOAE30KCUXOIUEBYIO KU-
cnoty (YIXK) HasHauam pexe, 0cobeHHo B [TK
(73,9 %). KupopacTBOPUMBIE BUTAMUHBI PEXKE
HazHayat 6ombHbIM LIDO - 89,6 % (puc. 4, 6).
OneHKka  aHTUOAKTEPUAILHON  TEPATIUU
(ABT) moxasana, uto nHraAnuonHas ABT 6bu1a
HA3HAYEHA IOJIOBUHE IIALMEHTOB, MPOKUBAIO-
mux Ha Tepputopun PO, B [IK ona npume-
HAIACh JIOCTOBEPHO PEXKE, YEM B JPYIUX pe-
rioHax (p = 0,001). locToBepHO Yaiie BHYTpHU-
BeHHad ABT npumensnacs y 60mbHbIX 13 1100

Tabmuna 7
DyHKIHA BHEUIHETO JBIXAHHUA Y HAUEHTOB ¢ MB, % * 2m
TIK T1PO 6¢3 TTIK iT00)
[Toxazarennb Jern, Bspocire, Hern, Bapocible, Hern, Bapocible,
n=23 n=2 n=228 n=121 n=253 n=199
O®B, 936+90 | 384+266 | 819+29 613+5,1 83,0+ 24 60,6 £ 3,1
DOIKE 943+78 56,1 +19 883+29 725+ 46 912+21 799 £31
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OnekrponutHeie  [[naber Huppoz  Onkxomormvyeckue AMHIOHI03
HapyLLEeHHs MIeYeHH 3a00s1eBaHus

INK B IO 6e3 [IK B OO

Puc. 3. Ocnoxcnenus MB, %

6e3 IIK (p = 0,001), per 0s — FOCTOBEPHO pexe
B 10O 6e3 IIK (p = 0,001) (puc. 4, 6).

[Tanimentam ¢ MB BO BCEX PETMOHAX Ha-
3HAYanmu asuTpoMuiyH (24,8-29,5 %). Cuc-
TEMHBIE CTEPOUJBI PEAKO MpUMeHUH B LIPO
u B [IOO (10 6,0 %) (puc. 4, 2).

B PO Habmopanuch 3 manyueHTa ¢ nepe-
HECEHHO! TPAHCIVIAHTAIUEH TiedeHn u 16 —
NOCJE TPAaHCIUIAHTANMK Jerkux. B I[1P0: opun
C TPAHCIUIAHTALMEN [IEYEHU U OfJH — C TPAHC-
IIJIAHTALEN JIETKUX.

B IlepmckoM Kpae B 2017 T. JE€TAIbHBIX
ucxozos npu MB ne 6pu10. B [100O B 2017 T.
ymepan 11 genosex (1,7 % OT 4yucia BCEX Ia-
1ueHToB) B Bo3pacre 20,5 = 9,8 r. [Ipuunnoit
CMEPTU MAIUEHTOB SIBUIACh OPOHXOJIETOUHAS
natonorud. Cpeu HUX ObUIO 7 TAIMEHTOB
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C «TSKENBIM» TEHOTHIIOM, 3 — C «MATKUM» U
OfH OOBHON C HEWJCHTU(PUIIMPOBAHHON My-
Tauyei B kommnaysye ¢ F508del. B UOO ymepnu
18 (1,9 %) uenosek B BO3pacre 23,5 £ 83 T.
Cpenn  TpUYMH  CMEPTHOCTH  Mpeodiaana
OpoHxoseroyHas maronorus — y 10 manmeHTos.
Kpome TOro 6puii OTMEYEHBI IIPUYUHBL, CBS-
3aHHBIC C TPAHCIUIAHTALUEN, — Y 4 YesIoBeK,
TATONOIUA TICYEHU — Y OJTHOTO BOJBHOTO U IPH-
YHHBI, HE CBA3aHHBIE ¢ MB, -y 3.

BBIBOJEI

[Tanmentel ¢ MB, nabmomasmuecs B 1K,
B [1I0O 6e3 1K u B OO, 10CTOBEPHO OT/INYA-
JUCh TIO BO3PACTY. BOJBIIMHCTBO B3POCIBIX,
Habmopaomuxcs B 1K, He ObUIM BKIIOYECHBI
B MCC/IEZIOBAHNE B CBA3U C TEM, YTO HE NPOILUIN
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KOMIUIEKCHOE oocnenoBanue B 2017 1. B cBa3u
C 3TUM Tpymnmna nanueHToB u3 [1K nmena Hus-
KUI1 CPESHUI BO3PACT, CAMBIN HU3KUI BO3PACT
YCTAHOBJIEHUA [MATHO32 U CAMBIM BBICOKUH
TIPOLIEHT C/IY4Y4eB YCTAHOBIEHUSA JUATHO3A TIPU
HEOHATAIBHOM CKPUHHUHIE, DTO CBUJICTENbCT-
BOBAIO 00 3(P(EKTUBHOCTH HEOHATATBHOTO
CKPUHHUHI'A, HO TAKKE U O HEOOXOAUMOCTH yCO-
BEPIIECHCTBOBAHUA TEPATIEBTUYECKON  CIyKOBI
11 601pHBIX MB B IIK.

Jlyumas BBIAB/IAEMOCTb ATOTECHHBIX BAPH-
aHTOB reHa CFTR OTMeYeHa y MaiyeHTos ¢ MB
B LIPO, 4TO CBA3AHO C JOCTYIIHOCTHIO OECILIAT-
HBIX T€HETUYECKUX MCCNIENOBAHUI B I. MOCKBE,
B TOM 4YHMCIE IyTeM CEKBeHUpoBaHua CFIR.
B ¢BA3U C BBICOKOM CTOMMOCTBIO T'€HETHYE-
CKUX UCCIEOBAHUN B PETMOHAIBHBIX J1A00Pa-
TOpUAX M MOPOOAEMAMU TPAHCIOPTUPOBKU
00pa310B KPOBU MALUEHTOB B CIEIUATAZUPO-
BAHHBIE JTAOOPATOPUU TI. MOCKBBL, HE YIAIOCH
ONPE/IETUTh BECh CIIEKTP MaTOTCHHBIX BAPHAH-
TOB reHa CFTR y 6ombHbIX 13 [1PO B 2017 1.

M3yueHne NATOTEHHBIX BAPUAHTOB I'€HA
CFIR y naupeHtoB B [1OO 6BUIO YCIOXKXHEHO
Pa3HOOOPA3UEM HACENEHUA — HA TEPPUTOPUU
[1PO npoxusaer 21,3 % rpaxian cTpansl. B co-
cras 10O Bxopar 14 PErMoHOB ¢ MHOTOHAITHO-
HAIbHBIM HacenenueM. Ha teppuropun 10O
PACrONaraeTcst GOMBIIOE KOMMYECTBO TIPOMBIII-
JIEHHBIX TIPEAIPUATHI, YTO TAKKE CIIOCOOCTBYET
MUT'PAIUN HACEJIEHNSL.

AHA/IM3 PETUCTPa MO3BOMUI BBIABUTH He-
KOTOpBIE PETMOHAIBHBIE OCOOEHHOCTH 320071€-
BAHUA Y MAUUEHTOB ¢ MB: y HHX OTMEYEHO
OOMBIIOE PA3HOOOPA3UE MATOTECHHBIX BAPUAH-
TOB B reHe CFTR, CBA3AHHOE KAK C HATUYUEM
ABTOXTOHHBIX JTHUYECKUX TIPYIIL, COXPAHA-
IUX OTHOCUTENBHYIO 3AMKHYTOCTb B CHIY
KYJIETYPHBIX, fA3bIKOBBIX M DEIUTMO3HBIX OCO-
OEHHOCTEN, TAK U C MUTPALUEN HACETEHUS,
YCWIMBAIOWEHCA BCIEACTBUE IVIOOAIBHBIX CO-
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[IMATBHO-9KOHOMUYECKUX  TIpOLieccoB.  Kpome
TOTO, BBIABICHA BBICOKAA AJUIENbHASA YACTOTA
IIATOTEHHOro Bapuanta E92K, KOTOPbIA COCTa-
Bua 8,7 % B [1PO, 1 B OCHOBHOM OBLT PACIPO-
CTPAaHEH Yy MALMEHTOB B YyBamckon Pecry6mu-
Ke: BapuaHT E92K BCTpedanca € aJUIeNbHON
YACTOTOU 55,3 %, UTO BBINIE, YEM AJUIEIBHAS
gacrora F508del.

Brarogapsa ananmuay ganHerx HanumoHamb-
HOTO PErUCTPa TPEAbIYIKX JIET, OblIa OTMe-
4eHa HU3KAA MH(PUIUPOBAHHOCTD P. Aerugino-
sa 6onmpubIx MB B IIK. Ho mpu ocymecTsienn
y 60pHBIX MB B 1K 1OMCKa aTOreHHOM MUK-
PO(MIOPHI ABIXATEIbHBIX MyTEN B CHELUAIU3H-
POBAaHHON JTAOOPATOPUM T. MOCKBBI BBIABICHBI
IALMEHTHL C HAUYKUEM P. aeruginosa. 910 CBU-
JETENLCTBYET O HEOOXOAMMOCTH YCOBEPIIEHCT-
BOBAHMA OAKTEPUONOTMYECKUX  JTAO0PATOPUIL
B peruoHax. OJHAKO JaKE NPU CIELUAILHOM
00C/IEI0BAHNY TIALMEHTOB HE BbIABIEHA B. cepa-
cia, a Jpyrag IaTOreHHas 1A OONbHBIX MB
MHUKPO(IOpA HE IPEBBIIAIA  AHATOTMYHbIC
IOKA3aTeN B ApYruX rpymnax. [IpasuibHad
OpraHM3aIys aMOYIATOPHOU CIYAKOBI, CTPOroe
COOMIOICHAE  IMUAEMUONOTMYECKUX — MEPO-
IPUATUI [PY KOHCYIBTUPOBAHUU OOJBHBIX B
pernoHanbHOM 1ieHTpe MB B 1K crioco6crsyer
KOHTPO/MIO MH(EKUUHU Y TALUEHTOB U HU3KOM
YaCTOTE APYrON IPAMOTPULIATENBHON MUKPOO-
HOM (DIOPBL

[Ipu oLEeHKe (DYHKIMU BHEMIHETO JbIXa-
Hug y nagueHTos ¢ MB B IIK Obu1 orMeden
BBICOKU! ypoBeHb OPB,. BepoaTHO, 310 OBLIO
CBA3aHO C MEHBIIMM KOJMYECTBOM B3POCIBIX
IAIMEHTOB U OOJBIIMM KOJTUYECTBOM NAI[MEH-
TOB C «MATKUM> I'eHOTUIIOM. KpoMme Toro, Bo3-
MOXHO, IOBJIUANO MEHBIIEE YUCIIO TTALIUEHTOB
C XPOHHUYECKON KONOHU3aLuen P. aeruginosa,
OTCYTCTBUEM B. cepacia, a TaKxe 6071ee 4acToe
IpUMEHEHNE OPOHXOAUIATATOPOB U KUHE3U-
tepanuu y 6ompHBIX MB B IIK. Kpome Toro,
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paHHEe HA3HAUEHUE NEPOPAIbHON AbB 1mpu
PECIMPATOPHBIX BUPYCHBIX MH(EKIMAX U HA-
YAJIbHBIX [PU3HAKAX OOOCTPEHUH OGPOHXOIIE-
TOYHOIO IIPOIECCA B PAAIC CJIYYAEB TIO3BOMIIO
TIPEAYIPERIAT PA3BUTHAE OOOCTPEHUN 1 TOCIIN-
TAIM3ALMIO MALUMEHTOB JUIA NIPOBEACHUA BHYT-
PUBEHHBIX KypcoB ABT.

Taxum 06pa3oM, BEEHHUE MIKOIbI MyKOBHC-
1/1032, THPOPMUPOBAHKUE pOAUTENER 06 0Co-
OEHHOCTAX IUTAHUA NIPY JJAHHOM 32007I€BAHUN
¥ NPOQWIAKTUKE CUHAPOMA IICeBIO-baprepa
TIO3BOWIO M30EKATh HAIMYMA SNEKTPOIUTHBIX
HapymeHni y 60mbHbIX [IK B 2017 1.
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