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PE3IOME. MykoBucunio3 siBIsieTCs ayTOCOMHO-PELIECCHBHO HACIIEyeMbIM MOHOTEHHBIM 3a00JIeBaHnEeM, 00YCIIOB-
JICHHBIM MyTallell TeHa TpaHcMeMOpaHHOTO perymstopa mykoBucino3a (Cystic Fibrosis Transmembrane conductance
Regulator, CFTR), pacrono)xeHHOTo B JUTMHHOM Iu1ede 7-if xpomocoMsl (7q31.2), BcaeacTBHE Yero HapyIaeTcst TpaHCIIOpT
HMOHOB HaTpPHUs U XJIOpa MEXy MEXKKIETOUHOM KUKOCTBIO U AMUTENHATbHBIMU KIETKAMU BBIBOJHBIX MPOTOKOB 3K30-
KPHHHBIX kené3. B nanHo#M paboTe npeacTaBieHO OMUCAHUE CEMEHHOTO Cilydasi MyKOBHCIIM/I03a JIBYX MAllMEHTOK, Ha-
OITFOIAIOIIMXCSI C POXKJICHUS M SBJIIOLINXCS] POAHBIMU cecTpamH (manuenTka A. — 4 rona 10 mecsues, nanuentka b. — 1
rox 11 mecsieB). Y 00enx ManneHTOK B pe3ylbTare MPOBE/ICHNS] HEOHATAIBHOTO CKPUHUHTA U [T0CIIEJ0BATEIILHOM Juar-
HOCTHKH MYKOBHCIIH/I032 OblJIa BEIsSIBJIeHA HauOoJjee pacpocTpaHéHHast CPpein eBpOIIeONTHOTO HaceneHus: Poceuniickoit
Oeneparun mytarust DFS08/CFTRdele2,3(21kb). Hauboiee akTyanbHBIM BOIIPOCOM B BEACHUU 0OCUX MALUCHTOK SIB-
JISIeTCSl KOPPEKLUST HyTPUTUBHOTO CTaTyca ¥ MUHUMH3ANUs 000CTPEHUH XPOHUYECKOTO OPOHXOJIETOYHOTO BOCIIAJICHUS.
C nesblo ONpesIeIeHUs! CTpaTeruy JICYSHHUS! JaHHbIX MTAIIMEHTOK OblIa IIPOBE/ICHA OUHAast KOHCYJIBTAIMS JI.M.H., Tpodecco-
POM, pYKOBOZMTENIEM HayYHO-KIMHUYECKOTO OT/IeNIa MyKOBHCIIN03a, 3aBEAyIOIIeH Kadeapoii reHeTHKY Ooie3Hel bpIxa-
tenbHON cucteMbl UHctutyta BO n AIIO ®I'BHY «MI'HIl», skcneproM KOMHTETa IO JAMArHOCTUKE M PETUCTPY
EBporeiickoro o0miecTsa 1o MyKOBHCIH/I03Y, 3aMECTUTEIIEM JIUpEKTopa 1o HayyHoi padore HUKU nercrBa Mun3ipasa
MO, . MockBa — MockoBckast oonacts, KongparseBoit E.J1. Oco6eHHOCTBIO TpeACTaBICHHBIX KITMHUNYECKUX CITydacB sIB-
JISIeTCst TOT (haKT, 4TO B OJJHOM CEMbE C MHTEPBAJIIOM B 3 T0/1a POXKIAIOTCS ICBOUKH C TSDKEIIBIM 3a00JI€BaHUEM, B OTHOLIICHUN
KOTOpPOTO ObIJIa IPOBE/ICHA PAHHSS ANArHOCTHKA, TO3BOJIMBILAS 3aMEUINTh IPOTPECCHPOBAHUE MATOIOTHH.

Kiouesvie cnosa: demu, Mykogucyuoo3, HEOHAMAIbHbIU CKPUHUHE, CEMEUHbIL CIyYatl, KIUHUYeCKU CYYall.

FAMILY CASE OF CYSTIC FIBROSIS
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SUMMARY. Cystic fibrosis is an autosomal recessively inherited monogenic disease caused by a mutation in the
cystic fibrosis transmembrane conductance regulator (CFTR) gene, located on the long arm of chromosome 7 (7q31.2).
This mutation results in a disruption in the transport of sodium and chloride ions between intercellular fluid and the epi-
thelial cells of the excretory ducts of the exocrine glands. This paper presents the description of a family case of cystic fi-
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brosis involving two patients who have been under observation since birth and are sisters (patient A — 4 years 10 months,
patient B — 1 year 11 months). In both patients, neonatal screening and sequential diagnosis of cystic fibrosis identified
the DF508/CFTRdele2.3(21kb) mutation, the most prevalent among the Caucasian population in the Russian Federation.
The primary concern in managing both patients is the correction of nutritional status and minimization of exacerbations
of chronic bronchopulmonary inflammation. To determine the management strategy for these patients, a consultation was
held with Dr. E.I. Kondratyeva, a leading cystic fibrosis expert and professor at the MGSC Institute, who serves as the
head of the Scientific and Clinical Department of Cystic Fibrosis and the Department of Genetics of Respiratory System
Diseases, an expert of the European Society for Cystic Fibrosis Committee on Diagnostics and Registry, and Deputy Chief
for Scientific Work of Research Clinical Institute of Childhood of the Ministry of Health of the Moscow Region. The pe-
culiarity of the presented clinical cases lies in the fact that within one family, with an interval of 3 years, two girls with se-
vere disease were born. Early diagnosis was performed for both, which has allowed for the slowing down of the pathology's
progression.
Key words: children, cystic fibrosis, neonatal screening, family case, clinical case.

CoBpeMeHHBIH ATam pa3sBUTHUSA MEAULIUHCKUX, MEIUKO- cuunmpyrorces o Bapuanuu nedexra. Hanbonee pacnpo-
OMOJIOTHYECKUX M TEHETUYECKHUX HayK XapaKTepu3yeTcs CTpaHEHHOHN MyTaluel cpenu npeacTaBUTeNell eBpomneii-
HEBEPOSITHO BaXKHBIMU AJIS1 KIIMHUYECKON MPaKTUKH yCIIe- ckoii wactn Poccuiickoit ®denepaunn (PD) smisercs
xaMu U npopbeiBamu. [lomHas pacmmdpoBka desoBede- myranus 11 kmacca F508del, xapakrepusyromasics nene-
CKOTO TEHOMa, MOJIEKYISIPHO-T€HETUYECKON OCHOBBI uel Tpex HyKJIEOTUI0B. B pesynbsrare NaHHON MyTauu
HACJIE/ICTBEHHBIX MAaTOJOTMYECKUX COCTOSTHUIN ONpe/ieNnseT HapylIaeTcsi BTOPUYHAs M TPETUYHAsI CTPYKTypa Oenka
COBEPILICHCTBOBAHUE BBICOKOTEXHOJIOTMYECKUX JHATHO- CFTR, Taxk xak B 508 noi0:xeH1H OTCYTCTBYET aMHUHOKHUC-
CTHYECKUX, JCYCOHBIX 1 MPO(PUIAKTHIECKUX METOJIOB B JoTa (peHmnazanuH [3].
paboTe ¢ manueHTaMu C TSDKEJIBIMU 3a00JIEBaHUSMU, Xa- CoracHo OTKpBITEIM ounansHeM 1aHHeiM OTBHY
PaKTEpU3YIOMIMMUCS HeONaronpUsTHEIMUA TTPOTHO3AMH. «MenuKo-reHeTUYEeCKUIl HayuHBII LIEHTP UM. aKaJeMHKa
AKTYyalbHOCTb ¥ HEOOXOAMMOCTh MaKCHUMaJIbHO paHHEH H. I1. bouxoBa» u Poccuiickoro peructpa nanueHToB ¢ My-
JIMarHOCTHKHM Op(paHHBIX 3a00JIeBaHUN MTOTBEPIKIACTCS KOBHMCLHUI030M, 4aCTOTA POXKACHUS JIETeH ¢ MyKOBUCIIH-
M3MEHEHHEM OTEUECTBEHHOT'O 3aKOHOJATEJILCTBA B 00Ja- gosoM B P® cocraBmger 1:9000 - 1:11000
CTH HEOHATaJIbHOTO CKPUHMHTA, PACIIUPUBIINM CIHCOK HOBOPOX/IEHHBIX [4]. [TaBHBIM MHCTPYMEHTOM paHHEH
uccienoBanuii ¢ 5-u 10 36-u 3abonesanuii [1]. OxHum u3 JUarHOCTUKU MYKOBHCIU/103a B OT€UE€CTBEHHOMN MPaKTHKE
3a00JIeBaHUi, BXOSIIUX B IEPEYCHb HEOHATAIHEHOTO SBIIIETCS. HEOHATAJIBHBII CKPUHUHT, IPOBOJIINNCA B 4
CKPUHUHTA, SIBIISICTCSI MyKOBUCIHIO3. MOCIIEI0BATENIBHBIX dTaMa:

Kucroznsnii ¢pudpos (MKB-10 E84.0-84.9; MKB 11 1) ITepBblii aTam sBiIsieTCSt 0053aTEIIBHBIM JUIsl BCEX HO-
CA25.0-CA25.2) npeacrasisieT co00if MOHOTEHHOE 3a00- BOPOXK/ICHHBIX JIETEH, CPOKU MPOBECHHS y TOHOIICHHBIX
JICBaHWE, HACJIEIyeMOe ayTOCOMHO-PEIIECCHBHO M 00- COCTAaBISAIOT 4-5-i1 1eHb *KU3HM, Y HEAOHOLIEHHBIX 7-8-1
YCIIOBJICHHOE MyTallMell TIeHa TpaHCMeMOpaHHOTO JieHb. MeToJ; OCHOBAH Ha OINPEeNIEHUH YPOBHS UIMMYHO-
perynstopa kucto3Horo ¢pudposa (Cystic Fibrosis Trans- peakxtusHoro TpuricuHa (IPT) B BeIcyIeHHOM Ha (QUIIBT-
membrane conductance Regulator, CFTR), pacrionoxen- poBanbHON Oymare mnsiTHe KpoBe. I[lomydeHHBIH B
HOrO B JUIMHHOM Iiede 7-H xpomocomsl (7q31.2), POAWIIBHOM JIOME aHAJIU3 OTIIPABJIAIOT B FTCHETUUECKYIO JIa-
BCJIEJICTBHE UETO HAPYIIAETCS TPAHCIOPT HOHOB HATPUS U 6oparoputo. Hopmanbusie nokazarenu MPT He npeBbI-
XJIOpa MEXAY MEXKIETOYHOM KHUIKOCTBIO U dIUTEIHAIIb- matoT 70 Hr/MI;

HBIMM KJIETKaMH BBIBOAHBIX MPOTOKOB 3K30KPHHHBIX 2) Bropoii 3Tan AMarHOCTUKH MPOBOAUTCA AETAM, B
xené3. B pesynbrare pazHoOOpa3sHBIX MyTanui reHa aHaJIM3€ KPOBU KOTOPBIX Ha IIEPBOM dTare 00HapysKeH I10-
CFTR, sBismomerocs npsiMbIM aKTHBaTOPOM aHHOHHOTO BhIIIeHHBIN ypoBeHb UPT, u 3akitodaercss B MOBTOPHOM
TpaHCIIOpTa B OMIMITUIHON MeMOpaHe JKeJIE3UCTBIX Kile- onpenenenuu coaepxanusa UPT B kpoBu ctporo ¢ 21-ro
TOK, BBIJCJIAEMBIN NIAHAYIOLUTAMH, CEKPET CTAHOBUTCSA no 28-it aens xu3Hu. Hopmanensiii nokasarens UPT co-
BSI3KHM, JIETHAPUPOBAHHBIM H3-32 33J€PKKU U 00paTHON crasisietT MeHee 40 Hr/mi;

peabcopOryn nonos-anraronuctoB Cl-u Na* [2]. Cy6Hop- 3) Tperuiil 3Tan AMArHOCTUKU MPOBOJUTCS B PErHO-
ManbHO (yHkunonupyronmid CFTR npuBogut x cHuxke- HAJIbHOM T€HETUYECKOM LIEHTPE U 3aKJII0YAeTCs B IIPOBeE-
HUIO pabOTHI MyKOIIMJIMAPHOTO KIIMPEHCa U (haronnTapHon JICHUH TIOTOBOM TPOOBI — ONpEAETICHWH KOJIMYEeCTBa
aKTUBHOCTH B albBeojJaX, PAa3BUTUIO OKCHAATUBHOTO XJIOPUAHBIX HOHOB B MOTE, AETAM, B Ub€il KPOBU IIPH pe-
cTpecca BCIIEeCTBUE HEJOCTAaTOYHON (PyHKIIMH aHTHOKCH- Tecte oOHapyxeHo coaepxanue VIPT Gosbie moporosoro.
JTAHTHOTO [TyTaTUOHA, MYKOCTa3y B JIbIXaTEIbHOM TPAKTE, HopmanbsHoe conepaxanne XJIOpHI0B B IIOTE: 110 METOUKE
0OCTPYKIIMH BBIBOJHBIX TIPOTOKOB B TIOJUKEITYTOYHOM Ke- I'mbcona-Kyka He 6onee 40-60 MMoIIb/1, Ha anmapare-aHa-
Jie3e ¥ MOCIIeAyIoIeMy ayTonu3y TkaHu u ap. Ha nacros- mu3arope «Nanoduct» dupmer Wescor ne Oonee 60
LI MOMEHT B COBPEMEHHON Hay4yHOU JIUTEpaType €CThb MMOJIB/JI, TIPY TOJIOKUTEIBLHOM pe3yJbTare peOeHOK Ha-
orucanue 6osee 2000 MyTannii reHa MyKOBUCIIM/I03a, U OrofaeTcesl O MECTY JKUTENBCTBA JI0 MPOBEICHHS KOH-
6onee 300 M3 HUX UMEIOT KIIMHIUYECKOE 3HAaYCHUE U KJlac- CyNbTallUd B PETHMOHAJIBHOM TE€HETHYECKOM IIEHTpE B
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Bo3pacre 1 rog;

4) YeTBepThlit 3Tan NPOBOAUTCA MPHU MOTYyUYEHUH IO-
IpPaHUYHBIX 3HAYEHHUH ITOTOBOM MPOOBI M 3aKIIIOYAETCS B
JHK-nuarnoctuke (cekBeHnpoBanun) Ha 20 HanGonee
pacnpocTpaHEHHbIX BAPUAHTOB MyTalUi MyKOBUCLU103a
B P®. /lanHbIi 3Tl HE ABJISCTCS 00513aTEIbHBIM, 3a4aCTYIO
HEOOX0IUM JIs ToA00pa TapreTHoO Tepamuu [5].

Takum 00pa3oM, paHHASA JUArHOCTUKA MyKOBHCLIU103a
SBJIIETCS OCHOBOU I10CJIEI0BATEIbLHOIO BEACHUS IETEH C
U3y4aeMbIM 3a00JI€BaHUEM JUISI TPEAOTBpAIEHHs HeoOpa-
TUMBIX U3MEHEHHH U HeOJIaronpusTHBIX HcxonoB. Hanbo-
jee MH(OOPMATUBHO M I10KA3aTeJIbHO HM3YYEHHE TEMBI
MYKOBHCIIHJI03a MOJKHO pPeaIn30BaTh Ha U3y4EHUH KINHH-
YeCKOro, CEeMEHHOro cydast MyKOBHCLU03a.

O namuenTax

[Ton HabmronEeHHEM CIICIMATKCTOB [0Cy1apCTBEHHOTO
OIOIPKETHOTO YUpEXACHUs 3paBooxpaHeHust Pecnyomiu-
KaHCKOW KJIMHHYCCKOM JCTCKON OONMbHUIBI PecnyOnuku
Bamkoprocran . Yda (I'BY3 PJIKB r. Ya) naxomsres 2
MAIUEHTKH, SABJIIOIUECS POJHBIMH CECTPAMU.

IManuenTtka A., Bo3pacT 4 roga 10 mecsues, )KeHCKUH
noJ, pycckas, xurenpHuna Pecnyonuku bamikoprocras.
PebeHok HaxoauTcs 1oJ] HAONIOIEHHEM CHELHUAINCTOB C
pOXAeHus 10 HacTosero MomeHnTa. CoracHO aHaMHe-
CTUYECKUM JIAHHBIM U3BECTHO, YTO PEOEHOK OT BTOPOi Oe-
PEMEHHOCTH, BTOPBIX €CTECTBEHHBIX POJIOB Ha cpoke 37
Hezens. Bec mpu poxaenuun 2650 rp. K rpyau npunoskeHa
B POJIMJILHOM 3aJie, OlleHKa M0 1IKajie Anrap — 1 MuHyTa —
6 0asutoB, 5 MmunyTa — 7 6ayutoB. Baknunanus BIXK B poj-
nome. Beinmcka u3 poayioma Ha 8 cyTKH 110J] HaOIoieHHe
yuactkoBoro neauarpa. C 3-x jer pedeHOK MPOKUBAET B
NpUeMHON ceMbe. MaMa peOeHKa JIMIIEHA POAUTELCKUX
IpaB, Ha MpeIMeT HaCleACTBEHHOMN MaToJI0ruy He obce-
JIOBaHa.

Anamnes 3abonesanus. JlnarHoCTHKa HaCJEICTBEH-
HOTo 3a00JIeBaHMsI IIPOBEJCHA B PAMKaX HEOHATAJILHOTO
CKpPUHUHTA: 0OHApYKeH TUarHOCTUYECKH 3HAYUMBIH ypo-
BeHb PT B kpoBu pebenka, paBHbIil 254 Hr/mi. Perect
KpoBH Ha omnpesenenue yposHa NPT nposoguics B 'BY3
Pecmybnukanckom meauko-reHeTudeckoM nentpe (PMITLY)
B J1a00paTOpHK HEOHATAILHOTO CKPUHUHT, IJIe ObLI yCTa-
HOBJICH clieAyroimid pesysbrar: 205 ur/miu. PebeHok 00-
CIEeIOBaH Ha XJIOPUJBl IOTa JABYKPAaTHO: pe3yJbTar
nepBoro tecta — 90 MMoJIb/J1, BToporo — 89 mmois/i1. [1po-
BegenHast B PMI'T] JIHK-auarnoctuka BbIsIBUIIA CIIENYIO-
it BapuanT mytauun: delF508/21kb. Pebenok Gosen ¢
poXIeHus, Habmonanack mioxas npudaBka Beca, Kauleib
¢ | Mecana xu3HH, B3yTHE )KUBOTA, KUPHBIN CTYJ C He-
NEePEeBAPEHHBIM TPYIHBIM MoOJIOKOM. CrienuaiucTaMu
nentpa mykoucuunosa I'bY3 PIKDB 1. Ya (otnenenne
MYJIbBMOHOJIOTHH ) PeOCHOK BIIEPBBIC OCMOTPEH B 1 MecsiIl,
rae ObUI BBICTABJICH AMAarHO3 MyKOBHCIM/03, CMEIIaHHAs
¢dopma, a Tak)Ke Ha3HAYCHO JICUEHHE, COOTBETCTRYIOIIEE
JEHCTBYIONNMM KIMHUYECKUM PEKOMEHIAIUIM, TPOU3Be-
JIeHa TTOCTAHOBKA Ha Y4ET [0 YCTAaHOBJIEHHOHN MaTOJIOTHU
[5].

Pebenox HaxXoauTCA Imoa JUHAMHYCCKUM Ha6moz[e-
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HueM Bpaueii-crienuanuctoB 'bY3 PJIKD 1. Ya, pery-
JISIPHO BO BpeMs CTAIlMOHAPHOTO JIEYEHUS B YCIOBHUSX
MyTbMOHOJIOTHYECKOTO OTACICHUS POBOASTCS KOHCYIIb-
TalMH Y3KUX CHELUAINCTOB, Ja0OPaTOpHbIE K HHCTPYMEH-
TaJbHBIE HCCIEI0BAaHUSA, KOPPEKIUS TAKTUKH BEACHUA
pebeHka, mocieHssi TOCIUTAIN3alKsl TPOBEJIeHa B CEH-
Ts10pe 2023 roxa.

B xone perysisipHbIX rocnuTanu3anumii (o oopameHusmM
orekyHa) u HabmoneHus crenuanuctamu PIIKB ycranos-
JIEHO:

A) B Bo3pacte 3 et 5 MmecsieB no AaHHbIM OXoKI
KapJIMOJIOTOM YCTaHOBJIEH JMAarHo3 XpOHUYECKOE JIerod-
HOE CepJIle B CTaJMU KOMIICHCAIMU, peOCHOK COCTOUT Ha
ydeTe Kapuojora Mo MecCTy KHUTeIbCTBa. J(uaruos xpo-
HUYECKOT'0 PUHOCUHYCHUTA YCTAHOBJIEH OTOPUHOIAPUHIO-
JIOTOM;

b) B Bo3pacte 3 net 9 mecsues — npu Y3U opranos
opromnoit nonoctu (Y3 OBII) oGHapyxeH neperud
JKEITYHOT'O My3bIpst OJIMIKE K YCThIO (pasmep - 52x19 Mm);

B) B Bo3pacte 4 et 5 Mecs1eB — 1eBOYKA ITPOIILTA KOH-
CYJIBTAILIMIO NICUXOJIOra, YCTAHOBJICHA 3a/IepyKKa PEYEBOTO
Pa3BUTHSL, SMOLIMOHATIBHO-BOJIEBbIE HAPYIIEHUS C THUIEp-
AKTUBHOCTHIO. I10 TaHHBIM UMMYHOJIOTHYECKOTO MOHHUTO-
pUHTa BBISIBIEHBI MapKepbl IOJOCTPOro TEUCHUS
BOCHAJIMUTEIBHOTO TMpolecca. ['acTpoIHTEpoIoroM Moa-
TBEPIKJEHA XPOHUUYECKas MaHKpeaTHuyecKass He0CTaTou-
HOCTb TsDKEJIOH crenenu; quchyHkuus chunkrepa Onnu
[0 CMEIIaHHOMY THITY;

I') B Bo3pacTe 4 et 8 mecsues, B utone 2023 roaa, npo-
BeJIeHa OYHAs KOHCYJIBTAIMS J.M.H., IpodeccopoM, pyko-
BOJIUTENIEM Hay4YHO-KJIMHHYECKOTO oTaena
MYKOBHCLIJI033, 3aBeytolel Kadeapoi reHeTHKH 0o1e3-
Hel pgpixarenbHoW cucteMbl Muctutyra BO u JAITO
OI'BHY «MI'HLI», 3xcriepToM KOMUTETA 110 JUATHOCTUKE
u peructpy EBporeiickoro o0riecTBa 110 MyKOBHCIH03Y,
3aMeCTUTeNeM JIUpeKTopa 1o HayuHoit pabore HUKU net-
ctBa Munszapasa MO, . MockBa — MockoBckasi 001acTh,
Konpparsesoii E.1.

[Tony4eHsl mMoApoOHBIE PEKOMEHJAINH 110 OpraHu3a-
UM 00CJICIOBAHMUS U JICUCHUs] peOEHKAa Ha MOMEHT 00pa-
menus B ycnosusx PIIKB.

[TpuunHOM nocneaHel rocnuTaaIN3auy B Bo3pacte 4
aer 10 MecsueB craiy xajno0bl orlekyHa peOEHKa Ha yCH-
JICHUE Kaluls BA3KOHM MOKPOTOU B TEUEHHUE JIHS C HE3HAUU-
TEJILHBIM YXYALICHUEM OOIEro COCTOSHUSL.

DuzukanbHas OUacHOCMUKa

7KanoOb! Ha MOCTOSIHHBIN MaJIOIPOYKTUBHBIN Kallelb
C BSI3KOM MOKpOTOii. O0111ee COCTOSTHUE CPEIHEH TSKECTH,
CaMOYYBCTBUE CpeiHel TshkecTH. JleBouka npaBUIbHOTO
TEJIOCIIOKEHUS, IIOHMKEHHOTO MUTaHMsl. YPOBEHb (H3H-
YEeCKOTO Pa3BUTHUSA CPEAHUN, TApMOHUYHBIN: Macca Tena 16
Kr (z-score = -0,87), niuna tena 107cMm (z-score = - 0,46)
(medpunut maccer Tena — 18,9%, UMT — 13,8 kr/m?).

Temmeparypa — 36,8 Co , UHCC — 98 ya/mun, Y1/ —
22/mun, SpO, — 98%.

Kosxa 6nennasi, cyxast Ha outyrnb. [101K0XKHO-KUPOBOI
CJIOM pa3BUT HEIOCTATOYHO, PACIpPENE/IEH PABHOMEPHO,
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TOJIIIMHA TTOAKOXKHO-)KUPOBOTO ci1ost 1,5 cm. Tonyc Ml
Y/IOBJIETBOPHUTEIbHBIN. JlicTabHbIE (hajlaHT U TaIbLEB PYK
U HOT B BUJIC «4aCOBBIX CTEKOJD», MAJIBIIBI — «OapabaHHbIC
ENTEING S

Causucrasi pOTOINIOTKH YHUCTast, OJIeHO-PO30BOTO
1BeTa. SI3bIK BIQKHBIH, y KOPHS 00JI0KEH OTbIM HAJIETOM.
[epudepuyeckue mumpoysisl 1o 1,0 cM B quamerpe, 1mo-
JIBIDKHBIE, 0e300J1€3HEHHBIE ITPH MANIbIIALUH, HE CIIasHbI C
OKpY>KaloIUMHU TKaHsIMHU. HocoBoe JipIxaHne 3aTpyJHEeHO.

I'pynnas kierka 604k000pa3HOil (HOPMBI, B AbIXaHUU
y4acTByeT paBHOMEPHO cUMMeTpuy4HO. [lepkyTopHo onpe-
JIeTISIeTCsl CPETHNI TUMITAHWYECKHUHI 3BYK. AYCKYJIBTaTHBHO
B JIETKHX JKECTKOE JIbIXaHUE ITPOBOAUTCS 10 BCEM IOJISIM,
BBICJTYIIMBAIOTCS HEOOMIIbHBIE BIa)KHBIE Pa3HOKaJINOEp-
HBIE XPUIIBI C 2-X CTOPOH I10 33JHUM JIETOYHBIM TTOJISIM.
[lepkyccus m ayckyabraius cepiua: CepiedHble TOHBI
npuniymensl. Putm npaBuibHbii. JKMBOT BU3yallbHO He
B3/YT, IPH NaJIbIAIMN MSATKUH, 0e300JIe3HEHHBIH, TIeYeHb
+1,0 cM HiDKe peOepHOl MyrH, Celie3eHKa HE MalbIUpPy-
ercsa. Ctyn, co CIOB NMPUEMHON MaTepH, PETyISPHBIH,
o(opMIIEHHBIH, HE COJIEP)KUT HUKAKKUX MpuMeceil. Move-
UCITyCKaHHUE HE HApYyIIEHO, MOYa CBETIIasl.

OTmMeuaeTcst 3a/iep)KKa peueBOro pa3BUTHs — aKTHB-
HOCTb PEYH MPOSIBIISIETCS OT/IEIbHBIME CJIOBaMH, (ppazamu,
peOeHOK MoHKMMaeT OOpamEHHYI0 peub Ha OBITOBOM
YPOBHE, BBIIIOJIHSET NPOCHOBI M JIEMOHCTPUPYET HABBIKU
€aMO000CITy)KUBaHUSI ¥ OIPSITHOCTH TOJILKO C HOCTOPOHHEH
HOMOIIbI0. B aMo1roHa bHOl cepe oTMeuaeTcst 3aMKHY-
TOCTb U OBICTpOE yTOMIIeHHE. MEHHHTeaIbHbIE 3HAKU OT-
pHLIaTeIbHBIE.

Peszynomamoi 1a60pamopHo-uncmpymenmanbHo2o uc-
cneoosansl

OO1uit ananu3 KpoBu: S3pUTporuThl — 5,0 x 10'2 /1, re-
mMorobun — 119 1/, neiikouutsl — 5,87 x 10° /1, HelTpO-
¢bunbr 46%, numdbonuter 44,2%, monHoUTH 9,8%,
903UHO(MIIBI 1 6a30(MITBI HE ONPEIETISIIOTCS, TPOMOOIUTHI
-335x 10° /1, COD — 10 Mm/u.

Buoxumuueckuii aHaiu3 KpoBu: ooOmuit Oenok — 79,4
r/n, ansOymun — 33,65 r/n, OunupyOun oOmuii — 8,5
MKMOJIb/JI, MOUYEBHHA — 4,7 MMOJIb/JI, KpEaTHHUH — 26,8
MKMOJIL/JI, MOYEBast KMCJIOTa — 282, 5 MKMOJIL/JI, alaH1Ha-
muHotpancdepasza (AJIT) — 14 ME/n, acnapratamuno-
tpancgepaza  (ACT) 32,8  ME/mn, ITTH
(ramma-rmytTamuntpancnentuaasa) — 10,4 ME/n, memnou-
Has (ocdaraza (IID) — 272,9 ME/n, kanbiuit oOmmii —
2,2 MMOJITB/I.

OOmwmii ananu3 Moun: Oe3 MaToJOrHYeCcKuX U3MeHe-
HUH.

VYposenb Buramuna D (kanbiudepon) (25-hydroxycal-
ciferol) B kpoBu: 43,5 ur/mut (N>30 Hr/mi).

Bakrepuosnorunyeckoe WM MUKPOOHUOIOIHYECKOE HC-
cliefloBaHME MOKPOTHI: BbiaeneHa Escherichia coli 102
KOE, uyBcTBHTENbHAsI K THICIMKIUHY, T€HTAMHIUHY,
HUMHIICHEMY, MEPOIICHEMY, IUTIPO(IIOKCALIUHY; PE3UCTEHT-
Hasl K aMIIMIWUIMHY/CynbOakTam, nedenumy, nedrasu-
UMY, 11Ie(DTPUAKCOHY.

Komporpamma: BapuaHT HOPMBI — ONPENEIISIETCS pac-
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TUTEJbHAS KJIETUaTKa U KpaxMaJl B He3HAYUTEIbHOM KOJIHU-
YeCTBe.

VY31 OBII: remaroMeranus — TOJIIMHA NPaBOH 101U
nedeHu 102 mm (N= 70-75 mm), TonmuHa JIeBOH A0IH
neueHu 53 MM (N = 44-46 MM), KOHTYpBI POBHBIE, CTPYK-
Typa OIHOPOJIHAs, CPEIHEH SXOTeHHOCTH, eperud sxerd-
HOTO ITy3bIpsi OJIMXKE K yCThIO, pa3Mepbl — 64x24 MM, B
MIPOCBETE M0 3aHEH CTEHKEe ONpeIesIIeTCs] HEMOABIKHOE
HEOJHOPOJHOE TUIIEPIXOTeHHOE BKIIOUEHHE pa3MepoM 3
MM, HE JIalollee aKyCTUYECKYIO TeHb (ITOJIUI?), MOKEIy-
JIOYHasi Kejae3a — pa3Mep COOTBETCTBYET BO3PACTHOM
HOpME, KOHTYpbI HEUETKHE, HEPOBHbIE, CTPYKTypa Jud-
(y3HO HEOZHOPOHAS, TUIIEPIXOTEHHAsI, CINICHOMETaIusI:
95x31 mm (N = 80x60 MM), CTpyKTypa OHOPOIHAS, CPEI-
HEH 3XOT€HHOCTH.

VYnbTpa3ByKOBOE HCCIEIOBAHME OPraHOB TPYIHON
kietku (OI'K): B 3aiHEHI)KHUX OT/IEIax MPABOTO JIETKOTO
orpesiesisieTcst 0e3BO3yIIHbIH Y4aCTOK HEOHOPOJHOM I'H-
MOAXOTEHHON CTPYKTYpbl pazMepamu 76x49x76 mm c
CHUMITTOMOM "BO3/yIIHON" OPOHXOIPaMMBI.

Pentrenorpamma OI'K B mpsimMoif mpoekuuu, BEpTH-
KaJbHO: OUaroBBIX TEHEH B JIETKUX HE BBISBICHO, ONIpe/e-
JISIOTCS TPU3HAKH XPOHHUYECKOTO OPOHXOJIErOuYHOTro
nporecca (obOoramieHrne OPOHXOJIETOYHOTO PHUCYHKA 32
CU€T COCYAMCTO-UHTEPCTHLINAILHOTO KOMIIOHEHTa, COJIH-
JKeHHE KOPHEH JIETKHX).

KT OT'K: mapenxuma HagauadparmMaibHbIX OTICIOB
S7, S8, S9, S10 cy06TOTaIbHO THIIOBEHTHIIMPYEMAs C Jie-
(hopMUpPOBaHHBIMHU, HEPABHOMEPHO PACIIUPEHHBIMH 0 6-
15 MM OpoHXxamu, HEpaBHOMEpHas ITHEBMaTH3alUs
nE€ro4yHoi TkaHu ot -667 no -880 en.H., ycunenue nerou-
HOTO PUCYHKa 000X JIETKUX 3a CYET COCYAUCTO-UHTEPCTH-
[[UAITBHOTO KOMITOHEHTa c BbIPQ)KEHHBIMH
napadpOHXHAIbHBIMUA U3MEHEHUSIMH, YTOJIEHHUEM CTEHOK
J10 2,2 MM, HEPOBHBIMU KOHTYpaMH.

Ox0KI': cuctonuyeckoe NaBlieHHUE B MPABOM HKeEIly-
JIouke — 32 MM. PT. CT., perypruTanus 4epe3 TPUKyCIu-
JANbHBIN KIIamaH, JIOKHBIE XOPABI JEBOTO JKENIyJ0YKa,
HEeCTaOMIbHOCTh OBAJILHOTO OKHA.

OKT': put™m — cunycosbiid, YHCC — 94 yn/muH, s1eKkTpu-
yeckas och cepaua (30C) oTKIIOHEHa BIIPABO, HAPYIIEHUE
BOCCTAHOBUTEIBHBIX MPOIECCOB B MUOKAP/IE KETYI0UKOB.

VmmynbCcHAst OCHUIVIOMETPHUS: MOTyUYEHHBIE Pe3yib-
TaThl COOTBETCTBYIOT OOCTPYKTHBHBIM HAPYLLICHUSIM IIEpH-
(depuyeckuXx  JbIXaTENBHBIX  IyTeH,  BBIpa)KeHa
HEOJHOPOJHOCTh BEHTHIISALIUH.

Knunuueckuii ouaenos

OcHoBHOI1: MyKOBHUCIIH/[103, cMemIaHHast opma. Xpo-
HUYECKHH OPOHXUT, 000CTPEHHE CPEeTHEN TIKECTH. XPo-
HHUYECKas JibIXaTelIbHast HeJOCTaTOYHOCTh. bpOHX03KTa3b!
000uX JIErKUX. XpOHUYECKasl TaHKpeaTHyeckas HeJjoCcTa-
TOYHOCTb TSDKEJIOHN CTeleHU. [IByCTOPOHHUI XPOHUYECKUN
PUHOCHHYCHT, BHE CTaJUU 000CTPEHUSL.

OcnoxHeHue: XpoOHUYIECKOE JISTOYHOE CePALEe, CTa U
KOMIIeHcaluu. 3ajiepxka (usnyeckoro pazpurus. bein-
KOBO-3HepreTuueckas HerocratouHocTs (BOH) 2 crenenu
(medpunut maccer Tena 18,9%, UMT 13,8 kr/m?).
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Conyrceryrommid: Auchynkims chunkrepa Onau 1o
CMEIIaHHOMY THUITY.

MHUKpOOMOIOrMYECKHUIi: XpOHHYECKUIT BBICEB S.aureus.

I'enorunn DF508/CFTRdele2,3(21kb).

IManuentka b., Bo3pact 1 rox 11 mecses, KeHCKUH
noJ, pycckas, xurenpHuna Pecnyonukn bamkoprocras.
PebeHok HaxoauTCs 0] HAONIIOEHUEM CHELHUAINCTOB C
pOXAeHUs 10 HacTosero MomeHnTa. CormacHO aHaMHe-
CTHYCCKUM JIaHHBIM U3BECTHO, 4TO PeOCHOK OT 4-i Oepe-
MEHHOCTH Ha ()OHE YTrpo3bl IPEPhIBAHNUS, IEPUHATATIBHOTO
koHTakTa ¢ COVID-19 (monoxwurensHelii pesyasrat [1L[P
Ha SARS COVID-19 y marepu Ha cpoke 33 Henenu), oT
3-X mpexJIeBpEeMEHHBIX POIOB B cpoke 33,4 Henenu. Bec
npu poxaenun 1800,0 1., poct 41 cM., OKpYKHOCTH T'O-
10BbI 31 cM., OKpykHOCTB Ipyan 30 cM., OLIEHKA 110 HIKaJie
Anrap — 1 muHyTa — 5 6ayuioB, 5 MUHYyTa — 7 6aJUIOB.

Jwnarnos npu poxxknenun: PecriuparopHblii auctpecc-
CHH/IPOM HOBOPOXKIEHHOTO. J[pIXaTenbHas HeA0CTaTO4-
HOCTB 2 CTETIEHHU.

ComnyrcTByromumid: YMepeHHast ac(hUKcHs IpU porKie-
Huu. JIpyrue citydau HeJOHOWIEHHOCTH. [ ecTallnOHHBII
Bozpact 33 uepenu. [lepunaranbubiii koHTakT ¢ COVID-
19.

B Teuenue 1-it Hexenu KU3HU MPOBECHBI AYTHOJIOTH-
YeCKHH M HEOHATAIbHBIA CKPUHUHI, HepocoHorpadus,
IPY [TOMOIIY KOTOPBbIX ObLIM BBIsIBICHBI Y3 npusHaku
HE3PEJIOCTH, THIIOKCUU TOJIOBHOTO Mo3ra. PeO&HOk Haxo-
JIUTCS Ha UICKYCCTBEHHOM BCKapMITMBAaHUHU ¢ poxeHus. Ha
HACTOSILMI MOMEHT PeOEHOK HAXOIUTCS B JIoME peOEHKa
(c 5 MecsneB KU3HU), YXO/ OCYIIECTBIAET MEPCOHAT Op-
raHu3alyu, MaMa peO&HKa JIMIeHa POJUTEIILCKHX MTPaB.

Anamnes 3aboneeanus: JIMarHOCTHKA HACJIEICTBEH-
HOTO 3200JIeBaHMsI IIPOBEJCHA B PAMKaX HEOHATAILHOTO
CKpPUHUHTA: 00HAPYKEH TUarHOCTUYECKH 3HAYUMBIH ypo-
BeHb VIPT B kpoBu peb6Enka, paublii 131 nr/mi. B 4 me-
csana xku3Hu pedCHky mnposenena JIHK-muarnoctuka B
PMI'1] u BeisiBiiena mytanus DF508/CFTRdele2,3(21kb).
BIDX B poaunbHOM JoMe HE CleNaHO, MEIULUHCKUN
OTBOJI OT MPOPHIAKTUYECKUX NPUBUBOK. PeOEHOK OosieH
C pOXJIeHHs1, HaOIroaIach ioxas npubaBka Beca, B3ILy-
THE )KUBOTA U OOMIIBHOE ra3000pa30BaHue, Kallelb C Bs3-
KO MOKpOTOW C MepBBIX Hexenb >ku3Hu. Ha 1-ii neHn
sku3Hu niposegieH [P na SARS COVID-19 — pesynsrar
oTpuLaTenbHbIA. Briepsble B ieHTp MykoBHucuuao3a ['bY3
PIKB 1. Yda (otaencHue myJbsMOHOIOTHH) peOEHOK I10-
CTYIHJI B BO3pacTe 4 MecsIa C LeNblo IPoBeeHUs o0ce-
JIOBaHMsI M Ha3HA4YCHUs JICYCHUs, yXOH 3a pPEeOEHKOM
OCYILECTBIIsAIA poAHas MaMa. B paMkax mepBoii rocrura-
JIM3alUY NalMeHTKa 00cie0BaHa:

1) kanm Ha maHKpeaTH4ecKyro 3nacrasdy-l, pe3ynabrar
<15 MKr/T;

2) 9XO-KI BrbIsiBHIIa BpOXKAEHHBIN MOPOK cepia-Kia-
MaHHBIN CTEHO3 JIETOYHOU apTepUH, MEKIIPEICEPAHOE CO-
oOmieHue, c11a00(YHKIMOHUPY FOILU T OTKPBITHIN
apTepHabHbIN IPOTOK, TPOBEICHA KOHCYIBTALIUS KapIHo-
JIora;

3) KpoBb HAa TOPMOHBI HIUTOBUAHOU sxene3bl: TTT
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17,968 MmxME/mit (N= 0,7—6,4 MkME/mi), cBoOoHbIi T4
12,79 nmons/n (N= 16-33 mnmonb/i1), o pe3yiabraraMm
CKPHHUHTA U KOHCYIBTAllUK SHAOKPUHOJIOTA CJIENaHo 3a-
KITIOUEHHE — CYOKITMHUYECKUI THITOTUPEO3.

B nocraenyronem peGEHOK HEOTHOKPATHO HAXOAMIICS
Ha CTallMOHAPHOM JICUCHHUH B IyJIbMOHOJIOTMYECKOM OT/Ie-
neanu ['BY3 PIIKB . Ya: B 6 mecsiies, 8 mecsiies, B 1
ron 5 mecses, 1 ron 9 mecsiues. Hapsany ¢ rocniuranusa-
musimu B 'BY3 PIIKB pebeHoKk HEOMHOKPATHO 3KCTPEHHO
TOCIUTAIN3UPOBAJICS B AETCKYIO OonbHuUIly ropona C. mo
MECTY JKUTEIbCTBA.

OJHOBpPEMEHHO C MAIMEHTKOW A. ObLIa MPOKOHCYJIb-
tupoaHa npodeccopom Konnparsesoii E. 1.

IIpnunHON NoCIeAHENH NOCIUTAIN3ALUN B IIYJIBMOHO-
noruueckoe otaeienue ['BY3 PIKB . Yer B Bospacte 1
rog 11 mecsiueB (centssops 2023 rozma) craiu anoOsl Ha
YXY/LIEHNE 00LIET0 COCTOSIHUS PeOEHKA, CHY)KEHHUE arlie-
TUTa, HACMOPK, YCUJICHNE KalllIs, OABIIIKY B ITOKOE.

QusuxanvHas OuaeHOCMuKa

OOwiee COCTOSIHUE CPEHEH TSKECTH, CAMOUyBCTBUE
CTpajaeT 3a CUET 3aJI0KEHHOCTH Hoca. Kamens manomnpo-
JlyKTUBHBII C BSI3KOM MOKpPOTOii. J/leBouka NpaBUIBHOIO
TEJIOCIIOKEHHSI, HEJIOCTATOUHOIO MUTAaHUs. YPOBEHb (H-
3UYECKOI0 Pa3BUTHS OUYEHb HU3KUI, TADMOHUYHBII: Macca
tena 8400 1. (z-score = -2,6), nnuHa Tena 73 cM (z-score =
-4,1) (UMT = 15,8 kr/m?). CocTOsIHHE MAalMeHTKH pac-
LIEHEHO KaK XpOHUUecKast OSJIKOBO-3HEpreTHYecKas HeJl0-
crarou”ocTth (BOH) 3 crenenu (Tsxenas).

Temneparypa — 36,2 Co, UCC — 124 yn/mun, YJ1J1 —
24 yp/mun, SpO, —97%.

Korxa 6nennasi, cyxast Ha outynb. [101K0XKHO-KUPOBOI
CJIOM pa3BUT HEJIOCTATOYHO, PACIPENEIEH PABHOMEPHO.
Tonyc Mbimi yaoBiaeTBopuTenbHbIi. Jlucranbubie da-
JIAaHTH TaNblieB PYK M HOT B BUJE «YACOBBIX CTEKOI»,
MabIbl «O0apabaHHbIC MATIOYKNY.

Causucrass pPOTOIVIOTKH YHUCTast, OJIeJIHO-PO30BOTO
1BeTa. SI3bIK BIXHbIH, y KOPHS 00JI0KEH OSTbIM HAJIETOM.
[epudepuyeckue nuMdaruyeckue y3Jibl HE MaJbIIH-
pytotcs. JlpIxaHue 4epe3 HOC CHIIBHO 3aTPYIHEHO.

I'pynnast kieTka 604k000pa3HOil (POPMBI, B aKTE JIbIXa-
HUSl y4acTBYeT PaBHOMEPHO CUMMETPUYHO. AyCKYNbTa-
THUBHO JIbIXaHUE B JIETKUX MPOBOIUTCS IO BCEM IOJIAM,
BJIQYKHBIE TIPOBOJIHBIE XPUIIBI ¢ 2-X CTOpoH. [lepkyccus u
ayCKyJbTallUs Ceplia: I'PaHUIbl cep/lla He W3MEHEHBI,
ayCKyJIbTaTUBHO TOHBI SICHBIE, PUTMUYHBIE, TATOJIOTHYE-
CKHUX HIYMOB He ompeaensercsa. JKuBOT BU3yaJbHO HE
B3/IYT, [IPU MaJblAaIUK MITKAi, 0e300s1e3HeHHbIN. [TeucHb
10 Kparo pedepHO# Nyru, cele3eHKa He MajblupyeTcs.
Crymn, co CI0B yXa)KUBaroIeid MEAUIUHCKON CEeCTPHI, 10
3-4 pa3 B cyTKH, yarie Heo(OPMIICHHBIH, 0€3 pUMecei.
MouencnyckaHue He HapyIlIeHo, Mo4a cBeTasi, 6e3 npu-
MECEH.

Ha ocmotp pebEHOK pearwpyer CroKoWHO, 0e3 ObI-
CTPOTO YyTOMJIEHHUS. MeHUHIeaIbHble 3HAKH OTPULIATEIhb-
HBIE.

Peszynomamur 1abopamopro-uncmpymenmanbHozo uc-
cnedosans
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OO1uii ananu3 KpoBu: 3puTpouuThi — 5,0 X 102 /11, re-
Morooun — 116 r/n, neiikorurer — 11 % 10° /1, numdo-
uthl — 52,1%, wehrpoduist — 36,4%, monouuts 11,5%,
6a30(uITbl 1 H03MHOMUITBI HE OIPEEIISIOTCS, TPOMOOLMTHI
—432 x 10° /i, COD — 5 MmMm/4.

Buoxumuueckuii aHaIu3 KpoBu: o0muit Oenok — 69,4
r/n, anOymuH — 66,3 1/1, OwnupyOuH oOmwmit — 6,2
MKMOJIb/JI, MOUYeBHHA — 4,9 MMOJIB/JI, KpeaTHHUH — 21,2
mkmonw/a, AJIT — 5,5 ME/a, ACT — 6,3 ME/a, I[® —
272,9 ME/n, kanpuuii o0mui — 2,2 MMOJIB/JI, HATPHUIA —
142,4 mMoub/n, Kaauii — 5 MMoib/n, xinopunsl — 105,6
MMOJIB/JI.

OOmwmii ananu3 Moun: Oe3 MaToJOTHYECKUX U3MEHe-
HUH.

VYposenb Buramuna D (kanbiudepon) (25-hydroxycal-
ciferol) B kxpoBu: 70,4 Hr/miL.

Bakrepuosioruyeckoe ucciaeJ0BaHNE MOKPOTBI: BbIJIE-
nena Candida Albicans 10> KOE, uyBcTBUTENBHAS K aM-
¢dorepurtuny,  Stroralis 103,  Ps.aeruginosa  10*
YyBCTBUTEJIbHBIE K TEHTAMHULUHY, KIMHIAMUIIMHY, MEPO-
HeMmy, nedenumy, HUIpOQIOKCAIHHY.

Komporpamma: BapuaHT HOPMBI — ONPENEIISIETCS pac-
THUTEJIbHAsS KJIETYATKA U KpaxMall B HE3HAYUTEIbHOM KOJIH-
YeCTBe.

VYibTpa3ByKoBOE HCCIIEA0BaHUE OPraHOB OPIOIIHOM 110-
JIOCTH, MOYEK, MOYEBOTO ITy3bIpsi: HE3HAUYUTEIbHOE yBe-
JIMYEHHE pa3Mepa IeUeHH — TOJIIMHA [TPABOH 10JI1 MIeYeHH
73 MM, TOJIIIMHA JIEBOI 10 TIedeHH 37 MM, KOHTYPbI POB-
HbIE, CTPYKTypa OIHODPOJHAs, CPEAHEH 3XOTCHHOCTH,
YKEJTYHBIN My3bIpb 0€3 NaToIOrnYecKUX npu3HakoB 27 x 10
MM, [OJDKENTYIOUHAsI JKeJie3a — pa3Mepbl B HOpME, KOHTYPbI
POBHBIE, CTPYKTYpa OJJHOPOJIHAs, Celie3eHKa 0e3 marosio-
ruu, 55 x 33 MM, cpesiHel IXOreHHOCTH, TIOYKU ¥ MOYEBOH
Iy3bIpb B HOPME, OTMEYAETCsl ITOBBIIIEHHOE COAEpIKaHNe
ra3oB B KHIICUHHKE.

Penrrenorpadus OI'K B npsimoii npoekuuu: 604K000-
pasHas rpy/Has KJIETKa, 04aroBbIX TEHEH HE BBISBIICHO, JIE-
TOYHBIH PHUCYHOK oboraméx 3a cuér
COCY/IMCTO-MHTEPCTUIUAIBHOTO KOMIIOHEHTa, 1e(hopMHu-
poBaH, commkeH. KopHu N€rkux ManocTpykrypHsbie (1o
BO3pacTy), yiiotHeHsl. Kynona auadparm uerkue, pos-
HbIE, HA YPOBHE MEPEIHIX OTPE3KOB 6 pedep, CHHYChI CBO-
6oxuble. Ceplle B ONEPEYHUKE HE PaCHIMPEHO.

OxoKI': knanaHHbI CTEHO3 JETOYHON apTepuu ¢ rpa-
nueHToM namieHus 28/14 mm.pt.cT. Jledekt mMexmpen-
CEepAHOU MEePEropoIKH.

OKT': put™m — cunycossiit, HCC — 117 yn/mun., 30C B
BEPTHKAJIBHOM MOJIOKEHUH, CHHIIPOM yKopoueHHoro PQ,
CHHJIPOM HaJDKEITyI0YKOBOIo rpederka.

Knunuyeckuii ouaenos

OcHoBHOI: MykoBHCHIN/103, cMelIanHas Gopma, TsKe-
JI0€ TedeHue. XpOHNUECKU OPOHXUT. XpOHHUYECKas MaH-
KpeaTH4ecKasi He/IOCTaTOYHOCTb TSKEJIOH CTEIeHH.
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OcnoxHenue: benkoBo-sHepreTuyeckas HeJO0CTaTOU-
HOCTb 3 CTEIEeHH.

ComnytcTBytomuii: BpoxxnéHuslii mopok cepama. Bpox-
JICHHBI CTCHO3 KJamaHa JierouHoit aprepuu. Jledekr
npeacepaHoi neperopoaku. CyOKIHHUYECKUI THITIOTH-
peo3 BeieACcTBUE MOAHOW HEAOCTAaTOUHOCTH. [ unokcuye-
CKU-UIIEMHYECKOE TOpaKEHHE LUEHTPAIbHON HEpPBHOM
cuctemsl (ITHC), cunapom TOHYCHBIX HapylieHui. 3a-
JIep’KKa ICHXOMOTOPHOT'O U PEYEBOT0 PA3BUTHUS.

MuKpOOHOJIOTHYECKUI: XpOHWYECKHid BbiceB KI.
Pneumoniae.

I'enorun: DF508/CFTRdele2,3(21kb).

CnenyeT OTMETUTh, YTO OJHOBPEMEHHO C IKCTPEH-
HBIMHU U TIJIAHOBBIMHU TOCHUTATU3AIMSIMU U3y4aeMbIX Ma-
UEHTOK 1o HaOmoaeHueM crnenuanucros ['BY3 PIIKbB
HAXOJMJICSI CTApIINi peOEHOK TeX JKE POJUTENICH — Mal-
entka B., 6 ner 10 mecsies. JleBouka ot 1-it 6epeMeHHO-
CTH, IPOTEKaBIIel Ha (JOHE aHEMHUH U 3JI0yNOTPEOICHUS
OGepeMeHHO! ajKorojieMm, 1-e ecTecTBEHHBIE POJBI B CPOK
40 nenmens, Bec mpu poxaeHuu 3600 rp., poct 52 cwm,
oreHka 1Mo Amrap 8/8, Kk Tpyau NpuiIoKeHa B POAUIBHOM
3aJie, BeINMCaHa u3 poaaoma Ha 4 cytku. C Bo3pacra 3 jier
Haxonutcs B puémMHoi cembe. Jleuenue B 'bY3 PIIKbB 1.
VYa nmpoBoaHIOCh B HEBPOJIOTUYECKOM OTJIEJICHUH, TIe
peO&HOK HaXOAMJICS C AMAarHo30M: DHIledaonaTus He-
yrounénHas. DHype3. Banbrycusie neopmarnuu cror. [To
MIPUYUHE OTATOIIEHHONW HACJIEACTBEHHOCTH 110 MYKOBHC-
/103y nanyenTka B. B Bozpacte 5 net Obuta o0OciiejoBana
crnenuanucramu PMI'L] Ha Hanuyue MyTanuil MyKOBUCLIU-
no3a. [Iposeneno npsamoe JIHK-cexkBenuposanue no Can-
repy, B pe3ylbTare KOTOPOro He ObUIM BBISBICHBI
cnenyromue myrtanuu: F508del, E92K, CFTRdele2,3,
S1196X, N1303K u np. Takum obpa3om, AUarHo3 MyKo-
BHUCITHJ103a MCKJIIOUEH, Ha3HAU€HO MOBTOPHOE MEIUKO-Te-
HETUYECKOE KOHCYIBTHPOBAHHUE B TEUCHUE TEKYIIIETO roja.

JluHaAMMKa U HCXO/bI

[TanuenTka A. v manueHTKa b. HAXOAATCS Ha JICUCHUH,
COCTOSAIIEM U3 CIETYIOUINX KOMIIOHEHTOB: JIOTIOJIHUTEIb-
HOE€ BBICOKOKAJIOPUIHOE CTIEeLUAIN3UPOBAaHHOE NMUTAHUE,
3aMeCTUTEIbHAsl Teparnus MaHKpeaTHUYeCKUMH (epMeH-
TaMHU, MyKOJIUTHYECKasl Tepanusi, KUHe3UTepanus, aHTu-
GaxTepHagbHas Tepanus, )KUPOPaCTBOPUMbIE BUTAMMHEI.
OtMmeyaeTcst CoOMI0IEHNE PEKOMEHTallNii OTIEKYHOM ITaly-
eHTKU A., a TakKe yXa)XKHBAIOIIUM IEepCOHAIOM MaIly-
eHtkn b., odunuanpHble NpencTaBUTENH  AeTeH
omyaroresi komriaeHcoMm. Ha done npumensiemoii Tepa-
MK TEYEHHUE MYKOBHCLIM103a Y 00€UX MAaIlMEeHTOK HE Xa-
paKTepu3yeTCst OBICTPHIM MTPOTPECCUPOBAHUEM.

CoracHO NPOBEIEHHOM KOHCYIBTAIUHU MPOGEccOpoM
E.N. KonnpartbeBoii, 1e4eHre U BeJieHUe MAlHeHTOK Ha Ha-
CTOSIIMHA MOMEHT BKJIIOYAET B CEOsI ITYHKTHI, OTPayKEHHBIE
B Ta0IHILIE.
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Taoauna

KoMnoHeHTBI Tepanuu Ha0JII01aeMbIX MANMEHTOB C MYKOBHUCIHI030M

ITanenTka A., 4 roga 10 mecsitieB

TTanmentka b., 1 rox 11 mecsien

Pexum 001K, OrpaHUYCHNUE KOHTAKTOB ¢ HH(PEKIIMOHHBIME OOJTbHBIMH.

Cron 0011Mid, nUTaHue APoOHOE, YBEIHMUCHUE KaJIOpHUii-
HocTH Ha 150% 0T BO3pacTHOI HOPMBI, JOTOIHUTEIBEHOE
MOJ/ICAJIMBAHMUE MUILH J10 2 I/CYTKH, YBEJINYEHHE B )KapKOe
BpEMsI roJia U IPH THIIEPTEPMHUH.

Cromn o6umif, muTanue ApoOHOE, YBEINIESHUE KaJIOPHii-
HocTH Ha 150% OT BO3pacTHOI HOPMBI, JOIOJTHUTEIBHOE
NoJIcaJIMBaHKe UM JI0 1,5 I/CyTKH, yBEINYEHHE B KapKoe
BpEeMs roJia U TIPH THIIEPTEPMHUH.

JlononHuTEIbHOE BRICOKOKAIOPUUHOE CIIEHUATU3UPO-
BaHHOE MUTAHUE: CHEIUAIN3UPOBAHHBIM MPOAYKT AUETHU-
YECKOro MUTaHus JJis nereid ot 1 roma 1o 6 JeT uium ¢
Maccoii Tena ot 8 10 20 Kr - rurepkagopudeckas cmechk (1.5
KKa/1 Mi1) ¢ BEICOKMM cojiepkannem oenka (4.1 /100 mur)
o 200 mut 2 pa3a/nieHs.

Creunanu3npoBaHHbIM TPOILYKT /ISl AUETUYECKOTO Jie-
4eOHOTO MUTAHUS - CyXasl MOJHOIICHHAS HU3KOJIAKTO3HAs
cMech 1Mo 10 MepHBIX JTOXKEK/IeHb [6].

JlononHUTENbHOE BBICOKOKAIOPUIHOE CHIEIHATTU3UPO-
BAaHHOE MHUTAHUE: CHENHUATU3UPOBAHHBIN NPOIYKT AUETH-
YECKOTo MUTaHMs ISl Jeted oT 1 roga jgo 6 jeT wiM ¢
Maccoii Tena ot 8 10 20 Kr - runepkagopudeckas cmech (1.5
Kkai/l Mi1) ¢ BBICOKMM cozaepkanueM Oenka (4.1 r/100
o 200 mut 2 pa3a/neHs.

Crienuanu3upoBaHHbIA NPOAYKT IJIsL JUETUYECKOTO JIe-
4eOHOT0 MUTAHUA - CyXasl IOJHOLICHHAs HU3KOJIAaKTO3Has
CMECh — 5 MEPHBIX JIOKEK/IeHb [6].

3amecTUTeNbHAs Teparusl TaHKpeaTHuyecKUMH (epMeH-
tamu (Ilankpeatun) — wu3 pacuéra 120 000 EJ
JIMIA3bl/CyTKH, B Havajle KaKJ0To MpUéMa MUILH, TT0CTO-
sHHO. KoppeKkTnpoBKa 03kl 110 XapaKkTepy CTyJa, KOIpoJo-
ruH, npudaske Beca. KoauimenT aumnassl uis nojacyera
2000 En/r xwupa.

O30omernpazon 20 mr yTpoM 3a 30 MUHYT JI0 €I BHYTPb,
kypc 1 mecsn, 1 pas B kBaprai.

3amecTuTeNbHas Teparus lIaHKpeaTHdeCKUMH GpepMeH-
tamu ([lankpearnn) — u3 pacuéra 90 000—-100 000 EJI u-
1a3bl/CyTKH, B HaYaJIe Ka)k10ro NpUEéMa MUIIH, MOCTOSHHO.
KoppekTrpoBka /1036l 110 XapakTepy CTyJa, KOIPOJIOTHH,
npubaBke Beca.

MyKonmuTrnieckas Teparmusi:

1) Unramsanuum runepronndeckum p-pom NaCl 7% +
ruaixyponosas kuciora 0,1% 1o 5 mut 2 pasza/nens, nocro-
SIHHO, exenHeBHO. [Tocie nHramsmmun ods3arenbHast KHHe-
3uTeparnusl.

2) Unransumm nopHasa-anbda 2,5 Mr/2,5 mi 1 pas/nens
©)XEJTHEBHO, TIOCTOSIHHO.

3) Ilpu obocTpenun, 0OCTPYKIIMU — PACTBOP HITPATPO-
nust 6pomut/perorepon 16 xarens + pactsop NaCl 0,9%
3-4 mut 3 pasa/neHp B uHTAISIMAX 7-10 qHEH (MOXHO UC-
TMIOJIE30BaTh runeproHndeckuii pactsop NaCl).

ATETHIIMCTENH TOJIBKO TpH 06ocTpenun 30 MI/Kr/cyT.

MyKonuTHYeCKast Tepartusi:

1) Uuramnsonu runepronndeckum p-pom NaCl 7% +
ruaxyponoBas kuciora 0,1% mo 5 mut 2 paza/neHsb, HoCTo-
SIHHO, exeHeBHO. [Tocie nHransmum ods3arenbHas KMHe-
3UTEparus.

2) Unransumm nopHasa-anbga 2,5 mr/2,5 M 1 pasz/nens
©)XKETHEBHO, TIOCTOSIHHO.

3) Ilpu obocTpenun, 0OCTPYKIMU — PACTBOP HIIPATPO-
st Opomut/penorepon 9 karens + pactBop NaCl 0,9% 3-
4 mn 3 pasza/nenp B uHTamAmusax 7-10 mHE#H (MOXHO
UCIIOJIb30BaTh runeproHmyeckuii pactsop NaCl).

Hcnonb30Bark MHTISLUOHHBIA TIPUOOP ¢ HU3KOIIOTOUHBIM KOMIIPECCOPOM (10 6 JI/MUH, IPOU3BOAUTENLHOCTD 450
MI/MUH), 3aMEHa KOMIIOHEHTOB KaK/Ible 3 Mecslia.

Kunesnrepanms: JIOK, maccax, ApeHax, IpIXxaTelbHasi THMHACTHKA, YIIPAKHEHHS Ha MsTde, 0aTyTe, MA-CUCTeMa TIPH
WHTAJSINAX 2 pa3a/IeHb eKeTHEBHO, 3aHATHS CTIOPTOM.

VYpcoaezokcnxoneBas kuciora Kancyiasl 250 mr/S mut o 4 mut 1 pas/neHs Be4epoM MOcCIIe e/bl, MOCTOSHHO.

’KupopactBopumMslie BuTamMunsl — BuTaMuH A 5000 ME
1 pas/cytku, ButamuH E 100 Mr/1eHb MOCTOSIHHO, BUTAMUH
13 2000 ME (4 xannm) 1 pas/nens, BuramuH K Y2 Ta6-
JIETKW/CYTKH, TIOCTOSIHHO BO BPEMSI €/Ibl.

XKupopactBopumbie BUTaMUHBI — BUTamMuH E 100
MI/IeHb ocTosiHHO, BUuTamuH J[3 5000 ME (10 kanens) 1
pa3/nenb, Butamud A 5000 ME = 1 kam 4/3 neHb, mocro-
STHHO BHYTPB BO BPEMs €JIbl.

AHTHOaKTepUaIbHAS TEPaTHs:

1) IIpu OPBU antubnorukn He < 14 nHell, B MakcH-
MaJIbHBIX BO3PACTHBIX JJO3UPOBKAX, 10 YYBCTBUTEIBLHOCTH
MHKpOOHOI (utopsl: munpodiokcanut 40 Mr/Kr/CyTKH Win
neBodiokcauut 20/Mr/cyTKU BHYTpPb B 2 npuMeHeHus 14
JTHEH.

AHTHOaKTepUabHAS TEPATHs:

1) IIpu OPBU antubuoruku He < 14 nHel, B MakcH-
MaJbHBIX BO3PACTHBIX JAO3UPOBKAX, MO0 aMOKCHULMIUINH C
KJaByJIoHO# KucinoToit 80-100 mr/kr/cyTku B 2-3 mpuema
BHYTpb, a3uTpoMulMH 10/Mr/cyTku BHYTpb 7-10 nHeil.
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2) Ipu TsxenoM 000CTpEHHH OPOHXOJIETOYHOTO MPO-
necca B/B — 2 aHTUOMOTHKA C CHHEPTHYHBIM JICHCTBHEM B
YCIOBUSX cTaliMoHapa — 14 qHeil.

3) AHTUCHHETHOIHAs Tepanus (110 4yBCT-TH) KOJIUCTH-
MeTar Hatpus | MitH 2 pasza/cyTku, 3 Kypca Mmoapsi.

2) Ipwu TsKenoM 000CTPEHUH OPOHXOJIETOYHOIO MPO-
recca B/B — 2 aHTUOMOTHKA C CHHEPTHYHBIM JICHCTBHEM B
YCIOBUSX cTaliMoHapa — 14 qHei.

Tepanust XpoHHYECKOT0 PUHOCHHYCHTA: HA3aJIbHBIH Ay n3o0ToHnYecknM p-poM NaCl 4/3 mapu-monTecos mo 250
Mui/cyT 2 pa3a/nens nmpu 000CTpeHHH, MOMEeHTa30Ha (hypoar 1o 1 1o3e B Kax/Iblii HOCOBOI X0/ 2 pa3a/IeHs u/3
PARASINUS win Tuamdunexona mmnuaar anerwinuctentar 500 mr 1 pas/14 nueit.

[TpuBUBKY pa3penieHsl 0 KaJleHIapio, BHE NEPHOI0B 000CTpeHMs. BakIIMHAIMS OT THEBMOKOKKOBOI, TeMOQILHOM,
MEHUHTOKOKKOBOW MH(peKn. TyOepKyIMHOIMAarHoCTrKa 2 pa3a/Tol.

TaprerHas Tepamnust npenaparom sjekcakadrop+resakadrop+rusakadpTop / nBakadTop ¢ 6 Jet, npu 0g00peHNH Jie-
KapcTBeHHOIT hopmbl houmom «Kpyr mobpay - pekoMeHJ0BaHa Moa4a 3asBKH.

3akaouenne

OnucaHHBI CeMENHHBIM KIMHUYECKUH ciydail Ha-
IJISITHO IEMOHCTPUPYET BaXXHOCTh CBOEBPEMEHHON Tuar-
HOCTHKH, AMHAMUYECKOTO HAOIIOAEHHS 1 CBOEBPEMEHHBIX
TOCHHUTATIN3alUN NAIEHTOB ¢ MyKOBUCIIM/030M C CaMOI0
poxaeHus. Y HaOIIOAaeMbIX MAIlEHTOK BBISBICHBI HAU-
Oosnee pacpocTpaHEHHas CPEAN EBPOIICOMTHOTO Hacee-
HUSI MyTallMd B I'€HE TPAHCMEMOpAHHOTO perIysATopa
mykoBucuunosza — DelF508, ompenensionias aenenuio
TPEX HYKJIEOTUZ0B B 508-M MOJ0KEHUH, OTBEUAIOIUX 32
KOJMPOBaHUE aMHHOKHUCIOTH (eHmniananuHa. OcobeH-
HOCTBIO ITPEACTABICHHBIX KJIMHUUECKUX CIIy4aeB SBIIAETCA
TOT (haKT, YTO B OTHOM CEMbE C MHTEPBAJIOM B 3 TO/Ia POXK-
JIAI0TCSI JIBOYKH C TSDKENBIM 3a00JIEBaHHEM, B OTHOLIEHUN
KOTOpOTO OBbLIa MPOBE/IeHa PaHHss JUTaHOCTHKA, TI03BO-
JIUBILIAS 3aMeJUINTh IPOrpeccCUpoBaHue naronorun. B nan-
HOM CEMEHHOM KIMHHUYECKOM CcIy4yae OTpakeHa H
colMajbHas IpodiieMa — Mama JIeTel JIMIIeHa POUTeNb-
CKHX IIPaB U JIBOE JIeTeH U3 CeMbU HaXOAATCS B OHOM IIpH-
EéMHOU ceMbe, a caMblil MU PeOEHOK HAXOTUTCS B
nome pebénka ropoga C. CoBmecTHast paboTa COTPYIHH-
xoB ['BY3 PIIKB 1. Ya c npuéMHOit MaMoll U MEHIINH-
CKUMH paOoTHHKamMM JomMa peO&HKa I03BOJMIIA
JIOCTUTHYTb YITy4IlI€HUs HyTPUTUBHOIO CTaTyca. AKTyallb-

HBIMH 33J]a4aMU, CTOSIIUMHU TIEPE]] CIICIUATICTAMU MYJIb-
tuaucuuminHapaoit komanael 'BY3 PIAKB r.Y¢a ss-
JisieTcsl JAOCTH)KEHHME BO3PACTHBIX HOPM B acleKkTe
nokasareneil (PU3NUEeCKOro U HEPBHO-IICUXMYECKOTO pa3-
BUTHS.

HNndopmupoBanHoe coriiacue

OT oUIMANTBEHBIX TIPEACTABUTEIICH MAIIMEHTOB MOy~
YCHO IMHCBMEHHOE JI0OPOBOJIEHOE HH(POPMUPOBAHHOE CO-
rIacue Ha  MyOJMKAIlMI0  OMUCAaHUS  CEMEWHOTro
KIIMHUYECKOTO CITy4asi, B TOM YHCJIC Ha UCIIOIB30BaHUE UX
MEIMIIMHCKHUX JAaHHBIX, MYOIUKalUI0 B MEIUIIMHCKOM
JKypHaJie, BKIIFOYAst €ro 3JICKTPOHHYO BEPCHIO (pe3ylibTa-
TOB 00CJICIOBAHUS, JICUCHUS U HAOIIONCHUS) B HAYYHBIX
nensix (mara momnucanus —10.09.2023).
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