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MykoBHCIMI03 NPeIcTaBJIsAeT co00i 0AHY M3 Hau0oJee pACIPOCTPAHEHHBIX MOHOTEeHHBIX MaTOJOTHIi ¢
Ae0oToM B paHHeM Bo3pacTte. HecBoeBpeMeHHAass JMATHOCTHKA 3a00JeBaHMsA NPUBOAUT K He0OpaTHMBIM
U3MEHeHUSIM B OpraHax-MUINeHsIX M paHHell HHBaguau3auuu. Hecmorps Ha BbICOKYI0 3¢ (EeKTHBHOCTH
HEOHATAJIbHOI0 cKpuHHMHra B YyBamickoili PecnyOamke, coxpansiercsi mnpo0seMa JI0KHOOTPHUATEIbHBIX
pesyabraroB. Ileab uccieloBaHMSA: oNMcaTh KJIMHMYECKHe cJy4Yaum cHHApoMa ncesao-Baprrepa kak
MaHH(ecTAlIMH MYKOBHCIMI03a Y /ieTell ¢ OTPULATeJIbHBIM HEOHATAJbHBIM CKPHHHHIOM M NPOAHAJU3MPOBATH
PerHoHaIBHYI0 CTATHCTHKY. MaTepuajbl 4 METOAbI HCCJIEIOBAHNS: NTPOBeIeH PeTPOCNeKTHBHBIN aHAJIN3 JaHHBIX
perucrpa mykoBucumuaoza Yysamickoit PecnmyOnuku M Tpex KJIMHMYeCKHMX cJy4yaeB Jereii B Bo3pacre 8-10
MecseB, FOCIUTATN3HPOBAHHBIX C CHHIPOMOM IceBao-bapTTepa. Becem nanueHTam npoBeaeHbl NOTOBbIE MPOOHI
U MOJIeKYJSIPHO-TeHeTH4YecKoe HccienoBanue. Pesynbrarbl 1 MX o0cyxIeHHe: B perucrpe 3auKCHpPoOBaHO 66
NAUMEHTOB ¢ MYKOBHCIUA030M, U3 HUX 38 feTeil. Y Tpex Aerei ¢ 0TpULATENIbHBIM HEOHATAJIBHBIM CKPUHUHIOM
MaHu(ecTanusa 3a0o/1eBaHUs] NMpoM3OLLIA CHHApPOMOM mnceBao-baprrepa. /luarHo3 nmoaTBepxIeH NOTOBBIMH
npodéaMH M TeHeTHYeCKHM TecTHpoBaHUeM, BbIABMBIINM TreHoTunsl E92K/R117H, F508del/L138ins u
E92K/E92K. Oc00eHHOCTHI0 FeHeTHYeCKOoro npoguias B peruoHe sipiasiercs AOMUHHMpoBanue myTamuu E92K
(41%). 3aka0ueHue: cMHAPOM TnceBlo-bapTrepa MoskeT ObITH NEPBBIM M eIMHCTBEHHBIM MPOsIBJEHHEM
MYKOBHCIM/I032 y AeTell ¢ OTPHIATEJbLHBIM HEOHATATBHBIM CKPHHUHIOM, 0COOEHHO B pPernHoHe ¢ YHHKAJIbHbIM
reHetuyeckum npoguiieM. Heodxoqnumo BKIIIOYeHHe MOTOBOro Tecta M pacmupenHoro /JIHK-tectupoBanusi B
AJITOPUTM 00c/1e10BaHNS JeTeil ¢ pepaKTepHBIMH 31eKTPOJIUTHHIMI HAPYIIEHUSIMH.

Kirouesie CJIOBA: MYKOBHCIIUJIO3, CHHIPOM ncesno-baprrepa, HEOHATaJIbHbIH CKPHHUHT,
JIO)KHOOTPHUIATENBHBIN pe3ynbrat, UyBamickas PecryOnika, 1uarHocTuka.
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Cystic fibrosis is one of the most common monogenic pathologies with onset in early childhood. Untimely
diagnosis of the disease leads to irreversible changes in target organs and early disability. Despite the high
efficiency of neonatal screening in the Chuvash Republic, the problem of false-negative results remains. Research
objective: to describe clinical cases of pseudo-Bartter syndrome as a manifestation of cystic fibrosis in children
with negative neonatal screening and to analyze regional statistics. Materials and research methods: a
retrospective analysis of the data from the cystic fibrosis registry of the Chuvash Republic and three clinical cases
of children aged 8-10 months hospitalized with pseudo-Bartter syndrome was conducted. All patients underwent
sweat tests and molecular genetic testing. Results and their discussion: the registry recorded 66 patients with cystic
fibrosis, including 38 children. Three children with negative neonatal screening manifested the disease with
pseudo-Bartter syndrome. The diagnosis was confirmed by sweat tests and genetic testing, which revealed
genotypes E92K/R117H, F508del/L138ins and E92K/E92K. A feature of the genetic profile in the region is the
dominance of the E92K mutation (41%). Conclusion: pseudo-Bartter syndrome can be the first and only
manifestation of cystic fibrosis in children with negative neonatal screening, especially in a region with a unique
genetic profile. It is necessary to include sweat testing and extended DNA testing in the examination algorithm for
children with refractory electrolyte disorders.

Keywords: cystic fibrosis, pseudo-Bartter syndrome, neonatal screening, false-negative result, Chuvash
Republic, diagnosis.

Beenenue

MyxkoBuciuio3 (MB) — MoHOreHHOE reHeTHueCKoe 3a00JIEBaHUE C AyTOCOMHO-PELIECCUBHBIM
TUIIOM HACJIEJOBAHMSI, XapaKTEPU3YIOLIEECs IPEUMYILIECTBEHHO NTOPAKEHUEM SK30KPHUHHBIX JKEJIE3
pasHbIX OPraHOB U CHUCTEM, HacTO MMEIoIee TSHKENoe TedeHHue U HeOnaronpusaTHbIN nporHos [1].
YacroTa ero B €BpoNeMcKUX CTpaHax cocTanisieT npuMepHo 1 ciayyait Ha 3000 HOBOPOXKIEHHBIX [2].
MB pa3BuBaercsi BCIEACTBHE MYTAallMU T'€HAa MYKOBHCIMIO3HOTO PETYISATOpa TpaHCMEMOpaHHOMH
npoBogumoctd (MBTP). ¥V 6onpHBIXx MB B HEOHaTaIbHOM IEPHOC TEUCHUE 3a00JI€BaHUS HEPEIKO
ObIBa€T MAJIOCUMIITOMHBIM (32 UCKJIIOYEHHEM MEKOHHMAJIBHOIO MJIeyca, TPAKTYIOIETroCs Yallle BCero
KaK KHILIEYHasi HETPOXOIUMOCTb), B CBSA3H C 3TUM OOHapyxeHHoe B 1970-e IT. moBbIIlIEHNE YPOBHS
uMMyHopeakTuBHoro TpuricuHa (MPT) B mita3me kpoBu 6016HBIX MB mOCTYKUIIO0 TOTYKOM K Haualy
MacCOBOI'0 CKpMHUHIa HOBOPOKAEHHBIX [3; 4]. C 2006 r. B psine pernoHos, a ¢ 1 suBaps 2007 r. Bo
Bcex cyObekTax P® B pamkax HaI[MOHAJIBHOTO MPUOPUTETHOIO IMpPOEKTa «3]I0pOBbE» BHEIPEH
MacCOBBII CKpUHUHT HOBOPOXKIeHHBIX Ha MB [5; 6]. [IpoTokon ckpuHuaTra Ha MB BKITIOUaeT uersipe
srana: MPT, nosropusii PT, noroBeii tect n JJHK-quarsoctuky, npudeM TOJBKO MEpPBBIE TPH
ABJISIIOTCS 00s13aTenbHbBIMU. BeeM netsim ¢ monoxutenbHbiM petectoM MPT mpoBonuTcst morosas
npo6a. [Ipu ee oTpumaTtenbHOM pe3ynbTare peOeHOK B TEUEHUE MEPBOTo rofia XU3HU HalOmroqaercs
[0 MECTY XUTEIbCTBA C JIMATHO30M «HEOHATAJIbHAsl TMIEPTPUIICHHOTCHEMHUS» I UCKIIOYCHUS
runoguarsoctuku. Kpome toro, nenecoodpaszna JIHK-nuarnocruxa [4; 5; 7]. Ilpu nomoxxurensHOM
pe3ynbTare MoTOBOM MpOObI, a TakXke Mpu oOHapykeHnH MyTauuii reda MBTP (mipu norpanndsom
pe3ynbrare MoToBOM MpoOsl) pedeHky craButcs nuarno3 MB [3; 4; 8]. Ilo nanueiM peructpa MB,
yacToTa 3aboneBanus 1o Poccuu cocrarmsier 1:9863 nHoBopoxaernsix [9; 10], B UyBammu — 1:6500
[11]. OnHako, MpeArnoyoKUTENbHO, YacToTa MB Bblllle, MOTOMY YTO CYIIECTBYIOLIasl CTparerus
CKPUHUHTa 00JaJaeT CyIIEeCTBEHHBIM OrPAaHWYEHUEM, 3aKIIOYAIOIIUMCS B  BO3MOXXHOCTH

JIO)KHOOTPUIATCIIbHBIX PE3YJIbTATOB [3, 12] HOZ—)TOMy €CTh OCHOBAHUA IIOJIAararb, 4TO MCTHHHAasA



yactoTa 3a0o0JieBaHUs BBINIE, IOCKOJbKY HEKOTOpbIE Cllydad, TO-BHJIMMOMY, OCTAaIOTCS
HEJMarHOCTHUPOBAaHHBIMU B pPaMKaX TEKYIIeH CUCTeMbl CKpUHUHIA. CIO0XHOCTb MNPEACTABISAIOT
JMAarHOCTUYECKU HEOUEBUIHBIE CITydau, TPEOYIOIIHE YIITyOIeHHOTO TEHETUYECKOTO U KIIMHUYECKOTO
aHaliM3a JaXe MpU OTpUIATeNIbHBIX JaHHbIX cKkpuHuHra [11; 13]. Cunapom mncesmo-baprrepa
SIBIISIETCS paclpOCTPaHEHHBIM MposiBIeHuEM MB, 3TO COCTOsSIHHE YacTO paclieHUBAETCs KaK MPOCTOE
00e3BOXKMBAHUE WJIM OUIMOOYHO JAMAarHocTHpyeTcs: kak cuHiapoMm baprrepa [10; 14]. Cunzpom
nceBno0-baprrepa — 3T0 KUZHEYTPOXKAIOLIEE COCTOSHUE, KOTOPOE CBSI3aHO C IMOTEPEH 3JIEKTPOJIUTOB C
notoM. KiimH14YeCcKr 1aHHBIA CUHIPOM IPOSBIIAETCS NOBTOPSIOIMMHUCS SMU304aMH JETHIpaTaluy,
BBIPQKCHHOW MBIIIEYHON CJIA00CThIO, apTEPUAIBHOM THUITOTEH3UEH, 3aJCepKKON (HU3UUIECKOTO
Pa3BUTHS U MOXKET OCIIOKHSTHCS )KU3HEYTPOXKAIOIIMMU cepAieuHbIMU apuTMusimu [ 10]. B YyBamickoii
Pecnyonuke (UP) mporpamma neonaransHoro ckpuaunra (HC) xapakTepu3yeTcst BRICOKMM OXBaTOM
(99,3%) u B 1enom obecreunBaeT paHHIO TUATHOCTUKY (MeraHa BO3pacTa AUATHOCTUKY y JeTei
- 3 mecsua) [11]. Tem He mMeHee B peructpe MPHUCYTCTBYIOT CIydau «IO3JHEI» TUArHOCTUKH,
CBSI3aHHBIE C JIO)KHOOTPULATEIBHBIMU pe3yJabTaTaMu CKpUHUHTA. OJTHUM U3 TaKUX MaHU(PECTHBIX
nposieaennit MB saBnsiercs cunapom niceao-baprrepa [10; 11].

Ieap uccaenoBaHus

Onucarb KIMHUYECKUE CITyyau CUHIIpoMa rceno-baprrepa kak manudecrauuu MB y nereit
n3 YP c orpumarensueiv HC, npoaHanm3upoBaTh PETHOHANBHYIO CTAaTUCTUKY W OOOCHOBATh
HE00XOJUMOCTD MOBBIILIEHHOW KIIMHUYECKON HACTOPOKEHHOCTH MEANATPOB IEPBUYHOIO 3BEHA.

MarepuaJbl H METOAbI HCCIIEI0OBAHNUS

IIpoBen€H pETPOCIEKTUBHBIN aHAINW3 JaHHBIX peructpa MB UP u cepus KIMHHUYECKUX
ciydaeB. B aHanu3 BKJIIOYEHBI MallMEHTHl JIETCKOTO Bo3pacta (40 18 5er) ¢ ycTaHOBJIEHHBIM
nuarHo3oM MB, cocrositiine Ha yuere B peructpe Ha 2025 roa. s KTMHUYeCKUX ciydyaeB — I€TH B
Bo3pacte 8-10 MecsueB c¢ manudecrauver MB B Buge cuHapoma rmnceBao-baprrepa u
orpunarensibiM pesynsratoMm HC. HccnenoBanue mnposeneHo Ha Oasze BY «PecmyOnukanckas
nerckas knuHu4yeckas 6oiapHua» M3 YP, . Yebokcaps! (PIKD).

Pe3yabTarhl Hcciie10BaHus U UX 00CyKIeHUe

Ha cerogns B LlenTpe nuarHoctuku u JieueHus nanueHToB ¢ MB B UP non HaOmoneHnem
HaxoasaTcss 38 gereil. Menuana Bo3pacta B 3ToM moarpymme coctaBuia 9,8 roma [IQR: 6,9].
KitoueBbIM MO3UTHBHBIM (DaKTOPOM SIBIISIETCS CBEpXpaHHss auarHoctuka MB: y nereit auarnos
yCTaHaBIWBaJCsA B MeauaHe B Bo3pacte 3 mecsieB (0,25 roma) [IQR: 0,13], uto yka3wsiBaeT Ha
BbICOKYI0 3(dextuBHOCTs HC M cBOeBpeMeHHOCTh BepuduKkaiuu 3adosieBaHus. MonekyaspHO-
reHerndyeckoe wuccnenoBanue (MI'M) mpoBemeHo y Bcex manueHToB, oOHapyxuB 100%-Hyro
BeIsiBIIsIeMOCTh MyTannii B TeHe CFTR. Tlomnasriit oxsar (100%) manuenToB 10 18 et 1uarHoCTUKOM

o0OecreuynBaeT BO3MOXXHOCTh TEPCOHAIM3UPOBAHHOTO TMOAXOAa. BceM marueHTaM, WMEIOIINM



COOTBCTCTBYIOIIMEC IIOKAa3aHUs, HA3HAUCHa TapreéTHasd TeEpaluda, 4YTO OTpaXXa€T COOTBETCTBUEC

COBPEMEHHBIM CTaHaapTaM jedeHus MB B pernone.

BcerpeyaemocTs reHOTHTIOB (n=38)

I'enorun A0COJII0THOE %
YHCJI0
E92K/E92K 14 36,84
E92K/F508del 11 28,95
E92K/L581X 1 2,63
E92K/R117H 1 2,63
F508del/F508del 5 13,16
F508del/S945L 1 2,63
F508del/R117C 1 2,63
F508del/CFTRdele2,3 1 2,63
F508del/L581X 1 2,63
F508del/L138ins 1 2,63
F508del/2789+5G>A 1 2,63

HpI/IMe‘IaHI/IeZ COCTABJICHO aBTOpAMH HAa OCHOBC IIOJYUYCHHBIX JaHHBIX B XOAC€ UCCIICAOBAHU.

Oco0eHHOCThIO reHeTHuecKoro npoduiis 6oapHbIXx MB B UP sBisieTcst OTHOCUTENBHO Majioe
KOJIMUECTBO BBISBJICHHBIX MYyTallMd W 3HauUTeNIbHOE mNpeBaiupoBaHue myrtamuu E92K (tabm.).
ITpoBeneHHBIN aBTOpaMM aHAIU3 JAHHBIX HAIlMEHTOB JeTcKoro Bo3pacta B YP (n=38) BB
YHUKAJIbHYIO TEHETHYECKYIO apXUTeKTypy MB B pernone. JloMmuHupyromen naroreHHoN Bapuarnuein
okazanack mytamnus E92K, kortopas Oblna BblsiBIeHa ¢ yactorod 36,84%. Kiaccuueckas mis
eBponelickux nomynsauui myranus F508del 3anumaer BTOpyro mo3unuio ¢ yactotoil 28.95%.
OcTaIbHOM CHEKTp MPEICTABIECH PAJOM PEIAKUX BapHalMd, KaK[as U3 KOTOPBIX BCTPEYAETCs C
gactotoit 2,63%: L581X, 2789+5G>A, S945L, R117C, CFTRdele2,3, R117H u L138ins.
Pacrnipenienienre reHOTUIOB B UCCIIEyeMON KOTOPTE OTPa)KaeT BBISABICHHBIM YaCTOTHBINA MPOQUIIb.
Haubonee pacnpocTpaHeHHBIM TE€HOTUIIOM OKazajachk romosurotHas (opma E92K/E92K,
BbIsBIIEHHad Yy 36,84%. BTOpbIM IO BCTPEYaEMOCTH CTal KOMIAYHJ-TE€TEPO3UTOTHBIA T'€HOTHII
E92K/F508del (11 cmyuaes). [omo3urorHocTh o mytanuu F508del 6puta obHapyxkena y 13,16%.
OcTasibHbIE TEHOTHIIBI, BKIIIOYAIOIINE Pa3InYHble KOMOMHAIIMN JOMUHAHTHBIX MYTallUl C PEIKUMU
Bapuantamu (Ttakue, kak F508del/S945L, F508del/CFTRdele2,3, F508del/2789+5G>A u npyrue),
ObUIM 3apEeTUCTPUPOBAHbl B EIWHUYHBIX Ciydasix. TakuMm oOpa3oM, IOJy4YeHHbIE JlaHHbIE

J€MOHCTPHUPYIOT BBIPAXKEHHYIO 3THO-TEPPUTOPHANIBHYIO CIEIU(PHUKY CHeKTpa MyTanuil npu MB B



YP, xapakTepu3yroniyrocs foMuaupoBaaremM mytaiuu E92K. D10 oTimmyaeT pernoH oT OOJIBITHHCTBA
NOMyJISIIKUNA eBponeiickoii yactu Poccun, rae munupyer myranust F508del. I[Iporpamma HC na MB B
YP xapakTtepu3yercs BBICOKMM  OXBaroMm, jgocturaromuMm  99,3%, uro obecneunBaer
pPENpPEe3eHTATUBHOCTD MOJY4aeMbIX SMUAEMUOIOTHYECKUX JaHHbIX. 3a nepuos ¢ 2006 o 2024 rox ¢
ee roMoIbo ObuT Bepuduimposan 41 nanuent. Ha ocHOBe 3THX aHHBIX pacyeTHas yactora MB B
peruone coctaBmia 1:6824 cpenu HOBOpOXICHHBIX. HecMoTpsi Ha BBICOKYIO 3()()EKTHBHOCTH
CKPUHUHTA, B PETUCTPE MPUCYTCTBYIOT CIIy4au TaK Ha3pIBaeMOM Mo3AHEHN qTuarHocTuku. OCHOBHBIMU
IyTSIMU YCTAHOBJIEHUS JUArHo3a B 3TUX CUTYALMIX MOCITYXUIH: JIO)KHOOTPULIATEIIbHBINA PE3yIbTaT
MpU TIEPBUYHOM CKpPUHUHTE, mpoBenaeHue neneBoro MIM y cubcoB mocie BwisiBieHus MB y
npobaH/Ia, a TakKe [eJICHANPaBICHHOE 00CIe0BaHUE C UCTIONB30BAaHUEM NTOTOBOM mpods 1 MI'U
MIPU TIOSIBJICHUM y JIETeH XapaKTEepPHBIX KIMHUYECKHUX CHUMITOMOB 3a0ojeBanusa. Hamuume Takux
CIIy4aeB MMOAYEPKUBAET BAXKHOCTh MOAJAEPKAHUS TOCTOSHHONW HACTOPOKEHHOCTH B OTHOLIeHUH MB
y Bpauel-neauarpoB, Aaxke npu orpuuareasHom pesynsrare HC. MB TpaaunmonHo acconuupyercs
C KJIACCUYECKOW PECHUPAaTOPHON CUMITOMATUKOM U MaHKpeaTUyeCcKoW HeA0CTaTOYHOCThIO [3; 15].
OnHako B TeIUMaTpUUEcKOd MpakTHKe 0co00oe BHUMAHWE IMPHUBJICKAIOT (GOPMBI 3a00JIeBaHus,
NeOITUPYIOIUE C IKU3HEYIPOXKAIOIIUX MeTa0oiIndeckux HapymieHud. OJHUM U3 TaKHX
KPUTHYECKUX COCTOSIHUMN SIBIISICTCS DNIEKTPOIUTHBIN qucOanaHC, TaKk Ha3bIBaeMbli niceBno-baprrepa
cunapom (ITBC) [10]. B 3Toit cBsi3u HamIsAHAS AEMOHCTpAIUS KIMHUYECKUX CIIy4aeB CTaHOBUTCS
Ba)KHBIM MHCTPYMEHTOM JIJI51 TOBBIIICHUS] HACTOPOKEHHOCTH Bpayei-nieAnaTpoB.

IlepBblii KIMHUYECKUH ClTydall: HAMEHT MYKCKOTO I10J1a, POAUJIICSA JOHOLIEHHBIM, C MAaCCOMU
tena 3400 r u pocrom 55 cM. U3 mepuHaranbHOro aHaMHe3a oOpamiaer Ha cebs BHUMAaHHE
nonoxkuTenbHbIN pe3ynsTar HC Ha MB, ogHako perect oka3aicst OTpUIaTeNIbHBIM. JlaHHas cuTyanus
ObUIa M3HAYAJIbHO paclleHEeHa Kak JIoKHOMoJoxkuTenbHbld pesynprar HC. C poxnenus peGeHOk
HaXOJUJICs Mo HaOMIOEHHEM YPOJIOTOB B HE(PPOIOTOB B CBSI3U C BPOXKICHHBIM MOPOKOM Pa3BUTHS
MOYEBBIICTUTENFHON CUCTEMBI: KOPPUTHPOBAHHBIM BPOXKJIEHHBIM OOCTPYKTUBHBIM MErayperepom
cieBa. B Bozpacte 6 mecsieB ObLIO BBIIIOIHEHO ONEPATUBHOE JIEYEHNE — THEBMOBE3UKOCKOITNYECKAs
HEOMMILJIAaHTAIMs] MOYETOYHHUKA CJIEBA, a B IaJIbHEHIIIEM — ylaJleHue MOYETOYHUKOBOTO 00Typaropa.
Ha ¢one nanHoli maromoruu y pebOeHka cdopMHUpoBaiach CHUMITOMAaTHYecKass HeporeHHas
aprepuanbHas runepTeHsus. B Bo3pacre 10 mecsieB peOeHOK ObUT TOCIUTATU3UPOBAH B CTAIMOHAP
B COCTOSIHMM CpeIHEH CTeNeHHU TSKECTH ¢ KIMHUKON CHHIpoMa IceBao-baprrepa: anekTponuTHbie
HapyIICHUs, XapaKTepHbIe 1715l THIIOKAIMEMUH U METa0OJIMYECKOr0 ajKano3a. Benymum cumMnromom
ObUTa 3a7epkKa (PU3UUECKOro pazBUTHs. [IpyW MOCTYIUIEHMH OTMedancs HU3KUM HYTPUTHUBHBIN
craryc: Macca tena 7,7 kr (SDS -2,1), poct 71 cm (SDS -1,28), UMT 15,27 (SDS -1,96). YuursiBas
aTUITMYHOE TEYCHHUE U Pa3BUTHE CUHJIpOMa TiceBno-baprTepa, Obuta mpoBeneHa auddepeHinantbpHas

nuarHoctuka ¢ MB. Pe3ynbTarbl MOTOBBIX IPOO OKa3ajauCh MPOTUBOPEUMUBBIMU (85 MMOJIB/A —



MTOJIOKUTENIbHBINA, 59 MMOIB/1 — OTpHUIATEeNbHBINA, 71 MMOJB/T — COMHUTEIBHBIN), @ YPOBEHBb
(bekanpHOI 3macTasbl ObLT B HOpME (>500 MKT/T), 4TO HE TUITUYHO I Kitaccudeckoi (hopMbl MB ¢
MAaHKPEaTHYECKOM HeIOoCTaroyHoCThIo. s Bepudukanum auarHo3a Obuto mposeneHo MITU.
[TepBuunsbiii anamu3 Ha 30 yacTeix MyTanui BbIIBUI reHoTun E92K/unknown, a mpu mosHOoM
cekBeHupoBann reHa CFTR Oblm  ycTaHOBIEH OKOHYATENbHBIH TEHETHMYECKUH JIMarHO3:
E92K/R117H. JlanHas koMOWHAIMSI MyTallHid OTHOCUTCS K «MSTKHUM)» U 4aCTO aCCOIMUPOBAHA C HE
kinaccnyeckumu opmamu MB. Ha ocHOBaHHMM KOMILIEKCHOTO OOcCienoBaHUSI ObLT YCTaHOBJIEH
nuartos: «E84.0 MykoBHuCIINI03, TPEUMYIIIECTBEHHO JIeTOUHast (hopMa.

Btopo#i KIMHUYECKUI clydail: MalueHT MYKCKOro mosia. OTSITrOUIEHHbIM MepUHaTaIbHBIN
aHaMHE3 BKJIIOYAJl XPOHUYECKYIO TMIIOKCHIO IUIOJA, POJbl B 3€JIEHBIX OKOJOILJIOAHBIX BOAAX U
JbIXaTeIbHble HApYyILIEHUS B PaHHEM HEOHATAJbHOM IIEPUOJE, MOTPEeOOBABILNE PECIUPATOPHOM
nopaepxku. HC, npoBenennsiii B nexkadpe 2024 roga, Obul oTpunarensHeiM. [InmanoBoe pasButue
pebeHka 10 5 MecsIeB HapyIIMIOCh C HaYallOM MPOTPECCHPYIOIIETO 0TKa3a OT ebl B utone 2025
rojia, 4To NEePBOHAYAIBHO CBA3BIBAIOCH IIEIUATPOM € Ipope3biBaHuEM 3y00B. OJHAKO 3a /1Ba MecsLa
(c cepenunbl Mas 1o cepeauny utois 2025 r.) pedenok norepsut 1100 rpamm maccest Tena (¢ 8600 r
10 7500 r), 4TO CBHIETEILCTBOBAJIO O PA3BUTHH TSDKEJIOW HeoCcTaTOYHOCTH NuTanus. K uromo 2025
rofla COCTOSIHUE PE3KO YXYAUIWIOCH: MOSBWINCH BBIPAXKEHHAS BSAJIOCTb, MBILIEYHAS] TUIIOTOHUS U
onmurypus. IIpu noctymieHuu B CTalMOHAP COCTOSHUE peOEHKA paclEeHEHO KaK CpelHEel TSKECTH,
00yci10BIE€HHOE IKCHKO30M Il cTeneHu ¢ TOKCUKO30M U TSKEJIBIMU JIEKTPOJIIUTHBIMU HapYIIEHUSIMH.
B HeBponorm4yeckom craryce OTMEYalach MBIIIEYHAs TUIOTOHMS, CUMITOM «BSUIBIX ILJIEY»,
CHIDKEHHME Typropa TkaHeil. B OmoxuMmuyeckoM aHaiM3e KpOBH PErHCTPUPOBANIACh KPUTHYECKas
runokanuemus (2,8 Mmoinb/i), runoxyopeMus (83 MMonb/n) u runonarpuemust (132 MMonb/m), 4To B
COBOKYITHOCTH C KJIMHUKOM COOTBETCTBOBAJIO CHHApPOMY IceBno-baprrepa. Ha ¢pone mHTeHCHBHOMN
MHQY3MOHHOM M DIEKTPOJIUTHON KOPPEKIMH K MOMEHTY BBINMMCKHM IOKA3aTesId 3JIEKTPOIUTOB
HopMasnu3oBaiuchk. Ha (oHe CTOMKUX >IEKTPOSUTHBIX HAPYIIEHUH M HEJOCTAaTOUHOCTU MHUTAHUS
ObUTO 3amono3peHo Haiauuue MB, HecMOTps Ha COXpaHHYIO (DYHKIUIO MOJDKETYIOYHOHN >Kele3bl
(ypoBeHsb (pekanpHoit anmacta3zpr>500 Mkr/T). [IpoBeaeHHOE HUCCIe10BaHNEe TOTOBBIX SJIEKTPOJIUTOB HA
cucreme «HaHomakT» OBaKIbl MOKA3aJ0 MOJOXKUTENbHBIA pe3yasrar (86 u 85 mmons/n). MI'U-
UCCIIEOBAHUE TOATBEPAMIIO JMAarHo3, BBISIBUB Yy MAallMEHTa KOMIAyH]-F€T€PO3UTOTHOCTh IIO
mytauusim B rene CFTR: F508del/L138ins.

Tpetuii kMMHUYECKUH Ciydail: malleHTKa B Bo3pacTe 8 MecsieB Obula TOCIUTATU3UPOBAaHA
B oTnenenue panHero Bozpacta PJIKbB c sxanob6amu Ha mioxyro npubaBKy B Macce, epUOIUIeCKHe
CPBITMBAHMA U JIBa 3MM30/1a CTALlMOHAPHOTO JICYEHHUS B CBSI3U C CHHAPOMOM CpBITMBaHUS Ha (oHe
TUNOTPO(UN U CHUKEHUS! YPOBHS JEKTPOIUTOB (Kanusi, HaTpusi) B utone u asrycre 2024 roga. U3

aHaMHe3a U3BECTHO, YTO peOeHOK OT 4-i1 0epeMeHHOCTH, IPOTEKABLIEH C YIrpo30il IpephIBaHUS, POJIbI



B cpoK. [lepBoHauasibHO (pU3HUECKOe pa3BUTHE OBLIO YAOBIETBOPUTEIBHBIM, OHAKO C 5-MECSYHOIO
BO3pacTa OTMEYajach HeraTuBHas AuMHaMMKa: oT macchl 6500 r B 4 mecsaua xk macce 5800 r B 7
mecsies (runorpodus Il crenenn), ¢ aeguumtom Maccsl k 9 Mecsnam, qocturasmmnm 22%. C urons
2024 roga y AeBOYKH OTMEYaIach KIIMHUKA HAPYIICHUS DJICKTPOJMTHOTO OOMEHA ¢ TIOTepel Ccollei,
IPOSIBIIAIONIAsICS BAJIOCTBIO, MBIIIEYHOM TMIOTOHMEW M oTKazamu oT eabl. [Ipu maGoparopHoM
00CIIeIOBaHUH PETUCTPUPOBAINCH CTOMKAs THIIOKanueMus (10 2.48 MMoIb/1T), rTunoHarpuemMus (10
129 mmomnb/n) u runoxnopemus (no 84 mmoinb/m). C nenpio goo0cienoBaHus U BepupUKAIUU
nuartosa marnueHntka Oputa nepeBeneHa B PJIKB. Ha mMoMeHT mocTymiieHusi COCTOSIHUE CpEeIHeH
TSKECTH, OOYCJIOBJICHHOE XPOHMYECKUM pACCTPOMCTBOM IHUTAaHUS U AJIEKTPOJUTHBIMU
HapymeHussMA. OObEKTUBHO OTMEYANUCh ONEIHOCTh M CYXOCTh KO)KHBIX ITOKPOBOB, MBIIICUHAS
THIIOTOHMS, OTCTaBaHUE B (PM3MYECKOM pa3BUTHH, remaromeranus. [lo JaHHBIM J1a00paToOpHOTO
o0clieloBaHMs, NPU IOCTYIUICHMM COXpaHslach KpUTHYecKas runokanvemus (2.0 MMoib/n),
runoHarpueMus (129 mmons/n) u runoxnopemus (84 mmonw/n). B pamkax nuddepenuanpHoOMl
IMAarHOCTUKH, YYHUTHIBas peQpakTepHbIe OSIIEKTPOJMTHBIE HAPYIIEHUS W TUNoTpoduio, Obuia
3aIoJI03peHa MaToJIOTUs IoYeK, TyOyonarus, a Takoke MB. TlanneHTka Obljla MPOKOHCYIBTHPOBAHA
nylnbMoHosIoroM. beutn 3anporens! ganusie HC, kotopsle okazanuch orpunarenbasiMu (UPT1 ot
05.01.2024 — 65,05 ur/ma (mopor <60), UPT2 ot 26.01.2024 — 39,67 ar/mu (nopor <40)). s
uckiroyennss MB Obuti mpoBeieHbl TOTOBBIE MPOOBI, ITOKA3aBIINE MOJI0KUTEIBHBIN (88 MMOIIB/1T) 1
COMHUTENbHBIN (78 MMoOmb/n) pe3ynbTarbl. [Ipu 3ToM (GYHKIMS NMOMXKETyIOYHOM >Keje3bl Oblia
coxpaHHO# (¢ekanbHas smactaza>500 Mmkr/r). beulo pexomengoBaHo u mnposeaeHo MI'U, mo
pe3ynbTataM KOTOpPOrO ObUI BBISIBIEH T'OMO3WTOTHBIM martoreHHbli BapuaHT B TeHe CFTR:
E92K/E92K. TakuMm o00pa3oMm, Ha OCHOBAaHMM IOJOXHUTEJIbHBIX pE3yJIbTaTOB MOTOBBIX MPOO U
reHEeTUYeCKON KOH(pUpMalnH, MalMeHTKe B Bo3pacTe 9 MecdleB Obul ycTaHOBIEH auarHo3: «E84.0
MyKOBHUCIIH103, TPEUMYILECTBEHHO JIETOYHAas (hopMar.

3akirouenue

[TpoBeneHHBIN aHaNM3 JEMOHCTPUPYET KOMIUIEKCHYIO SMUAEMHOJIOIMYECKYI0 U KIMHUKO-
reHernyeckytro kaptuHy MB B UP. Hecmotps Ha sddexkruBHocts u oxBar HC, mo3BonuBiiero
JIOOUTbCS CBEpPXpaHHEH JMAarHOCTHKH y OOJBIIMHCTBA JleTei (MeauaHa BO3pacTa YCTaHOBJIECHUS
auarHosa - 3 Mecdna), coxpaHsercs npoOieMa  JIOKHOOTPULATEIbHBIX — PE3YJIbTaToB.
[IpencraBieHHble KIMHUYECKUE CIIYy4ad HAMISIHO WUIIOCTPUPYIOT, YTO CHHJIpOM IiceBao-baprepa
MOJKET BBICTYNaTh MaHU(ECTHBIM M E€IUHCTBEHHBIM MposiBieHneM MB y nereil ¢ u3HayaibHO
OTPULIATETILHBIM PE3YJAbTaTOM CKPUHUHTA. DTO XapaKTEPHO JJS MAMEHTOB C «MSATKUMH» WIH HE
KJIACCUYECKUMH TeHeTHUeCKUMHU BapuaHTamu, Takumu kak E92K/RI117H u F508del/L138ins, a
Tarke naxe g romo3uror E92K/E92K, xoTopsie B HEOHATaIbHOM MEpPUOJE MOTYT HE HMETh

KJIACCMYECKUX CHMIITOMOB U JE€MOHCTPHUPOBATh COXPAHHYIO (PYHKIHIO MOKEITYJOYHON KeJle3bl.



OCOOEHHOCTBIO PETHMOHA SBIIAETCS BBIPAXKEHHAs ATHO-TEPPUTOpPHATIbHAS CHEIU(HUKA CHEKTpa
MyTanuii, ¢ aomuHHpoBaHueM amuienn E92K (36,84%), uTo OTnMYaeT TeHEeTUYeCKHil MpoQuiib
YyBamun 0T OOJBIIMHCTBA €BPONEHCKUX Momyisiinuid. /lanHoe cBoeoOpa3ue BIMsSeT Ha KIIMHUYECKOe
TeueHue 3a00JIeBaHMs, MOBBIIIAs YJEIbHbIM BEC aTUIUYHBIX U OTCPOYEHHBIX MaHHUpecTanuil, u

IIOAYCPKUBACT HCO6XO,Z[I/IMOCTB noAACp KaHUA KJIMHAYECKOM HAaCTOPOXKCHHOCTH IICAUATPOB.
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