DOI: https://doi.org/10.15690/rpj.v1i2.2092

WU.B. Baxnosa?l, A.[l. Kasauunal, 0.A. BerniHuHa2

1 dbepnepanbHoe rocyaapcTBEHHOE GIOAMKETHOE 06pa30BaTeIbHOE YYPEIEHUE BbICLIErO 06Pa30BaHNs
«YpanbCKui rocyapCTBEHHbIN MEAULMHCKUI YHUBEpPCUTET» MUHUCTEPCTBA 34paBOOXpaHeHUsa PoCCUMCKOM
denepaunn, EkatepuHbypr, Poccuiickas ®egepaums

2 focynapCTBEHHOE aBTOHOMHOE yUpexaeHne 3apaBooxpaHeHns CeepanoBcKoi o6nactu «06nactHas feTcKas
KnMHMyeckas 6onbHuLa», EKatepuHbypr, Poccuiickaa denepauus

KAMHU4YEeCKUN cnyvyaunu: HaGnwogeHue
pe6eHKa ¢ MYKOBUCLIUAO30M
U deHUNKeToHypuen

KoHTakTHaa unpopmaums:

BaxnoBa WpnHa BeHnammnHoBHa, OKTOP MEAULIMHCKKUX HayK, npodeccop, Kadeapa rocnutanbHon neguatpum ®ro0Y BO «Ypanbckui
rocyflapCTBEHHbIN MeULIMHCKUI yHUBepcUTET» MUHUCTEPCTBA 3ApaBooxpaHeHnsa Poccuiickon ®enepaumu, r. EkatepuH6ypr, Poccuiickas
denepauus.

Aapec: 620109, r. EkatepuH6ypr, yn. PenuHa, 3, Ten.: +7 (343) 214-86-57, e-mail: vachlova-61@mail.ru

Cratbs noctynuaa: 18.02.2020, npuHATa K ny6nuKayuu: 27.04.2020.

0O60cHOBaHHe. B MUPOBON KINMHUYECKOMN MPaKTUKE OonucaHbl €AUHUYHbIE Cydau OAHOBPEMEHHOIrO Hasu4yusi y OAHOro
nauuneHTa ¢eHunketoHypumn (PKY) n mykosucumaosa (MB). ®KY n MB oTHOCSITCSI K Hacne[CTBEHHbIM 3ab0/1ieBaHUAM
M XapaKTepu3ylTcs ayTOCOMHO-PELIECCUBHBIM TUMOM HacaegoBaHusl. CoyetaHne AByX Uamn 6osee Hacae[CTBEHHbIX 60/1e3-
He# y 0fHOro naumneHTa B HacTosLlee BpeMs MPOAOIKAET CYNTATbCS KIMHMYECKOHM peAKOCTbI0. OnMcaHue KIMHNYECKOro
cnyyas. [pegcTaBaeHo onucaHne KIMHMYEeCKOro cay4asi coyeTaHus 1ByX reHeTMYeCKux 3aboneBaHmin — MB n ©KY y nauym-
eHTa 5-n1eTHero Bo3pacTta, KOTOpbIM Habogancs ¢ poxXaeHus. baarogapsi BHEAPEHUIO B KIMHUYECKYHO MPaKTUKYy MeToja
HeoHaTa/lbHOro CKPMHUHIra Ha BPOXAEHHbIE M Hac/ieACTBEHHblE 60/1€3HU Yy pebeHKa B TEYEHME NMePBOro Mecsua XU3HU
6b1/1 aMarHoctTupoBaHbl MB (06Hapy»KeHue AUarHoCTUYECKM 3HaYMMOro NoBbILLEHUS UMMYHOpPEeaKTUBHOIo TpurncuHa (MPT)
rnpu nepBoHayaabHOM — 163,2 Hr/Ma 1 MOBTOPHOM, Ha 21 CyTKM n3HU, — 138,7 Hr/mn ncenenoBaHusix) u OKY (ypoBeHb
peHunanaHumHa (PA) — 15,9 mr/an). 06e 601e3HU BblIn NOATBEPIKAEHbI MPU NPOBEAEHUN EHETUHECKOIO MCCIE[0BaHUS:
B reHe TpaHcMembpaHHoro perynsitopa mykosucuugosa (CFTR) 6bina obHapyxeHa mytauusi DelF508 B romo3urotHom
COCTOSIHUM; B reHe peHunnanaHnHrmgpokcmnassl (PAH) obHapyxeHa myTaumns P281L B roMO3UMroTHOM COCTOSIHMM. PoanTtenun
pebeHKa YeTKO cobto[an peKoMeHaaumnu no nutaHuo U ne4eHunro. K Bospacty 5 net y pebeHka cpopMUpoBainCb CUH-
APOMbI NOPaxKeHNs1 HEPBHOW U AbIXaTE/IbHOM CUCTEM: 3afep)KKa KOrHUTUBHOIO M PEYEBOro Pa3BUTUS, CYOKIIMHUYECKas
ANUNenTMopMHasi aKTMBHOCTb, BbICOKUI PUCK (POPMUPOBaHUSI IMUIENCUN, XPOHUYECKUI BOCMNa/IMTE/bHbIN MNpoLecc B
opraHax AblXxaTe/ibHON cucTeMbl. 3aKkn4YeHune. [lpencTaBiEHHbIN KIMHUYECKNI NMPUMEpP AEMOHCTPUPYET BaXKHyO pOJIb
HeoHaTa/lbHOro CKPUHUHIa B paHHEeH AnarHoCTUKe, CBOEBPEMEHHOM Havasae Teparnuu u nog4yepKMBaeT BaXKHOCTb Hernpe-
PbIBHOIO MEeAMKaMEHTO3HOro0 COMNPOBOXAEHUS MPU TaKUX reHeTUYEeCcKnx 3aboneBaHusx, kKak MB n ®KY. Bce ato B Leiom
06YC/10BANBAET OTHOCUTE/IbHYIO COXPAHHOCTb QYHKLIMOHUPOBaHUS Hanbosiee noBpexaaeMbiX Mpu 3TMX 3ab60/1eBaHMsIX opra-
HOB U cuCTEM: y pebeHKa K 5 rogam »n3HU OTCYTCTBYHOT 6POHX03KTa3bl, NPU3HAKU XPOHUYECKOM TMIMOKCUU, HYTPUTUBHBIN
AepULNT, BbliparKeHHbIN HEBPOJIOMMYECKNI AEPULMNT, PEOGEHOK MMEET HU3KNI PUCK Pas3BUTUSI PACCTPOMCTB ayTUCTUYECKOIro
criekTpa. Bmecte ¢ Tem Aas1 ¢opmMnpoBaHns O4HO3HAYHbIX BbIBOAOB O MPOrHO3e rpu AaHHbIX 3a601eBaHUSX B YCI0BUAX
COBPEMEHHOIr0 MEANLIMHCKOIO COMPOBOXAEHUS HEOOX0AUMbI 60/1€€ MacluTabHbIe M 40IrOBPEMEHHbIe Hab/loaeHNs.
Knro4eBblie cnoBa: feTH, MyKOBUCLMAO03, QEHUTKETOHYPUS, KITMHUYECKMI Clly4al, HEOHaTa lbHblIM CKPUHWMHI
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OBOCHOBAHUE

Ycnexn cOBPEMEHHOW MEAMLMHCKOM GUONOrMKU U reHe-
TMKM B nocneaHve aBa AecaTunetns (pacwmdpoBKa reHo-
Ma 4elloBEKA, MOJIEKY/IAPHOMN OCHOBbI HAaCNEeACTBEHHbIX
COCTOSIHMM W 6Gone3Hen) CnocobCTBOBaNU BHEAPEHUIO
B peasibHYI0 KIIMHWYECKYIO NPaKTUKY COBPEMEHHbIX BbICOKO-
TEXHOJIOTMYHbIX METO/I0B AMArHOCTUKMK, NIeYEeHUss U Npodu-
NTAKTUKU POXKAEHUS IeTeN C TSKENbIMU, UMEoLWUMK Hebna-
rONPUSATHLIA MPOrHo3 3a6oneBaHUAMU. DEHWUIKETOHYPUS
(PKY, E70.0; B coBpemMeHHOM KnaccuduKaumm — DAl
(beHunanaHmMHrngpokcunasa)-sasmcumasa OPKY) — sabone-
BaHWe U3 rpynmnbl HacNeACTBEHHbIX METAB0/IMYECKMX IHLIE-
danonatnit, UMeeT KIMHUYECKYIO peanusaluio B nepuoae

HOBOPOX/AEHHOCTU U B NepBble MecsLbl }MU3HKU. MpKn No3a-
HEeN OMArHoCTUKE WM OTCYTCTBUWM CNeLUDUYECKOrO NevyeHus
nporpeccupoBaHne 3aboneBaHUs NPUBOAWUT K TSXKeNIomy
NopaKeHWto HEPBHOW CUCTEMbI: Pa3BUBaETCA YMCTBEHHAas
OTCTanocTb, AOCTUralouias rnyéokon crteneHun (IQ cocTas-
nget okono 20 eauHul npu Hopme 85-115 eguHuL),
aNUNenTUYecKne NPUCTynbl, CUMNTOMblI HEBPOJSIOTMYECKOro
nedbuumnTa, ncmxonatonogobHble UK WKN30dpeHoNnoao6HbIe
COCTOSIHUS, BblpaXKEHHbIE OTKIOHEHUS B MCUXONOrMYECKOM
ctatyce [1]. B ocHOBe K/IMHUYECKUX MPOSIBEHUN nexar
OGMOXMMUYECKME HapyLLEeHUs], CBA3aHHble ¢ AepuLmMTom dep-
MeHTa PAl, nNpuBOASALWEro K HaKoOMIeHUlo B Guonoruvye-
CKMX XMOKOCTAX deHnnanaHunHa (runepbeHmnanaHMHeMmum,



PA) u NnpoayKTOB €ro pacnana. B cBoto oyepeab, Aednumnt
depMeHTa Bbi3BaH MyTauuen reHa, koaupywouwero deHuna-
naHuHrngpokcunasy (phenylalaninhydroxylase, PAH), noka-
NIN3YIOLLErocs Ha AMHHOM MNjievye XpOMOCOMbl 12, y4acTke
12q22-q24.1 [2]. No gaHHbIM €BPOMNENCKNUX LIEHTPOB HEOHA-
TaNbHOrO CKPUHWHIra, 4Yactota 3aboneBaHus B BOCTOYHO-
€BPOMNENCKOM MoNynsiumMy Bbille, Yem B MOonynauusax 3ana-
Ja u toro-3anaga EBponbl. Tak, yactota ®KY B WMpnaHamu
coctaBnset 1 : 4500 HOBOpOXAEHHbIX, B KOrocnaBun —
1 : 7300, Torga Kak B Utanun — 1 : 12 280, B lpeunun —
1 : 18 640 [2]. B ckaHAMHaBCKMX nonynsaunax Yactota OKY
WUCKNIOYMTENBHO HU3KA, 0c06eHHO B PuHAaHaMKM (1 : 71 000)
n Weeuunn (1 : 43 230) [2]. DPeHUNKETOHYPUS, 0BYCNOBEH-
Hasa geduuntom dpepmeHTa DAl BcTpeyaeTcs B 6OSbLUNH-
ctBe cnyvyaeB [PA, BbISIBAEHHbIX B X04e HeOoHaTanbHOro
CKPUHMHIa MeToaom bayopuMeTpun uamM TaHOEMHOW Macce-
cneKkTpomeTpun (97-98%) [2].

B Poccuu, no gaHHbIM HeoHaTaibHOro CKPUHKHIa, 4acTo-
Ta ®KY coctaBnger 1 : 7000 u Konebnetca no permoHam ot
1 : 4735 B Kypckon obnactn go 1 : 18 000 B Pecnybaunke
ToiBa. B CaHKt-lNeTtepbypre 4actota PKY cocrtaBnsger
1: 7600 HOBOpPOXKAEHHbIX, B MockBe — 1 : 6772. Hanbonee
yacTo BcTpeyaeTcs Knaccuyeckas dopma PKY, Ha gonto nte-
puH3aBUCUMBbIX dopm npuxoantes 1—-3% cnyyvaes DA [2].

MyKoBMCLMAO3, U KUCTO3HbIM GUOPO3 NOAKENYA0HHON
wenesbl (MKB-10 E84.0-84.9) — MoHoreHHoe 3aboneBa-
HUe, OOYCNOBMIEHHOE MyTaluMen reHa TpaHCMemMOpaHHOro
perynatopa MykoBucumnao3sa (Cystic Fibrosis Transmembrane
conductance Regulator, CFTR), OTBETCTBEHHOIro 3a pery-
NIMpOBaHMe TpaHCMOpTa HaTpus U XJlopa 4yepe3 MeMbpaHbl
ANUTENNANbHbIX KIETOK BbIBOAHbLIX MPOTOKOB 3K30KPUHHbIX
Kenes — MeXAay anuTenuanbHbIMU KNeTKaMu U MEeXKre-
TOYHOM XuaKocTbio [3]. HapyweHue cuHTE3a, CTPYKTYpbI
n cospeBaHus CFTR B pe3ynbrate pa3Hoo6pa3HbIX MyTaLui
NPUBOAMT K CUCTEMHOMY MOPAXKEHMIO IKIOKPUHHbBIX XKenes,

naTtoduU3noIOrM4ecKon OCHOBOM KOTOPOro fBASETCA U3Me-
HEHWEe 3MEKTPOSIMTHOrO CoCTaBa CEKpeTa, ero 3aryleHue
W, KaK cneacteue, peskoe HapylleHne GyHKUMKU He TOSbKO
OpPraHoOB BHELWHEN CEeKpeLunn, HO U APYrMX KUIHEHHO Bax-
HbIX OPraHoOB, OMPeAenslolmx 0ObIYHO TAXKenoe TeyeHue
3aboneBaHus. Hanbonee yactas mytauus B reHe CFTR —
DelF508, osHavalouwas nponyck B no3uuum 508 Tpex
HYKN1EOTMAOB (UX Aeneums), KOAMPYOLWMX MONeKyny peHuna-
NaHWHa; 3Ta MyTauus aBaseTcs Hanbonee pacnpocTpaHeH-
HOW 1 B eBponenckon 4yactu Poccum coctaBnsieT okono 50%.
PacnpocTtpaHeHHoCTb 3aboneBaHus B Poccun coctaBnser
1:5000 — 1 : 10 000 HaceneHus. Kaxxabin 20-1 eBporneel,
ABNSETCH reTepo3nroTHbIM HocUTeNnem MyTtaumn reHa CFTR.

CoyeTaHue OByx wnu 6onee 3aboneBaHU FrEHETUYECKOM
npupoabl No onpeaeneHnto SBASETCS 4ONONHUTENbHbIM daK-
TOPOM PUCKa YXYyALWEHUS KayecCTBa KM3HWM W MpPOrHosa Ans
YW3HM NaumeHTa. B MnpoBon nutepatype BCTpedyatoTes eau-
HUYHble onucaHHble cnydan PKY u MBy ogHOro naumeHTa, 4to
NnoAYepKUBaET Ype3BblYaMHY0 PEAKOCTb COYETaHUS AaHHbIX
60one3Hen. AHaNM3 MeXAyHapOoaHbIX 3NEKTPOHHbIX 6a3 AaH-
HbIX MO3BOMWUA HAaNTU TPU MEAULMHCKME NyBAnKaLMK C Onu-
CaHWeM MoAo6HbIX KIMHUYECKUX cllydaeB (B OAHOM M3 CTa-
Ten npoaybnMpoBaH onbIT HabnaeHua pebeHka na Typuuu
B pamMKax onucaHus BO3MOXHbIX coveTaHnin OKY ¢ apyrumu
3aboneBaHusamu) [4, 5, 6]. Takum ob6pa3om, B HacTosllee
BPEMS U3BECTHO O ABYX KIIMHUYECKMX criydasx codeTaHns OKY
n MB — u3 Typuuu (AHKkapa) u UcnaHaum (Onbctep).

B KIMHM4YeCcKOM npuMepe, NpeacTaBfeHHOM aBTOPaMM
13 Typuuu, B reHoTune pebeHKa Oblna BbiIBNEHa MyTaLus
IVS10nt546 B reHe PAH B Bo3pacTe 2 mecsueB, Npu 3ToM
ypoBEeHb deHunnanaHMHa B CbIBOPOTKE KPOBM COCTaBNAN
22 mr/pn. OgHako onpeaenuTb myTtauuio B reHe CFTR ans
noaTesepxaeHna MB He yganocb, OTCYTCTBOBaAW B TOM YMUC-
ne mytaumm F508, 1677delTA. MNMoatomy anarHo3s MB 6bin
NoCTaB/IEH HA OCHOBAHMMU KIIMHWUYECKMNX AaHHbIX B BO3pacTe
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Case report: a child with cystic fibrosis and phenylketonuria

Background. In the international clinical practice there have been occasional reports of phenylketonuria (PKU) and cystic fibrosis (CF)
found simultaneously in the same patient. Both PKU and CF are the inherited disorders characterized by autosomal recessive type
of inheritance. Currently the combination of two or more inherited disorders in one patient is considered to be a clinical rarity. Case
description. This is a clinical case of two genetic disorders, CF and PKU, combined in a 5-year old patient who had been followed
up since birth. Owing to implementation of neonatal screening for inherited and congenital diseases into clinical practice, during the
first month of life the infant was diagnosed with CF (diagnostically significant elevation of immunoreactive trypsin [IRT] at the initial
[163.2 ng/mL] and repeat testing on day 21 of life [138.7 ng/mL]) and PKU (phenylalanine [PA] level 15.9 mg/dL). Both disorders have
been confirmed by genetic tests, i.e., homozygous DelF508 mutation was found in the cystic fibrosis transmembrane conductance
regulator (CFTR) gene, and P281L mutation in the phenylalanine hydroxylase (PAH) gene was also present in homozygous state. Child’s
parents strictly adhered to dietary and treatment recommendations. By the age of 5 years the child developed symptoms of neurological
disorder and disorder of the respiratory system, cognitive impairment and delay in speech development, subclinical epileptiform activity
with high risk of epilepsy, and chronic inflammation of the respiratory tract. Conclusion. This case report demonstrates the important
role of neonatal screening in early diagnosis and timely start of therapy, and underscores the importance of continuous medication
in such genetic disorders as CF and PKU. On the whole, such approach brings about a relative preservation of functioning of the most
affected organs and systems. By the age of 5 years the child does not form bronchiectases, shows no signs of chronic hypoxia, nutri-
tional deficiency or pronounced neurologic deficit, and is at low risk for the development of autism spectrum disorder. At the same time,
the larger scale and longer-term observations are required in order to make the unequivocal conclusions about the prognosis of these
diseases under conditions of modern-day medical follow-up.
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3 MecsiueB: y pebeHKa OblnvM AMarHOCTMPOBaHbI MHEBMO-
HUS, TMNOXI0OPEMUYECKUIN METABOIMYECKUIN anKanos, rmno-
HaTpPMeMus, rMNOTPOPUS, NOBbLILEHHbLIA YPOBEHb X10PUA0B
B note — 200 mr 3kB/n (=100 mmonb/n). MaumeHT ymep
B Bo3pacTe 4 MecsLeB B pesynbraTe TAXKeon AblxaTelbHon
HegocTaTodHOCTU. PoauTenu coctoann B 6AM3KOPOACTBEH-
HOM 6pake [5].

Y pebeHKa M3 UcnaHammn oBHapyXeHbl MyTauuu B reHe
CFTR — F508 B roMO31IrOTHOM COCTOSAHWU U B reHe PAH —
R408W, Y414C. YpoBeHb ¢eHunanaHmHa Ha 14-e CyTKu
YW3HU B CbIBOPOTKE KPOBM cocTaBun 934 MKMONb/n (npwu
HopMe 64-92 MKMONb/). Ha MOMEHT OonncaHus KanHuye-
CKOro cnyyasi pebeHoK 6bi1 uB. Poautenu pebeHka aBns-
NIUCb AaflbHUMU POACTBEHHUKaMM [7].

Kak ©®KY, Tak u MB xapaKTepusylTcs ayTOCOMHO-
peLeccMBHbIM TUMNOM HacneaoBaHus. COOTBETCTBEHHO, AN
peanuM3auum naToNlorM4yeckoro npuadHaka (6o0ne3Hn) oba
poauTenst AOMKHbI OblTb HOCUTENSIMW MYTAHTHbIX TEHOB.
Bpay-KNIMHULKUCT, BOOPYKMBLWNCE 3HAHUAMU MEAULIMHCKOM
reHETUKM, NONy4Ma BOSMOKHOCTb, HE TEPSiS BpeMeHHU, 6onee
npeaMeTHoO NpoBoAUTb AnddepeHUnanbHylo AUarHOCTUKY,
6onee LeneHanpaBaeHHO ONpeaensTb CNeKTP AnarHocTnye-
CKMX METOAO0B, CMOCO6bI KOPPEKLIMM U NEYEHNS HaPYLUEHHbIX
QYHKUMK OpraHoB M CUCTEM, YTO B LIEIOM Cnoco6CcTByeT
MOBbILIEHMIO KAYeCTBa U NPOLOMKUTENbHOCTU KU3HU NaLu-
eHToB. OnuncaHuWe KIMHUYEeCKOro TeyeHus AByx waun 6onee
HacneACcTBEHHbIX 3a6oneBaHuit, HabnoaaWmMXCa y 04HOro
nauuneHTa, JOMKHO CNoco6CTBOBATb HAKOMIEHUIO KIMHMYE-
CKOro onbiTa B BEAEHUMN TaKnx 6OIbHbIX U CUCTEMaTM3aLMK
3HaHUM 06 OCOBGEHHOCTAX Pa3BUTUS M Ucxoaax BGone3Hen,
TPaAMLMOHHO CYMTAIOLWMXCH B MUPOBOM KIMHUYECKOW NpakK-
TUKE NPOrHOCTUYECKM HEGNATONPUATHBIMMU.

K/TMHUYECKUA NPUMEP

O nauueHTe

Mop HabnogeHMeM Haxoautca nauueHT A. Bospact —
5 net, My»KCKOW Non, pyCCKuK, untenb CeepanoBcKon obna-
CcTn. PebeHOK HabngaeTcs € POXAEHWA MO HacTosllee
BpeMmsl. M3 aHaMHe3a W3HU U3BECTHO, PeBEHOK poanscs
ot Il 6epemeHHOCTH, Il camocToATENbHbIX POAOB (CTaplunin
pebeHOK — MasbyuK, 340poB). MaTb pebeHKa Ha y4eT
B JXEHCKYI KOHCy/lbTauMIO MO MNOBOAYy HacToslen 6epe-
MEHHOCTU BCTana BoBpems — B 9—10 Hedenb recrauuu.
bepemeHHOCTb nNpoTeKkana Ha ¢oHe anunencum (nebioT
3aboneBaHua B 13 neT), N0 NOBOAY 4Yero mMama nosnydvana
NpPOTUMBO3NUAENTUYECKNE MpenapaTbl U BO Bpems 6Gepe-
MEHHOCTU (Npenapatbl BanbNpoeBOn KUCNOTbl — [enakuH
n NamoTpumxnH). C 32—33 Hegenb recrtaumm oTMedvasnucb
MHOrOBOAME N OTEKN BEPEMEHHDIX.

Peb6eHOK poauncs B CPOK, Macca npu poxxaeHun 4355,
onvHa 55 cMm; 3akpuyan cpasy. OueHka no wkane APGAR —
6/8 6annos.. Mpu poxxaeHnn 6blia BbiBEHa rpbixa 6enon
NIMHUK XKnBoTa. lepuog paHHEN HeoHaTalbHOM ajanTauuu
npotekan 6e3 ocobeHHocTen. Pe6eHOK 6bi1 BbiMMCaH Nog
Habn4eHWe y4acTKOBOro negmMatpa Ha 5-€ CyTKM KU3HW.

AHamHe3 3abosieBaHns. [AnarHoCTMKa HacneacTBEHHOM
coyeTaHHow natonorun (MB n ®KY) ocyliectBiieHa npu nomo-
WM HeoHaTaNbHOIO CKPWHMHIa: OBGHApYKEHO AuarHoctuye-
CKM 3Ha4yMMOe MOBbIWEHNE MMMYHOPEAKTUBHOIO TPWUMCUHA
(MPT) — 163,2 Hr/mn (Hopma < 70 Hr/mn) u deHnnanaHvHa
(PA) — 15,9 mr/an (Hopma 1-2 mr/an). Cembsi 6biia npurna-
LeHa KOOpAMHaLMOHHON rpynnon nabopaTopum HeoHaTanbHO-
r0 CKPUMHWMHIa Ha NPMEM K FEeHETUKY B KIMHUKO-AMArHoCTMYe-
CKMI LeHTp. Mpr NoBTOpHOM aHanu3e ypoBeHb PA coctaBun
19,6 mMr/gn, B 370 e BpeMs Oblla HayaTa guetorepanus
OKY. [lo pe3ynbraTtoB HACTOALWEro uccnefoBaHus pebGeHoK
Haxoauncs Ha rpyaHom BcKapmnauBaHuu. UPT Ha 21 peHb

¥WU3HKU (peTecT) coctaBun 138,7 Hr/mn (Hopma < 40 Hr/mn).
lMpoBeneH NoToBbLIM TeCcT Ha aHanu3atope Nanoduct ¢up-
Mbl Wescor, ypoBeHb X10p1aoB nota coctaBun 102 mmonb/n
(Hopma < 60 mmonb/n). Ha 6a3e O6n1acTHOM AETCKON KAUHK-
4YeCKoM 60MbHULbI T. EKaTepuHOypra O6bi1 BbINOMHEH pETeCT
aHanu3a noTa Ha xnopuabl Ha aHanusatope Macrodact dup-
Mbl Wescor — ypOBEHb XJ10pMAOB MNoTa Takxe Obla BbICO-
ku: N2 2 — 104 mmonb/n, N6 3 — 125 mmonb/n (HopMa
< 60 mmonb/n). NUccnegoBaHue naHKpeaTM4ecKon anactasbl
B KaJie BbIIBU/I0 HU3KYIO €e KOHLIEHTpaLuio — MeHee 15 MKr/r
Kana (Hopma > 200 MKr/r Kana). lpu npoBeaeHnn reHeTuye-
CKOro uccnegoBaHus B reHe CFTR Gblna o6HapyeHa MyTauus
DelF508 B romo3nrotHom coctosiHnn. B reHe PAH o6HapyKeHa
MyTauma P281L B roMO3UIOTHOM COCTOSIHUWU. TaKnm o6pasom,
OKOHYaTeNbHbIM AMarHo3 MyKOBMUCLMA03a U GEHWUIKETOHYPUU
6bl1 YCTAHOBJ/IEH HA MEPBOM MECSILLE HUBHU.

Mpun ocyuwectsneHnn [AHK-gnarHoCTMKKM cemMbu yaa-
nocb 06cneaoBatb Matb pebeHka (PeHOTUNUYEeCKU 340po-
Ba): 6bIIM O6HapyXeHbl MyTauun B reHe CFTR — myTauus
DelF508 B retepo3uroTHOM COCTOSIHUM, @ TaKXe B reHe
PAH — mytauns P281L B reTepo3nrotHomM coctosiHun. OTel,
pebeHKa oTKa3ascs oT NpoBeaeHns obcnefoBaHus (GeHoTH-
NMUYECKM 300POB).

CtouT 06paTuTb BHMMaHWE, 4TO MyTauum reHa PAH
n reHa CFTR, HanAeHHble y Halero nauneHTa, He coBnaganu
C MyTaL MMM B ONMMUCAHHbIX B MMPOBOW NUTEPATYpe KIMHUYe-
CKMX CNyyasix.

Cpagy nocne yctaHOBNEHUS OuMarHo3a pebeHKy O6bina
Ha3Ha4yeHa M Hayana NPOBOAMUTLCS Tepanusa B COOTBETCTBUM
C KNMHUYECKMMW PEKOMEHAAUMSMU BeAeHUs NauMeHToB
C OJaHHbIMKW 3aboneBaHunsamu [1, 2]. [To noBoagy MYKOBUCLIK-
[103a Ha3Ha4YeHbl: MyKOIMTUYECKME NpenapaTsl, B TOM Yyucne
FE€HHO-UHXXEHEPHbIM BapuaHT NpUpoaHoro GepmMeHTa 4eno-
BeKa — pAopHasza anbda (Mynbmo3um) B aose 2,5 Mr/cyr,
aueTtnnuuctenH (AULL); ¢pepMeHTHbIM npenapaT — NaHKpe-
aTuH (KpeoH); *KenyeroHHbI npenapar, renaTtonpoTekTop —
ypcogesoKcmxonesas kucnota (YpcodanbK). B Tepanuu
PEHUNKETOHYpUK Bblla Ha3HavyeHa runodeHunanaHnHoBas
auveTa ¢ nucrnonb3oBaHMem cmecu «<AdeHunax 10».

C MOMeHTa yCcTaHOB/EHUS AunarHo3a pebeHOoK perynsap-
HO HabnaaeTcs NeguMaTtpoMm, MybMOHONOMOM, FEHETUKOM,
HEBPO/IOroM, AMETONIONOM MO HacToslee Bpems. Begytcs
3aHaTUA ¢ noronegom ¢ 3,5-4 net. 3a Bpems HabnogeHUs
pebeHOK MepeHec XMpypruyeckoe fevyeHue rpbixu 6enomn
JIMHUM XXMBOTa B Bo3pacTte 3 neT (MoHb 2017 I.) — rpbhxece-
YyeHue, nnacTuka anoHeBpo3a nepegHen GPIOLLHON CTEHKM.
OcTpble pecnupaTtopHble UHPEKLMK nepeHocuT o 1-2 pas
B roa. B 2016 . n B deBpane 2019 r. Ha dOHe nuxopanku
BNepBble NOSBUANCH MPUCTYMbl C NMOTEPEN CO3HAHMS, 3aBe-
[eHWeM rnas, CyaoporaMm TOHMYECKOro XxapaKTepa 40 5 MUH.

dusukanbHaa gMarHocTUKa

Mpn nnaHoBoM 06¢cneaoBaHMm pebeHKa B Bo3pacTe 5 net
(man 2019 r.) cocTosiHME Obl1IO pacLEHEHO Kak cpeaHen
TSXKECTH, CaMOYyBCTBUE yAOBNETBOPUTENbHOE. TemnepaTypa
Tena 36,7 °C, 4, 25/muH, HCC 110/MuH, Sp02 98 — 100%.
Pe6eHOK NpaBUIbHOIrO TENOCIOXEHUS, MOHUKEHHOIO NUTa-
HUSA. YpoBEeHb PU3NYECKOTO Pa3BUTUSA CPEeAHUN, FrapPMOHMY-
Hbin (WHOANthro, Z-scores): macca Tena 17 Kr (cpeaHss),
pocT 105 c™m (cpeaHui) (puc. 1-4).

KoxHbI NOKpoB 6/51€4HO-PO30BOr0 LBETa, YMEPEH-
HOM BNA)KHOCTU, 3NACTUYHbIW; NEerkMn nepuopobuTanbHbIn
M NepuopanbHbIi LMaHO3; BU3yann3npyeTca KanunnspHas
ceTb Ha nepefHen NOBEPXHOCTU FPyAHOW KNeTKU. Bonocobl
ryctole, rnagkne. CUMNTOMbl MMKPOHYTPUEHTHOM HepgocTa-
TOYHOCTU B BMAE AUCTPOPUYECKUX UBMEHEHUIN OKOJIOHOITE-
BbIX KOXHbIX BalMKOB. CUMNTOMbI «6apabaHHbIX ManovyeK»,



Puc. 1. CooTHoweHWe macca Tena, Kr / poct, cM (WHOAnNthro,
Z-scores)
Fig. 1. The ratio of weight (kg) to height (cm) (WHOAnthro, Z-scores)

Puc. 2. CooTHolleHne macca Tena, Kr / Bo3pact, mec (WHOAnNthro,
Z-scores)
Fig. 2. The ratio of weight (kg) to height (cm) (WHOAnNthro, Z-scores)
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Puc. 3. CootHoweHne poct, cm / Bo3pact, mec (WHOAnthro,
Z-scores)
Fig. 3. The ratio of height (cm) to age (months) (WHOAnNthro, Z-scores)
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Puc. 4. CooTHOWeEHWe WHAEKC Maccbl Tena / BO3pacT, Mec
(WHOAnNthro, Z-scores)

Fig. 4. The ratio of body mass index to age (months) (WHOAnthro,
Z-scores)

" Age: 4yr 11mo (59mo), z-score: 0,31
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«4aCoBbIX CTEKO/» OTCYTCTBYIOT. BuanMble cnM3uctble 060-
NIOYKM YWCTble, BNaKHble, KpacHas KalmMa ry6 cyxoBarTa.
MOAKOXKHO-KMpPOBas K/ieT4aTKa pas3BuTa YMEPEHHO, pac-
npegeneHa paBHOMEPHO. Typrop MSATKMX TKAHEW CHUMKEH.
MNepudepnyeckne numdaTmyeckme y3nbl 6€3 0CO6EHHOCTEN.
MbllWeYyHas cucTeMa: BU3yabHO MbllleYyHas Macca pasBuTa
YMEPEHHO, CUMMETPUYHO; MbILLIEYHbIM TOHYC CHUXKEH B BEPX-
HUX U HUKHUX KOHEYHOCTSX, Mbllle4yHas cufia CoxpaHeHa.
KocTHo-cycTaBHasi cucteMa — MPU3HAKKM COEeAUHUTENb-
HOTKaHHOW [AMCMNasuu: BblpaxKeHHas rMNepmMobuIbHOCTb
CyCTaBOB — MACTHO-baNaHroBbIX, JIOKTEBbIX, KOMEHHbIX,
rONIEHOCTOMHbIX (CMMMNTOM «60MbLIOrO NanbLa», PeKypBaLms
rONIEHOCTOMHbIX CYCTaBOB, MpU3Hakn GOPMUPOBAHMSA M0-
CKOCTOMUS, «caHaaneBuaHasa wWwenb») (puc. 5-8). Hocooe
AblxaHWe 3aTpyaHeHo. OTa4enssemMoro U3 HOCOBbIX XOA0B HET.
[pyaHasa KneTka uunuHapuyeckon dopmbl. [MepKyTopHO Hag
NIErKMMU NIEFOYHbIN 3BYK, CHMMETPUYHBIN Haj BCeMu oTaena-
MU. AYyCKYNbTaTUBHO B JIEFKUX BbICNYLIMBAETCS PaBHOMEPHO
ocnabneHHoe abixaHue, NOBOYHbIX AblXaTebHbIX LUYMOB HET.
ToHbI cepala fCHble, PUTM NpPaBUibHbIA, QYHKLMOHANbHbIN
CUCTONUYECKMUI WYM. MBOT HECKONbKO YBEMYEH B pas-
Mepax, OKpyrnon ¢opmbl; Npu nNanbnauun MArkuin, 6e360-

Age (months)

NIe3HEHHbIN BO Bcex oTaenax. [leyeHb no Kpak pebepHown
Y1, Kpal POBHbIA, MSAMKO-31aCTUHECKON KOHCUCTEHLMM.
CeneseHka He nanbnupyetcs. Moyeuncnyckanme cBo6ogHoe,
perynsipHoe. CTyn Ha GOoHe NOCTOSTHHOMO NPUeMa naHkpeaTu-
Ha 0OpMNEHHbIN, 6€3 BU3yanbHbIX MPU3HAKOB CTeaTopew.

O6palLaeT Ha ce6s BHUMaHWe 3afeprKKa peyeBoro pasBu-
TMS — pedb aKTUBHas B BUAE OTAENbHbIX CNOB, dpas, MpoCTbiX
npeanoXeHu; NoHMMaeT 06 palleHHYIo0 peyb Ha 6bLITOBOM YPOB-
He, BbINOMHAET NPOCLObI, HABbIKM CaMOOBCYKMBAHWS U HaBbI-
KW OMPSATHOCTM B cTagun GopMUpPOoBaHMs (TpebyeT MOMOLLM
poautenen). AMoLUnoHanbHas chepa — 3aMKHYTOCTb, 3/IEMEH-
Tbl HEraTMBM3Ma MPU OCMOTpPeE, BbICTPO yTomaseTcs. Mo gaH-
HbIM MOAWGDULMPOBAHHOIO CKPUHUHIOBOMO TeCTa Ha npeamMeT
paccTpoicTBa aytucTudeckoro cnekrpa (PAC) M—CHAT-R/F™
[7], y pebeHKa HU3KKNIM pUcK passutma PAC.

PesynbraTbl
o6cnenoBaHus

O6LWMIK aHann3 KpoBK: 6€3 NaToNOrM4eCKNX U3MEHEHUM
(nemkountbl — 6,0 x 109/n, aputpoumntsl — 4,32 x 109/n,
remornobuH — 130 r/n, TpombounTel — 229 x 109/n,
CO3 — 6 Mm/\).

Nna6opaTopHO-UHCTPYMEHTaNIbHOIO
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Puc. 5. Pe6eHoK A.
Fig. 5. Child A.

Puc. 7. [MnepmMo6buIbHOCTb CyCcTaBoB
Fig. 7. Joint hypermobility

Puc. 6. «CaHaaneBnaHas Wwenb»
Fig. 6. Sandal gap
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Puc. 8. [MNepmMo6bunbHOCTL CycTaBoB
Fig. 8. Joint hypermobility

buoxumnyecknn aHanu3 KpoBM: B MNpedenax HOPMbI
(06Wwmn 6enok — 67 r/n, anbbymuH — 43,9 r/n, roKo3a —
4,69 mmonb/n, 6unupybuH obwun — 7,4 MKMOSb/N, MoYe-
BMHa — 2,85 MMONb/N, KpeaTUHUH — 24 MKMOSb/N, MoYe-
Bad kucnota — 210 mkmons/n, ANIT/ACT — 20/34 ME/n,
ITTN (ramma-rnytamuntpaHcnentuaasa) — 10 ME/n, W —
266,4 ME/n, Kanbuun obwmn — 2,45 mmonb/n, dochop —
1,64 mmonb/n, CPB — 0,15 mr/n, »xene3o — 14,62 MKMOSb/1).

[MMKO3UNMpoBaHHbIN remMornobuH: 5,5% (B npeaenax
LIONYCTUMbIX 3HAYEHUN).

YpoBeHb deHunananuHa: 5,3 mr/an (8 Hopme 2—-6 Mr/an).

Konporpamma: MbllleYyHble BOJIOKHA €OWHWYHble, Nen-
KOLMTbl €AUHUYHbIE, HEUTPAbHbIA XUP WU KUPHbIE KMCNOTbI
OTCYTCTBYIOT.

BaKTepuanbHbl NOCEB CNU3U C 3a[lHEN CTEHKW TT1I0TKU
(BBMOY OTCYTCTBMS MOMHOLEHHOro KawneBoro pedrnexca
NPOU3BELEH TONIbKO MOCEB C/IU3K C 3alHEN CTEHKM TN10TKM):
yMepeHHbIn pocT Staphylococcus aureus; MacCUBHbIA POCT
Streptococcus viridans, eaguHu4Hbln pocT Candida albicans.

AneKtpokapaunorpadus: putm cuHycosbi ¢ HCC 100 yaa-
POB B MUHYTY.

OxoKapaunorpadua: JaHHbIX  3a BPOXAEHHbIN
NMOpPOK cepaua HeT. Pa3mepbl Kamep cepaua He yBesnu-
yeHbl. CokpatutenbHas OYHKUKMS MUOKapaa B Hopme.
[lononHuTenbHble XOpAbl 1EBOMO XKeNyAo4Ka.

YnbeTpa3ByKOBOE UCC/eJOBaHWE OpPraHoB OpIOLWHOM
nosIoCTU: NeyYeHb — neBas aonsa 34 Mm, npasas gonsd 98 mm,
OAHOPOAHOM CTPYKTYPbl; COCYAUCTO-NPOTOKOBbLIA PUCYHOK He



M3MEHEH; NIOTHOCTb 06blYHas; BOPOTHAs BEHA He paclumpe-
Ha; KeNYHble NPOTOKU He paclimMpeHbl. enyHblv Ny3blpb —
dopma npaBunbHasa, 6e3 nepernéos, 43 x 20 MM, CTeHKa
1 MM, C TOMOreHHbIM coAepxuMbIM. MNoaKenyaoyHas xene-
3a — 13 x 8 x 15 MM; CTpYKTypa HeoAQHOPOAHAas, NIOTHOCTb
NoBbIlWEHa, KOHTYPbl POBHbIE, YETKME, CBOGOAHON XUAKOCTH
HeT. CeneseHka — nnowanb 16 cM2;, 6060BUAHON GOPMbI,
O[HOPOAHOWN CTPYKTYPbl, 0ObIYHOM MAOTHOCTU. MOYKHK, MOoYe-
BOW Ny3blpb 6€3 0co6eHHOCTEN. Me3deHTepuanbHblie NTMMO-
y3/bl HE yBeNn4YeHbl. 3aKntodeHne: anddysHble BMEHEHNS
napeHx1Mmbl NOAXKENYAOYHON Kenesbl.
Q3l-BMAEOMOHUTOPUHI: Anddy3Hble HapylweHus 6uo-
3/IEKTPUYECKON aKTMBHOCTM KOPbl FOIOBHOMO MO3ra B BuAe
ymMepeHHoOn o6len ge3opraHuM3aunn U OeCUHXPOHU3aLMK
puTMOB. [pU3HAKU UPPUTATUBHON AMCHYHKLMKU AU3HUE-
GanbHO-NOAKOPKOBLIX CTPYKTYP FONOBHOIrO mMo3ra. B cTpyK-
Type cneundunyecKkmnx natTepHoB 2-M CTaguu CHa PerucTpu-
pyeTcs cyOKIMHUYecKas annnentudopmMHas akTMBHOCTb, NO
Mop®d0SI0rMM HanoMuHatlowas 4o06pOKaYecTBEHHbIN anunen-
TUHOPMHbBIM NaTTepH AETCTBA, B JIOGHO-LIEHTPaAbHO-BMCOY-
HbIX 061acTaX ¢ aMNAUTYAHbIM aKLLEHTOM cripaBa.
KomnbtoTepHas ToMorpadus opraHoB rpyaHON KIETKU: Ha
cepumn KT opraHoB rpyaHOM KNETKKU € ToNWMHOM cpe3a 1,5 mm
BMAMMbIE OTAENbl CKeneTa He U3MeHeHbl. XMAKOCTU B nnes-
panbHbIX CUHYCaXx HeT. Bo3aylWHOCTb Nerkmx HepaBHOMepHas 3a
CYeT YepeaoBaHMs 30H MOBbIWEHHOM U CHUXKEHHOW NHEeBMaTK-
3auUun (MO3anyHOE NIErKoe), TaKKe 0TMEYatoTCs IMHENHbIE 30Hbl
KOHCONMAaLmMmM No nepeaHen nnaLleBon 3oHe. BHYTprneroyHbix
y3/10B, 06pa3oBaHUin He onpeaenseTcs. [naBHble, cermeHTap-
Hble OPOHXM BbIMMAAAT 006bl4HO. COCyAUCTO-6POHXUANbHbIN
PUCYHOK He ycuneH, He aedopmupoBaH. Mexkaonesas nnespa
He yToNLLEeHa, CTEHKM BPOHX0B He yTonLeHbl. CpeaocTeHne pac-
NOJSIOXKEHO N0 CpeaHeEN IMHUK. JTumdaTUyecKne y3nbl He yBenu-
yeHbl. CepaLe MMeeT 0Obl4HY0 KOHDUIypauuio, HOpMasbHbIX
pa3mepoB. 3aK/o4YeHUe: NPU3HAKN XPOHUYECKOIrO BPOHXMTA.
KomnbloTepHasa Tomorpadus nNpuaaToyHbIX nasyx Hoca:
Ha cepuu akcnanbHbIX KOMMNbIOTEPHbIX TOMOrPaMMm C TONLWMK-
Hov cpe3a 0,9 MM BUAUMbIE OTAENbl BellecTBa rofloBHOro
Mo3ra 6e3 CTPYKTYPHbIX U3MEHEHUK. NpuaaToYHbie Nasyxu
pa3BUTbl COOTBETCTBEHHO BO3PacTy, NMHEBMaTU3MPOBaHbI,
OTMeYaeTcs ToTallbHOE 3ano/IHEHME NPaBON BEPXHEYENoCT-
HOWM Ma3yxu 1 S4eeK pelleT4aTon KOCTU MAMKOTKaHHbIM KOM-
noHeHToM. Cnnauctas 060/104Ka HOCOBbIX PaKOBUH YMEpPEH-
HO yTo/weHa cnpaBa. OTMeYyaeTcs yMepeHHoe UCTOHYEHME
KOCTHbIX CTEHOK MpaBOW BEPXHEYENIOCTHOM Ma3yxu U HOCO-
BbIX X040B. [1pOCBET HOCOBbLIX XOAOB He CcyxeH. HocoBas
neperopoaKka He UcKpusneHa. HebHble, MOTOYHbIE MUHAANU-
Hbl He runepTpodupoBaHbl. Cansuctas o6onovka 6apabaH-
HOW MOJIOCTW He yToslleHa. AHTpasbHble KNETKU CBOGOAHDI,
CTEHKU UX HE M3MEHEHbI. AYENKN COCLIEBUAHBLIX OTPOCTKOB
pa3BUTbl COOTBETCTBEHHO BO3pacTy. Llenb CnyxoBbIX KOCTO-
yeK chopMMUpoBaHa npaBubHO, 6€3 AECTPYKTUBHbIX U3Me-
HeHWM. CTPYKTYpbl BHYTPEHHETO yXa HE U3MEHEHbI, BHYTPEH-
HUW CNyXOBOW NPOXOA, ApeMHas AMKa U KaHan BHYTPEHHEN
COHHOM apTepuun cnpaBa U creBa He U3MeEHeHbl. Buco4yHo-
HUXHeYeNnoCcTHble cycTaBbl 6e3 naTonoruu. 3akyeHue:
NPU3HAaKK XPOHUYECKOTO MOMMMO3HOro CUHYCUTA.
MarHuTHO-pe30oHaHcHasa Tomorpadus roNoBHOrO Mo3ara:
pesunayanbHble U3MEHEHUS NEPUBEHTPUKYNSPHbIX obnacTen
Nierkon creneHu. NepmBeHTpUKyNapHas nenkosHuedanoma-
naumus nerkom creneHn. KatapanbHble M3MEHEHUS B NpaBoW
ramMopoBOM Masyxe, sYenKax pelletdyaTon KOCTU M cocue-
BWAHbIX OTPOCTKOB.

KnuHuyeckum gnarHos
Taknm 06pa3om, pebeHOoK B Bo3pacTe 5 net (man 2019 r.)
HabnogaeTcs ¢ gUarHo30M:

MyKoBMCLMAO3, cMelaHHaa d¢opma, CcpeaHeTsxe-
noe TeyeHne. XPOHUYECKUM OPOHXUT, BHE 0OBOCTPEHMUS.
XPOHMYECKMI MONMMNO3HbIA CUHYCUT. XPOHMYECKasa MaHKpe-
aTMyecKas He4oCTaTOYHOCTb (MNaHKpeaTMyecKas anacrtasa-1
MeHee 15 MKr/n).

Knaccuyeckas deHunKkeToHypusa. ©ebpunbHble Cyaopo-
', NOBTOPHbIM anun3o4 oT despans 2019 r. Cy6KNnHUYeCcKas
anunenTuPopmMHass aKTUBHOCTb (N0 AaHHbIM  33rl-
BMAEOMOHUTOpUHIa oT mas 2019 r.). Bbicoknin puck ¢op-
MWPOBaHUA anuiaencuun. lNMepnBeHTPUKyNSpHas NenKoaHLe-
danomanauusa nerkon creneHu (No gaHHbiIM MPT oT mas
2019 r.). 3ageprKKa pevyeBoro pas3BuUTHS.

AnHamMmuKa u ucxopabl

PebeHOK C poXKAeHUs HaxoauTcs Ha runodeHunanaHu-
HoBOW aueTte. [poayKTbl, 3anpelleHHble K ynoTpebneHuto,
M3 «KpacHOro Crnucka nuuwesoro ceetodopar [6] He ynoTpe-
615€eT; NPOAYKTbl U3 WKENTOro CMUCKa» — B BUAE KAPEHOro
KapTtodensa go 50 r/cyTkn. B nuTaHuM npeumyuecTBEHHO
MCNOMb3YIOTCA MPOAYKTbl M3 «3€/eHOr0 Crucka» + CMeCb
«AdeHunak 40». lMonyyaeT cneundUYeckyro Tepanuio no
noBoJy MyKOBUCLMAO3a: JopHa3a-anbda B o3e 2,5 mr/cyT-
KM, ypcoae3oKcuxonesas kucnota — 250 Mr/cyTku, naHKpe-
atuH — 80000 EA/cyTku, auetunumctenH — 300 mr/CyTKu.
Poautenn pebeHka ctapatotcs cobnogatb peKoMeHaauumu.
Ha ¢oHe npoBoguMmMon Tepanuu TevyeHue MyKOBUCLIMAO03a
N GEHUNKETOHYPUMU Y OMUCAHHOMO NauMeHTa He AEMOHCTPHU-
pyeT 6bICTPOr0 NPOrpeccMpoBaHums.

MporHos

B HacToswem cnydae, yduTbiBass He6O/bLIOWN MUPOBOWM
KNMHUYECKMI ONbIT BEAEHMA AaHHbIX NaLMEHTOB, rOBOPUTb
O MNPOrHo3e CnoXHo. CTabunbHoe TeyeHwe 3aboneBaHuin
no3BonseT npegnonaratb 61aronpUATHbIA MPOrHO3 A5 KU3-
HU pebeHKa npu cob0aeHMM PEKOMEHAALNIK BpaYa.

OBCYXAEHUE

Y peb6eHKa A., MeloLero coyetaHme AByX HacneacTBeH-
HbIX 3a60/1€BaHWU C ayTOCOMHO-PELIECCUBHbLIM TUMOM Hacrne-
AOBaHMA M JOCTUrWEro Bo3pacTa 5 neT, B pesynbrate AMHaMu-
4eCcKOro HabtoAeHUS U KOMMIEKCHOMO IeYEHUS UMEIOT MECTO:

— cpeaHee rapMOHUYHOE Pa3BUTHE;

— 3ajepxKa KOrHUTUBHOIO M pPEeYyeBOro pasBUTUSN:
obulaeTca oTaenbHbIMU ppa3amu, 06paLleHHY0 pedb MOHU-
MaeT Ha O6blTOBOM YPOBHE, BbIMOAHAET MPOCbObLI, HABbIKK
CaMOO0O6CNYKMBaAHUA U HaBbIKKM OMNPATHOCTU B cTaguun dop-
MUpOBaHUs (TpebyeT nomouwn poautenen). MNpu obLieHnn
AEMOHCTPUPYET 3aMKHYTOCTb, 3/IEMEHTbI HEeratuBuM3ma npwu
0CMOTpE, BbICTPO YTOMASETCS;

— HaAnMyMe XPOHMYECKOro BOCMaNMUTENIbHOIO MpoLec-
ca — XPOHUYECKUN OBPOHXMUT, XPOHUYECKUM MOSMUMNO3HbIN
CUHYCUT, KaTapajbHble U3MEHEHNS B CUHYCaX M COCLLEBMA-
HbIX OTPOCTKaX;

— HaJnyue CyOKIIMHMYECKOM 3nnnentTMdopMHON aKTUB-
HOCTM (NO AaHHbIM J3-BMAEOMOHUTOPUHIA), BbICOKOro
pucKa GopMMUpPoBaHKUS annaencuu. Hannyne nepmuBeHTPUKY-
NFPHON NenKoaHuedanomMmanaummn 1erKon cTeneHu.

OTCyTCTBME KIIMHUYECKMUX MPU3HAKOB XPOHMYECKOM AblXa-
T€NbHOM HEeAOCTaTOYHOCTU, XPOHMYECKOM TUMOKCUU, GOPMU-
poBaHWsa 6POHX03KTA30B, a TaKKe MPU3HAKOB BblpaXEHHOro
HYTPUTUBHOrO AedUuumTa NOATBEPIKAAET HEOCNOPUMYIO POSb
HeoHaTaNbHOI0 CKPUHUHIA B paHHEN AMArHOCTUKE M CBOe-
BPEMEHHOM Hayane Tepanuu, ¢ OAHOW CTOPOHbI, C APYrou
CTOPOHbI — MOAYEPKMBAET BaXKHOCTb HEMPEPLIBHOIO Meau-
KaMeHTO3HOoro conpoBoxaeHusa npu MB. ConytctBylowas
OMeToNornyecKass KoppeKkums OO6MEHHbIX HapyLleHWKn, cBS-
3aHHbIX ¢ PKY, TaKKe BHOCUT onpeaeneHHbIn BKa B npeay-
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npexaeHne pa3sutus geduumta HyTPUEHTOB, KOTOPbIE HEUS-
6€EXKHO BO3HUKAIOT B peaynbrate CUHAPOMa ManbabcopobLmnm
npu MB. MNpn 3ToM cuHApOM Manbabcopbumm npu MB Tpe-
OyeT Ha3Ha4yeHUs BbICOKOOGENKOBOW O6OralleHHON AMETHI.
C [Opyron CTOpPOHbI, GEHUNIKETOHYPUSA AMKTYET Heobxoawu-
MOCTb Ha3Ha4YeHUs rMnobeHnNanaHMHOBOW ANETbI C OrpPaHu-
yeHneM 6enKoBon NuLLM. ONbIT 3apyOerKHbIX KOINIEr rOBOPUT
0 CTPEMNEHUN B MWUTAHWUM TaKUX MALIUEHTOB K COXPaHEHWIO
OCHOBHOW 3HEPreTM4eCKOMn LEHHOCTU U KaNoPUMHOCTH MULLM
3a CYET YMEHbLUEHUS B paLMoHe 6enKa n yBennyeHus yrne-
BOJAOB W XWPOB COOTBETCTBEHHO [4, 5, 6]. TwaTenbHas
KOPPEKLMSA MUTaHUS, a TaKKe peryaspHas 3aMecTutenbHas
Tepanus npenapatamMu NuuieBapuTeNbHbIX GEPMEHTOB CMo-
COGHbI YMEHbLWTb NPOSIBAEHUS XPOHUMYECKOM NaHKpeaTuye-
CKOM HeAoCTaTOYHOCTM M NPefoTBPaTUTb Pas3BUTME HYTPU-
TUBHOM HEeOoCTaTO4HOCTU. AnunentTudopmHass akKTUBHOCTb
(no gaHHbIM 33T), 3apernctpupoBaHHas B 2019 r. y Hawero
nauuneHTa, v 3ajepKKa pe4eBoro pa3BmTMUa MOryT GbiTb NPO-
aneHnem PKY, ogHaKo ypoBeHb GeHnnanaHMHa Ha MOMEHT
nocnegHero uccnegoBaHua (B Bo3pacTe 5 neT) coctaBun
5,3 mMr/an. 310 NO3BONASET NPEANONOKUTL CyOKINMHMYECKOE
dopmurpoBaHme Mopdonornyecknx nameHeHmm B LHC, Bos-
HUKaloLWMX, BO3MOXHO, Ha GpOoHE Nepnoan4yecKoro Hecobto-
[eHus cneumMann3mpoBaHHON AneTbl, Ha GOHE MHTEHCUMBHOIO
pocTta pebeHKa, BCTyNUBLLEIO B NEPUOA NEPBOr0 POCTOBOMO
cAaBura. 3T BONpocChl He MMEKT OAHO3HAYHOro OTBETA U Tpe-
OyIOT TWATENbHOrO KIMHUYECKOro aHan1sa.

3AKJ/TIOHEHUE

Bonpoc 0 B3aMMOBAUSAHUW AaHHbIX 3a601EBAHUIN Ha KIK-
HMYECKOe TeYeHNe NaToNOrMYEeCKOro npoLiecca TpebyeT aab-
HeWwero n3y4yeHns n aHanusa. HakonneHue onbiTa No Beje-
HUIO IETEN C PEAKOM COYETAHHOM NaTonornemn (MyKoBucLmMaos,
GEHUNKETOHYPUS) NpeacTaBNSET GOMbLUYIO LEHHOCTb A5 KIK-
HWUYECKOWM NMPAaKTUKKU CNEeLMaNnCTOB pPa3Horo npoduns — Heo-
HaTO/I0roB, NeanaTPoB, ANETONOrOB, FTEHETUKOB, HEBPOJIOrOB,
nyNbMOHOMIOrOB, aKyLEePOB-TMHEKONOroB M Ap. CnaykeHHas
paboTa KomaH/ibl CneLmanucToB 1 npodpeccuoHanbHoe obLle-
Hu1e 6yayT cnocobCTBOBATb AOCTUKEHMIO Hanboee 6naronpu-
ATHOrO MPOrHO3a AJIA XU3HM KaXK[I0ro KOHKPETHOro NalMeH-
Ta, CTpaJaloLULero HacneACTBEHHbIM 3ab601EBAHUEM.

UHOOPMUPOBAHHOE COINNTIACUE

OT poautenei nauueHTa noay4yeHo NMcbMeHHoe [o06po-
BOJIbHOE MHMOPMUPOBAHHOE cornacue Ha nyGanKaLmio onu-
CaHUA KINMHUYECKOro cy4Yyas, B TOM YMC/E Ha UCNONb30BaHWe
€ero MeAULMHCKMUX AaHHbIX, NyGNMKaLIMIO ero M306paX}eHun
B MEOMLIMHCKOM JKypHase, BK/o4Yaa ero aNeKTPoHHyo Bep-
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