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Llenbto nccnepoBaHus ssBunachb oueHka reHo-geHoTunmnyeckmnx B3ammocBsseit y 3096 605bHbIX MYKOBUCLIMAO30M, MO
OaHHbIM POCCUIACKOro HaunmoHanbHoro permctpa. lNpoeeneH aHanna BANSHUS «MArkmx» (498 cnydaeB) u «TSXKeSbIX» FeHO-
TnoB. (1765 o6cnenoBaHHbIX) HA TEYEHWE N IeYeHne MyKoBUCLMO03a. BeigBieHbl pa3nmunsa mexay rpynnamMm 60abHbIX No
BO3pPacCTy, BPEMEHM NOCTAHOBKN AMarHo3a, aHTPONOMETPUYECKOMY CTaTyCy, PECMINPATOPHON PYHKLIMU, HACTOTE MEKOHME-
BOro uieyca, caxapHoro guabeta, umppo3sa rnedyeHun, oobemy Tepanum. Hannume y 601bHOro MykOBUCLMAO30M «TSXKENI0r0»
reHoTUna HeraTMBHO aCCOLMNPOBAHO C HYTPUTUBHBLIM CTaTyCOM, BEPOSTHOCTbLIO PA3BUTUS OCNIOXHEHNI CO CTOPOHbI Opra-
HOB MuLLLEEBaAPEHNS N 0OBEMOM JIEHEHUS.

KnroyeBsbie cioBa: MYKOBUCUMNAO3, PernucTp, reHetuka

The aim of the study was to evaluate the geno-phenotypic relationships in 3096 patients with cystic fibrosis, according to
the Russian National Register. The analysis of the influence of «mild» (498 cases) and «severe» genotypes (1765 examined
persons) on the course and treatment of cystic fibrosis was carried out. Differences between groups of patients by age, time
of diagnosis, anthropometric status, respiratory function, frequency of meconium ileus, diabetes mellitus, liver cirrhosis,
volume of therapy were revealed. The presence of a «severe» genotype in a patient with cystic fibrosis is negatively associated
with nutritional status, with the likelihood of the digestive system complications and the volume of treatment.
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WUMT - wuHaekc maccel Tena CFTR - Cystic Fibrosis Transmembrane conductance Regula-
MB - MyKOBMCUMAO3 tor (perynaTtop npoBoaMMOCTU 6enka MyKoBMCLMA03a)
O®B; -o6beM HOpCMPOBAHHOIO BblAOXA 3@ MEPBYO CEKYHAY MRSA - METULMANNH-PE3NCTEHTHbIN 3010TUCTbIN CTadUNOKOKK

DOXEJT - bopcnpoBaHHas XM3HEHHas eMKOCTb JIerknx
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OPUTUHAAbHBIE NCCAEAOBAHMUA

MykoBucumnao3

ORIGINAL RESEARCH
Cystic fibrosis

ykoBucuuaos (MB) — Taxxenoe cucrtemHoe 3a-

OoneBaHue C ayTOCOMHO-pPELLECCUBHbBIM TU-

nom HacnepoBaHuss. C MOMeHTa BbiaeNieHUs
B 1938 roay amepukaHCKMM MaTosioroaHaToOMOM
D. H. Andersen B caMOCTOSITEJIbHYI0O HO30Js0rn4e-
CKYI0 eauHMLYy M no HacTtosiwmnm aeHb MB xapakrte-
pu3yeTcs CyLecCTBEHHbIM OrpaHu4YeHuemM nponaos-
XUTENbHOCTU XU3HU, KOTOpasa B cepeauHe XX Beka
cocTaBnsana 5 ner, a B HacTosiLee BpeMs B Pa3BUTbIX
cTpaHax 3anaga npuonuxaetcs K 45 rogam. TaxecTb
TeyeHus 6one3Hn oO6yc/oBsieHa MOJIMOPraHHOCTbIO
nopaxeHusi, B CTPYKType KOTOpoOi BeayLiee MecTo
3aHMMalOT naToJiormyeckume npouecchbl B pecnupa-
TOpPHOM TpakTe. [bixaTesibHags HEeAOCTAaTOYHOCTb U
OCJI0)KHEHUNS CO CTOPOHbI OPraHoOB AbIXaHUs onpeae-
NKAI0T 60MbLUYIO YaCTb CMEPTEJIbHbIX UCX0A0B nNpu MB
[1,2].

[MaTtoreHe3d MB pocTaTo4yHO M3y4eEH M 3aksloyaeTcs
B HapylweHnn QyHKUMOHMPOBAHUSA OTBETCTBEHHOro 3a
VIOHHBI/ TPAHCMOPT XJIOPHOro KaHana, CUHTE3 KOTOPOro
perynupyetcs reHoMm CFTR. Bo3Hukawowme HapyLieHns
39NEKTPOSIMTHOrO 0OMEeHa NPUBOAAT K MOBbLILUEHNIO BA3-
KOCTU CekpeTa 9K30KPUHHbIX Xene3 n GopMUPOBAHUIO
pPasnnyYHbIX MNATONOrMYECKUX MPOLECCOB B OpraHax-
MuLeHsax. B nerkux HapywlaeTcs HopManbHasa 3Bakya-
LuMs GPOHXMANBLHOIrO CeKpeTa, YTO BbI3bIBAET 3aL4EPXKKY
NaTOreHHbIX MUWKPOOPraHM3MOB M Pa3BUTME FHOMHOrO
OpoHxnTa 1 OPOHX03KTA30B. B nomxenynoyHom xene-
3e HabnoaalTca pacluMpeHne MNpPOTOKOB, 3aMOJIHEH-
HbIX BSI3KUM COAEPXWUMbIM, YMIOLLEHWE 3NUTeNnns u
3aMeLLeHne aumHyCOB XUPOBON UAN COEANHUTENbHOM
TKaHblO. 3akynopka NpPOTOKOB B Me4YeHW BeAeT K BOC-
nannTenbHONn WMHOUABTPAUMM C pa3pacTaHUEM MeX-
[O0NbKOBOW COeAMHUTENbHON TKaHn 1 GopMupoBaHnem
MEJsKOy3/10BOro 6unmnapHoro umpposa. Kpome Toro, y
noAaBnsoWwero 60bLWNHCTBA MYXUYUH, BOJSIbHBIX MYKO-
BUCLMO030M, OTMEYaloTCH ABYCTOPOHHSAS atpodus nam
06CTPYKUMA CEMABBLIBOAALLMX NPOTOKOB [1, 2] .

B HacTosiee Bpems onucaHo 6onee 2000 naTono-
rmyeckmx BapuaHtoB reHa CFTR, 6onee 352 asnsaioTcs
KJIMHNYECKN 3HAYMMbIMU, TO €CTb BbI3bIBAIOT pPa3BUTUE
3aboneBaHus [3, 4]. YCnoBHO naToreHHble BapuaHTbl
pasgeneHbl Ha 6 KNaccoB B 3aBMCUMOCTHY OT BINSHUS Ha
GYHKLMOHMPOBAHWE XJIOPHOI0 KaHana [5].

C MomeHTa oTKpbITUs reHa CFTR Hay4Hoe coobLue-
CTBO OECnokouT B3aMMOCBSI3b MaTOreHHbIX BapUaHTOB
reHa ¢ GeHOTUNMYECKNMU NPOSBNEHNSMU 3ab00NeBaHUS.
MokasaHo, 4To BapuaHThl |-l knaccoB HEraTMBHO BAUSIOT
Ha QYHKLMIO NOOXKENYA04HOM Xenesbl, Bbi3biBas PAHHIO
naHkpeaTN4eCckyo He[oCTaTOYHOCTb. HanpoTuB, BapuaH-
Tbl IV-VI knaccoB o6nagatoT NpPOTEKTUBHbIM 3(PPEKTOM
Ha naHkpeaTtnyeckyto dyHKumio. MNoatomy BapuaHThl |-l
K/1TaCCOB Ha3blBalOT «TsxenbiMu», a IV-VI — «Mmarkummn».
Mpu nx covyetaHnm B reHoTNe 3OPEKT «MArKoro» Bapm-
aHTa npeobnagaeT Hapd, «TsxenbiM» [6, 7]. MNMopaxeHne
OpYyrvx OpraHoB U CUCTEM, B TOM YUCNE NEerkunx, CTosb
OYEBUOHO HE 3aBUCUT OT reHoTmna. Cuntaercs, 4Tto cTe-
NeHb BblpaxXeHHOCTM peHoTuna MB B opraHax, OT/IMYHbIX
OT NOAXENYA0HYHOM XeNne3bl U PeENPOAYKTUBHOM CUCTEMBI,
SABNSETCS PEe3yNbTaToOM BAMSHUSA psaa GakTopoB, BKIIO-
yasa reHotun CFTR, reHbl-mMogudukaTopbl 1 @akTopbl
OKpy>XatoLLen cpebl. Y4nTbiBas BEAYLLYIO POSb pecnupa-
TOPHOW cucTeMbl B TaxecTn MB, norniHo copmmpoBaH
TE3NUC O HEBO3MOXHOCTU MHOVBUAYANIbHO MPOrHO3MPO-
BaTb TeYeHune 60s1e3HM NPy KOHKPETHOM reHoTune [2, 6].
HecmoTpsi Ha 9TO, HEKOTOpblE PabOThbl 4EMOHCTPUPYIOT
6oee nerkoe Te4yeHme 1 NyyLlyto BbKMBAEMOCTb Y NaLm-
€HTOB C «MArkMMmn» reHotunamum [8, 91.

OoHUM 13 apdEKTUBHBIX MHCTPYMEHTOB OLEHKN re-
HO-DEHOTUNUYECKNX B3aMMOCBA3El MOXeT ObiTb Ha-
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UMOHanbHbIN pernctp 6onbHbix MB. OH aHanormyeH
perucTtpy 60nbHbIx B CLUA, roe ¢ 2013 no 2017 r. 60nb-
LUMHCTBO XapakTepuaylouimx 3aboneBaHne napaMeTpoB
npencTaBfieHbl B BUAOE PasfivymMii Mexay BapuaHTamum
-1l n IV=VI knaccoB. B Poccumn ¢ 2011 roga ¢pyHKUMO-
HUpyeT PerncTp 60nbHbix MB, 0aHaKo oLeHKa reHo-de-
HOTMMNYECKNX CBSA3EN HA OCHOBE €ro AaHHbIX paHee He
NPOBOAVACH.

Llenb nccnepoBaHns: oLEHNTb FEHO-MEHOTUNNYECKME
CBSI3N Y BOJIbHbIX MYKOBMCLIMO030M, UCXOAS U3 OAHHbIX
Poccuiickoro HaumoHaneHoro peructpa 2017 ropa.

Matepuan n mertopabl. bbin NnposeaeH aHanns Ha-
LUMoHanbHoro peructpa 6onbHbix MB 3a 2017 rog [10].
dopma 3anonHeHnst 0Te4ecTBEHHOro Pernctpa He npe-
Tepnena 3Ha4YnMbIX nameHeHun 3a 2011-2017 rogbl n
cogepxana napamMeTpbl, Tpebyemble Ons BKIOYEHUS
JaHHbIX B EBponenckuii perncrp.

B Pernctp 2017 roga BkAto4eHbl AaHHblie 81 pernoHa-
cybbekta Poccuiickon depepaunm, Mockbl 1 CaHKT-
MeTepbypra, KOTOpbIE CrpynnMpoBaHbl B 8 denepalnb-
HbIX OKPYrOB.

B Peruncrtpe otpaxeHbl napameTpbl, XxapakTepusayto-
Lme AmMarHocTuky 3abosieBaHuns, BKoYas reHeTMYeckoe
nccnenoBaHve, aHTpPonoMeTpuyeckme gaHHble, nokasa-
Tenu pecnmpaTtopHom GyHKUMN, MHPEKLMOHHbLIN Nendax
AbIXaTeNIbHbIX NYTen, HYyTPUTUBHbIM CTaTyC. YYMTbIBaNOCh
pasBUTUE OCJNIOXHEHUA U 0OBbEM JieYeHUst 3a OTYETHbIN
rog.

FeHeTunyeckuin pasgen Peructpa Ttpebosan 3anon-
HeHus AByx rpad: NpoBOAUNIOCH SN FEHETUYECKOE UC-
crnefoBaHMe UM Ha3BaHWE BbISIBJIEHHbIX MAaTOrMEHHbIX
BApUaHTOB, €C/IN UCCefoBaHME BbINOJHANOCh. Yyu-
ThbiBAs HaM4YME HECKOJIbKMX HOMEHKIATYP MaTOreHHbIX
BapuaHTtoB reHa CFTR, ycnosuem Perncrtpa asnsetcsd
COOTBETCTBME TPAAULMOHHOMY Ha3BaHWIO B MeXAyHa-
poaHo 6a3e paHHbix CFTR1, npeacTaBNeHHON Ha cail-
Te http://www.genet.sickkids.on.ca. Ecnu natoreHHbin
BapuaHT otcytcTBoBan B CFTR1, TpeboBanochb yka3aTb
ero HasBaHue C MoMeTkon «apyras». B panbHenwem
npu o6paboTke AaHHble NPOBEPSSINCL HA COOTBETCTBME
MexayHapogHor 6aze CFTR1 n CFTR2 n U3 aHanusa
VCKJTIOHANUCh BAPUAHTbI C HEAOKAa3aHHbIM KIIMHUYECKUM
addekToM cornacHo 6ase CFTR2 [3, 4]. B psne cnyya-
€B Jaxe npu OTCYTCTBUM OMMUCaHUS BapuaHToB B 6a3ax
CFTR1 n CFTR2 BapnaHT OCTaBASAM NpPU YCIOBUN €ro
0O4YEeBUOHOW NATOFEHHOCTW (BapuaHTbl CO CABUIOM paMm-
KU CYUTbIBaHMS, GOPMMPOBAHMEM CTOM-KOOAOHA WU
KPYMHbIE NEPECTPONKN reHa).

Kaxxgomy BapnaHTy Oblj1 IPUCBOEH CTaTYC «TSXENbliA»
(I-1 knaccel) nnn «markmin» (IV-VI knaccel). Mudopma-
LUMs O «TSHXKECTU» 3aMMCTBOBANIaCb U3 OTEYECTBEHHOW U
3apybexHoin nnuTepaTtypbl, NOCBALWEHHON deHoTUnnye-
CKOW OUEeHKe reHeTU4YecKnx BapmnaHToB. MNpu codeTaHnu
OBYX «TSXENbIX» BAPMAHTOB FEeHOTMMN OMNPEenenssncs Kak
«TSKENbIN», MPU HANNYUN XOTSA Obl OOHOM «MSAFKON» MY-
Tauum — Kak «MArkmnin».

Cratuctmnyeckas obpaboTtka AaHHbIX NPOBOAMUIACH C
NOMOLLbLID NakeTa npuknagHeix nporpamm STATISTICA.
BbINONHANCS CpaBHUTENbHLINA aHaNN3 MeXxay «Msrku-
MU» N «TXKENbIMU» FTEHOTUMAMU B OTHOLUEHUM napame-
TPOB, XapakTepuayloLmMx TedeHre u nedeHme MB. B 3a-
BUCUMOCTU OT XapakTepa pacnpeneneHns NpuMeHsmcb
t-kputepuin unn kputepuii MaHHa — YutHu. Pasnuyus
cynTanm ctatmcTnyeckm sHadmmoimm npu p<0,05.

PesynbTaTtbl 1 06cyxaeHue. B Pernctp 2017 roga
ObInn BKOYEHbI AaHHble 3096 60nbHbIX: 3047 XUBbIX U
49 ymepunx. Hanbonee npeacrasuteneH LieHTpanbHbIN
denepanbHbil okpyr (948 nauueHToB), MeHee BCero
npeacTaBfieHo NauneHToB OT JanbHEeBOCTOYHOro dene-
pansHoro okpyra (109 cnyyaes).
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CpepnHuin Bo3pacT 60bHbIX cocTtaBun 12,1+9,4 roaa,
MeamaHa Bo3pacta — 9,7 (11,9) net. CpenHuii Bo3pacTt
ycTaHOBNeHus anarHo3a 6bin paseH 3,1+6,1 rog, meou-
aHa BO3pacTa ycTtaHoBneHus gmarHosa — 0,5 (2,9) ner.
Honsa naumenToB ctaplwie 18 net gpocturana 22,3 %. Me-
KOHMEBbIN UIEYC NP POXAEHUN AnarHocTnuposaHy 8,1 %
60nbHbIX. Y 47,8 % naumeHToB Pernctpa amarHos Obin
YCTQHOBJIEH MO NPOrpaMme HEOHATaIbHOr0 CKPUHUHTA.

ObixaTtenbHble MyTU 60MbHbIX OblIM MHOULMPOBAHbI
crnegylowmmMmn MmkpoopraHnamamm: S. aureus (57,1 %,
B ToM umcne 4,0 % MRSA), P. aeruginosa (32,4 %), Bur-
kholderia cepacia complex (6,2 %), Stenotrophomonas-
maltophilia (3,5 %), Achromobacter spp. (4,6 %), opy-
ras HenceBOOMOHaAHasi rpamMoTpuuaTensHaa dnopa
(14,1 %), HeTyBepKynesHbIn MukobakTepuros (0,7 %).

lMokadaTtenn pecnupaTopHoi GYHKUMM COCTaBUN:
BOXKEN 84,5+23,1 % o1 pomkHoro, OPB; 75,4+25,3 % ot
nomkHoro. Meanana nepueHtung UMT y geten He npe-
Bbilwana 29,5 (50 %) kr/m?, meamara UMT y B3POCbIX —
19,0 (4,2) kr/m2.

Yactota ocnoxHeHunn MB pacnpegenunacb cneny-
IOWYM 06pa3oM: MoNNMNO3 BEPXHUX OblXaTeSlbHbIX MyTein
(23,6 %), nopaxeHue nevyeHn 6e3 umpposa (15,9 %), octe-
0onopo3 (HM3kasa KoCTHasa Mmacca) (6,3 %), uMppPOo3 NneyeHn
C NopTanbHONW rmnepTeHsunen/rmnepcnneHnamom (4,5 %),
caxapHblii anabeT (3,2 %), aNeKTPOINTHbIE PACCTPONCTBA
(2,9 %), uUMpPpPO3 neveHn 6e3 NoPTaNbHOM NMNEepPTEH3UN/TU-
nepcnneHnama (2,3 %), anneprnyecknin 6GPOHX0NEroYHbIN
acneprunnes (1,5 %), neroyHoe kposoTeyeHue (1,5 %),
MHEBMOTOPAKC C APeHVpOBaHmneM rpyaHoin knetku (0,6 %),
oHko3abonesaHue (0,2 %), amunongos (0,1 %).

O6bem Tepanuu NPeacTaBfieH CneaylowyMn rpynna-
MU npenapaTtoB: gopHasa anbda (94,9 %), naHkpeaTnye-
ckne pepmenTbl (93,5 %), ypcoaesokcuxonesas Kncnora
(89,6 %), ButamuHbl (89,6 %), nepopasbHble aHTUOMO-
Tnkn (70,8 %), rMNepTOHNYECKNIA pacTBOpPa HATPUS XJ0-
puoa (63,0 %), BHyTpPMBEHHble aHTMOnoTUKM (56,4 %),
OpoHxoaunartatopbl (53,4 %), asutpomuumH (30,1 %),
VHransiumMoHHble cteponapl (17,2 %), CUCTEMHbIE CTEPO-
napl (4,7 %). Takke y 82,8 % naumeHTOB NpoOBOAUIACH
KnHeantepanus, B 4,1 % crny4ae oCyLLeCTBASANACh KNCI0-
poooTepanus.

eHeTnyeckoe unccnegoBaHme BbINOAHEHO Yy 92,4 %
60onbHbIX (92,5 % peteit, 92,1 % B3pocCnbIxX). Makcumars-
HbIA OXBaT TFEHETUYECKUM UCCnefoBaHMEM OTMevancs
B CaHkT-lMeTtepbypre (100 %), MuHUManbHbIM — B MNpu-
BOJI)XCKOM penepanbHoM okpyre (86 %). ObLias cymmap-
Has YacToTa MAeHTUGULUMPOBAHHbBIX annener cocTaBuna
88,3 %. Y petent ngeHtnouumposaHo 87,0 % annenen, y
B3pOChbIX — 92,6 %. MakcuManbHOe YMCIO0 BbISIBIEHHbIX
annenein Habnwopanock B CaHkT-lMeTepbypre (98,1 %),
MWUHUManbHoe - B [anbHEeBOCTOYHOM denepasbHOM
okpyre (78,7 %).

BbisiBneHo 196 nmatoreHHbix BapuaHTa (94 — HeoaHo-
KpaTHOo). [lBa BapuaHTa HyKJeoTUOHOM nocrenoBaTtesb-
HocTu reHa CFTRonpepeneHbly 80,2 % 60nbHbIX (Y 77,7 %
netenny 89,0 % B3pocnbix), oanH —y 16,1 % naumeHToB
(y 18,6 % neteinny 7,4 % B3pocnbix), B 3,7 % cnyyaes (y
3,7 % petennt ny 3,7 % B3POCIbIX) FTEHETUYECKNI BAPUAHT
naeHTnudnumMpoBaTb He yaanochk. «Msarknii» reHoTun Bbl-
aBneH y 22,0 % 60/bHbIX. «TsKenble» reHOTUMNbl AOMUHN-
poBann Kak y geTen, Tak U y B3pochbix (puc.). «Markuin»
reHoTun BbisiBNeH y 16,4 % 60nbHbIX 0 12-neTHero Bo3-
pactauny 75,6 % naumeHToB cTapue 36 ner.

Hamu Obln NpoBeAEeH CpaBHUTENbHbIA aHaNU3 605b-
HbIX C «MArkuMun» (498 nuu) n «TaxensiMn» (1765 06-
cnenoBaHHbIX) reHoTunamu (tabn.). Kak BuaHO w3
OaHHbIX Tabnuubl, NAUUEHTbl C «MSATKMM» FE€HOTUMNOM
XapakTepusoBanncb OTHOCUTENbHO OGonee OGnaronpu-
ATHbIM TeyeHneM 3aboneBaHus (aHTpPoNomMeTpuyeckue

nokasaTtenu, 4yactota MHOUUMPOBAHUSA MaTOreHHbIMU
MUKpOOpraHn3mamu, paseButus auaberta, nopaxeHus
nevyeHun, MekoHMeBoro nneyca). Kpome toro, 60sbHble C
«TSXKENbIMW» FTEHOTMMaMN AOCTOBEPHO Yalle, Mo CpaBs-
HEHUIO C «MSAMKMMUW», UCMOMb30BaNM MHransaumm runep-
TOHMYECKUM CONEBbIM pacTtBOpoM (67,1 % n 56,2 %),
nopHagy anbda (95,8 % n 89,6 %), MHranAUMOHHbIE aH-
TMonoTukn (52,2 % n 40,4 %), BHyTPUBEHHbIE AHTUONO-
Tk (57,7 % n 51,8 %), ypcooe3oKCMXONEBYIO KUCNOTY
(91,4 % 1 75,3 %), naHkpeaTnyeckme pepmenThbl (98,4 %
1n 68,1 %), ButamuHbl (92,7 % n 77,5 %).
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Puc. PacnpeneneHne reHoOTUNOB B 3aBUCUMOCTM OT BO3pacTa

YcunuBalowmincsa B nocnegHne rogbl MHTEPEC K n3-
YY4EHUIO reHeTmnyecknx ocobeHHocTelr MB obycnoBneH
COBEpPLUEHCTBOBAHMEM METOLOB BbISIBJIEHUSA MaTo-
reHHbIX BapMaHTOB FeHa, a TakXe NepcnekTMBOM na-
TOreHeTU4Yeckolr Tepanum, OCHOBAHHOW Ha reHoTune
nauMeHToB. TapreTHoe fie4eHme cTano 3aHUMaTb Npuo-
puTeTHOE MecTo B BefeHnM 60sbHbIX B Pa3BUTbIX CTpa-
Hax. He meHee BaXXHOW BUAUTCSA BO3MOXHOCTb OLIEHKMU
reHo-MeHOTUNNYEeCKUX B3auMMOCBA3el, TeM bornee aTa
aKTyanbHOCTb 0OOCHOBbLIBAETCS NMOCTOSAHHbLIM YBen4ye-
HUEM YUCNEHHOCTWU BbIIBIEHHbIX FEHEeTUYECKUX Bapu-
aHTOB.

CyuwecTtBylowme 6a3bl CFTR1T n CFTR2 He TONbKO
nomMoraioT crneumanncTty OpUEeHTUPOBATLCS B LUMPOKOM
pasHoob6pa3ny BapuaHTOB reHa, HO 1 MNOo3BONSAIOT BKIIO-
YNTb COOCTBEHHbIE AaHHbIE, YTO YNYYLUUT HalW npea-
CTaBJIEHUS O NMPOrHO3e NpPu onpeaeneHHbIX reHoTunax.

OueHka reHoTun-GEeHOTUNNYECKNX CBS3E UuMeeT
CBOIO MCTOPNYECKYIO 3TANHOCTb: OT OMUCAHUSA eANHNY-
HbIX BapMaHTOB A0 NMoucka B3aMMOCBA3ei Ha OO0MbLIMX
BbIOOpKax NauneHToB. BONbLWMHCTBO PpaboT NOCBALLEHbI
MONCKY BO3MOXHbIX B3aMMOCBS3EN MEXAY FEHOTUMOM
1 xapaktepuaywmmm MB KIMHUYECKMMN NMPOSIBNEHN-
AMU (pecnmpaTtopHOr QYHKUMEN U OCJIOXHEHUAMU CO
CTOPOHbI OpPraHoOB AblXaHUs, HYTPUTUBHBLIM CTaTyCOM,
nopaxeHnem ne4vexHn, JIOP-opraHoB, pPenpoaykKTMBHOW
CUCTEMBbI, 9NEKTPOJIMTHBIMU PACCTPONCTBAaMU, BblXKMBa-
emocTbio) [9, 11-19].

Jlo HacTosilero BpemMsi aHanus3 reHo-gpeHoTunnye-
CKNX CBSI3€M Ha OCHOBE AAaHHbIX HALMOHAsbHbIX peru-
CTPOB npakTuyeckn He nposogusncs. PaHee Gbina npo-
Be[leHa OLUeHKa BbIXXMBAEMOCTU OOJIbHbIX C FEHOTMNaMN,
BKJItOYaOLWMMK BapmaHThbl |-1ll knaccoB B CpaBHEHUN C re-
HOTUMNamMu, MMeBWNMU BapuaHTtbl IV-V knaccos. CmepT-
HOCTb Yy Takux nuy, 6bi1a B ABa pasa Bbllle, YeM Y naum-
€HTOB C reHoTUnamMm, COCTOSILLIMMU XOTSA Obl U3 OOHOM
myTauum IV-V knaccos. 3T0 NO3BONAMIO CAeNaTb BbIBOS,
4YTO reHOTUN ABNSAETCSH HE3aBUCUMbIM (PaKTOPOM MPOrHO-
3a Xu3Hu [8]. B Hawem uccnegoBaHUn BbIXXNBAEMOCTb
HE M3dyyanacb, XOTS paHee OTMEeYeHa y4dllasa BbXnBae-
MOCTb B Clly4asix Hann4ms «Msarkmux» reHotunos [9].
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MykoBucumna03 Cystic fibrosis
Tabnvua
CpaBHUTENbHbIA aHANN3 «MATKUX» U «TSXKENbIX» FEHOTUMOB
[MokazaTenb perucrpa «Taxenbln» reHoTun «MSIrKNIA» reHoTmn P
Bo3spacT, roabl 11,1+8,4 17,2+12,4 0,001
Bo3pacT anarHosa, rogbl 1,8+3,5 8,4+10,6 0,001
[OnarHo3 no HeoHaTaslbHOMY CKPWUHUHTY, % 50,2 31,5 0,001
MoToBbIV TECT, MMONb/N 100,2+27,7 93,4+25,9 0,042
MekoHueBbIN nuneyc, % 11,0 1,2 0,001
O®B;, % OT AOMKHOrO 76,3£24,3 71,7£29,0 0,047
OXEJ1, % OT AOKHOro 86,0+21,3 82,9+24,8 0,379
Poct, cm 127 (53,8) 153,0 (53,0) 0,001
Macca, kr 24 (25,7) 40,0 (35,5) 0,001
MHaekc maccol Tena, Kr/m? 15,9 (3,2) 17,4 (4,6) 0,001
S. aureus, % 60,5 52,6 0,02
MRSA, % 4,7 3,4 0,232
P. aeruginosa wHTepMuTTUpYytowas, % 15,8 11,0 0,013
P. aeruginosa xpoHuyeckas, % 33,5 33,9 0,820
Burkholderia cepacia complex, % 6,7 6,0 0,614
HeTyb6epkynesHbiii MukobakTepnos, % 0,5 0,8 0,508
Stenotrophomonas maltophilia, % 4,5 2,8 0,093
Achromobacter spp., % 5,0 4,6 0,655
HencesgomoHagHas rpamoTpuuaTtensHas dnopa, % 15,0 10,2 0,006
Annepruyecknii 6poHxoneroyHbii acneprunnes, % 1,8 1,6 0,826
[OunabeT c exxegHEBHbIM NPUMEHEHMEM UHCYNMHa, % 4,5 1,2 0,010
Linppo3 neveHu c noptanbHoM runepteHsven, % 5,3 1,6 0,001
Linppo3 neveHun 6e3 noptanbHoi runepteHsum, % 2,5 0,4 0,002
MopaxeHune neyeHn 6e3 umpposa, % 17,9 9,0 0,001
MHeBMOTOpakc, NnoTpeboBaBLLIMA APEHNPOBaHNSA 0,6 1,0 0,287
BblpaxxeHHOe fiero4Hoe KpoBoTeveHune, % 1,5 2,0 0,455
OHko3abonesaHne % 0,1 0,2 0,633
ONeKTpoNnTHbIe paccTporcTea, % 3,0 3,8 0,304
OcTteonopo3 (HM3Kas KocTHas Macca), % 4,7 7,2 0,025
[Monnnos BepxHUx AbixatenbHbiX nyTen, % 24,1 18,7 0,071
Amunounaos, % 0,7 0,2 0,059
TpaHcnnaHTaumsa nedyenun, % 0,3 0 0,235
TpaHcnnaHTaumsa nerkux, % 0,7 2,2 0,005

B peructpe CLUA 2017 ropa npu pasgeneHnun 60sb-
HbIX Ha reHoTunbl |-l n IV-V knaccoB 6binn BbiSIBNEHbI
pas3nnMyna B HacTOTe PAaa OCNOXHEHUIA N 3HAYEHUAX OC-
HOBHbIX MapamMeTpoB, YTO CBUAETENLCTBYET O BANSHUMN
reHoTuna Ha tedyeHne MB. Mo gaHHbIM perncTtpa CLUA,
O®B; y oeteil 1 B3POCHbIX C «MATKMMU» FEHOTUMAMMU
Oblin BbilLe, YeM Y NALUMEHTOB C «TsXeNbiIMM» reHoTMna-
MW, 4TO OOBACHAETCH MEHbLUMM HapyleHneM QyHKUMn
6enka CFTR. Mo paHHbIM Hawero peructpa, OPB; y
OONbHBIX C «MATKMM» FeHOTUNOM, HaobopoT, 6bin Oo-
CTOBEPHO HWXE, YEM B CllydasX «TSXENOro» reHotmna.
OTOT NapaagoKc MOXHO OObSACHUTb MO3AHEN ANATHOCTU-
kon MB B Poccun npu Hanu4mm «Markoro» reHotuna v
COOTBETCTBEHHO CHUXEHMEM NEro4HON PYHKLMKN 40 NO-
CTaHOBKM MPaBUIbHOrO AMarHo3a, a Takke A0CTOBEPHO
6onee cTapLIMM BO3PACTOM MaLMEHTOB.

B Poccuitickom HaumoHanbHOM PerncTtpe n B peru-
ctpe CLUA Obina oTmedeHa Oonbluag 4acToTa nopaxe-
HUSA NMevyeHun, caxapHoro amabeTa, ANCTaNIbHON UHTECTU-
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HaNIbHOW OBCTPYKLUMN (MEKOHMEBOIO nneyca) y 605bHbIX
C «TSXKENbIMU» FEHOTUNAMMW, YTO NO3BOJIIET OTHECTU 3TU
OCJIOXXHEHUS K «<FT€HOTUM-3aBUCUMbIM>.

Halwe ogHOMOMEHTHOE nccnenoBaHne n OTCYTCTBUE
aHanm3a BbIXMBAeMOCTU He CMOTJI0 B MOJIHOW Mepe npo-
OEeMOHCTpPMpOBaTb BoNee TaAxXenoe TevyeHne 3aboneBa-
HUS NPU «TSXKENbIX» reHoTunax. OgHako 6osblias 4acTo-
Ta OCJIOXXHEHWNI, CBSAA3AHHbIX C OpraHaMun NuLeBapeHuns,
a Takke 6oniee MHTEHCKBHBIV 06beM Tepannu NOATBEPX-
[Al0T B3aMMOCBA3b TAXECTU TedeHus MB ¢ HocuTenb-
cTBOM BapunaHTos |-Ill knaccos.

3aknoyeHue. Takum 06pa3om, Mo AaHHbIM aHaNu-
3a PocCcuMcKOro HauvOHanbHOr0 PEerucTpa, Hanmyme y
6onbHOro MB «TsXenoro» reHoTuna HeraTUBHO BAUSET
Ha HYTPUTUBHBIN CTATYC, BEPOATHOCTb PA3BUTUS OCIIOX-
HEHWI CO CTOPOHbI OPraHoOB NULLLEBAPEHMUS U 0O6bEM Je-
KapCTBEHHOM Tepanuu.

ABTOpbI 3a9BNASAIOT 00 OTCYTCTBUM KOH(ANKTA UH-
Tepecos.
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