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DHIOKPUHOMATU S BCTIEACTBYE MeUINTA
IIPOIIPOTEMHKOBEPTA3bI 1/3: meMOHCTpan s
KJIMHMYECKOTO C/Ty4asi C MPOSABICHUSsIMHU B BUJIe
EePBUYHON SHTepormaTun (ManrbabcopOTUBHON
OCMOJISIPHO Iuapen), HecaxapHoro auabeTa,
BTOPUYHOTO TUITOTHPEO3a

Benoycosa T.B."2, Tpunb6epr J1.I'.2, Auppromnna V. B!, HoBocenbrea A. A", Hukynuua A.B.!

! QepnepanbHoe locynapcTeeHHoe biopkeTHoe 06pa3oBaTenibHoe Yupex aeHue Briciuero 0bpasoBaHus «HoBOCHBMPCKMIA ToCYAapCTBEHHbIA Me -
LIMHCKWIA YHUBEpCUTET» MuHUCTepcTBa 3apaBooxpaHeHust Poccuiickoii epepauuy, (yn. KpacHeit npocnekT, 52, HoBocmbupck, 630091, Poccus)
Z TocymapctBeHHoe broakeTHoe YupexeHue 3apaBooxpaHeHus HoBocubupckoit 06nactu «focynapcteHHas HoBocubupekas obnactHas

K/MHU4ecKasn bonbHuuar, (yn. Hemuposuya-Llanyetko, 130, Hosocubupck, 630087, Poccus)

Pestome

Heduunt nponpotenHkoHseptasbl 1/3 (PC 1/3) — ayTocoMHo-
peLieccuBHoe 3abonieBaHue, BbI3bIBaEMOE PeJKUMMU MyTaLMsIMU B reHe
NpONpoTeUHKOHBEPTA3bl CYOTUNN3UH/KEKCHH 1-ro TUNa (proprotein
convertase subtilisin/kexin type 1 (PCSK 1)), accounmpoBaHHoe ¢ Ts-
Xenon ManbabcopbTuBHOI fuapeei, 0XXMPEHNEM U HEKOTOPbIMM
3HA0KPUHHBLIMU aHOMANUAMM.

MponpoTenHKoHBepTasa 1/3 npefcTaBnseT coboM KanbLmii-3aBUCUMYIO
CEpUHOBYI0 3HAOMPOTEA3Yy, Y4acTBYIOLLYI B NPOTEOSIUTUYECKOM Npo-
LeCCUHIre pas3InyHbliX NPOropMoHOB (I'IeI'ITVI,D,HbIX FOPMOHOB B 3H-
TEPO3HAOKPUHHBIX Ki1eTKaX, KOTopble He0bX0AUMbI A1 YCBOEHMUA
NUTaTesbHbIX BELLECTB, a TaKKe 3KCrpeccupyeTcs B AyroobpasHbix
1 NapaBeHTPUKYNAPHBIX SAPaXx runoTanamyca, B beTa-KneTkax noa-
JKEeNYA0YHOM ene3bl) B X 610aKTUBHbIE HOPMBbI.

[lebtoT 3ab01eBaHMs B HEOHATaIbHOM MEPUOLLE KMU3HW XapaKTepu3yeT-
CS KJIMHUKOM TSXKeN0i ManbabcopbLMOHHOI Anapeu, CONpoBOXAaeTcs
3a[1epIKKON B pa3BUTUM, TPebYeT ASTENbHOr0 NapeHTepasbHoro
nuTanms. Mo Mepe NporpeccupoBaHus 3aboneBaHNs pa3BMBaOTCS
LONOJNHUTENbHbIE 3HAOKPUHHBIE HApYLIEHUS, BKJOYas TaKue, Kak
HecaxapHblii iuabert, aeuumnT ropMoHa pocTa, NepBUYHBINA T’MNoroHa-
[M3M, HaANOYeYHUKOBYIO HE0CTATOYHOCTb, FTMMOTUPEO3 U 0XKMPEHME.
Mbl NpoBenn NpocneKTMBHOE HablofieHWe NaLMeHTa ¢ NoATBEPK-
LEHHbIM B NpoLecce AMHAMUYECKOro HabMioLeHUs FreHeTUYECKUM
3aboneBaHneM BcneacTeue Aeduunta nponpoTenMHKoHBepTassl 1/3.
[aumeHTKa Haxogunach Ha obcnepoBaHumn u nededun B Fl6Y3 HCO

«HKOB» 1. HoBocnbupcka B TeueHme 11 MecsiLes, € NOBTOPHbIMM (3-x
KpaTHbIMM) rOCMUTaNM3aLMUAMM.

Llenb: nponeMoHcTpupoBaTh 0cobeHHOCTH AebtoTa u TeueHus 3abo-
neBaHNs, a TaKKe CJI0KHOCTW Ha NyTU BepUPUKaLNN KNINHNYECKOro
AWarHo3a ynbTpapeAKoro reHeTMyecKoro 3abonesaHmns u3 Kateropum
3HJ0KPUHONATHIA, CI0XKHOCTU MEANLMHCKOrO CONPOBOXAEHNS U Te-
panuu. 0cobeHHOCTbI0 LAHHOT 0 CNyYas ABNSETCA TO 06CTOATENLCTBO,
u4TO BbIIBIEHHAsA MyTaLmsl B reHe paHee He bbina 3apernctpupoBaHa
B KOHTPOJIbHbIX POCCMICKMX BbIDOPKaX reHeTMYeCKon MyTaLum ae-
(uuunTa nponpoTenHKoHBepTasel 1/3, a TakKe paHee He OMUCaHHbI
BapMaHT HYKIe0TULHOM Nocnefj0BaTeIbHOCTH B 4 3K30He reHa PCSK1
B reTepo3uroTHOM COCTOSIHUM 1 He 3aperncTpupoBaH B KOHTPOJIbHbIX
Bbibopkax gnomAD 1 RUSeq.

[leduumt nponpoTenHKoHBepTasbl 1/3 — 3abonesaHue, KoTopoe sB-
NAeTCA MyNbTUAMCUMUNIIMHAPHOK NpobneMon, Tak Kak aTuonaTo-
reHeTMyecKas Tepanus L0 cUx nop He pa3pabortaHa. 3abonesaHune
MMEEeT XPOHUYECKNI XapaKTep TeYEHNSA C NOCTOAHHBIMU PeLIMAMBaMH
KMULLIEYHOro CUHAPOMA, CNOXKHO YNpaBseTcs CUMNTOMATUYECKUMN
CpeLCcTBaMy JIEYEHMSA 1 N0 Mepe NPorpeccMpoBaHns UMeeT BbICOKUIA
PWCK pa3BUTUA BOMNOTHUTENbHbIX 3HAOKPUHONATHIA W NIETaNbHOO UC-
xoAa. Bce BbiLLen3noxeHHoe NofYepKMBaeT He06X0LMMOCTb paHHel
MOCTaHOBKM AMarHo3a v nogbopa paLmoHabHON Kak 3aMecTUTeNbHOM,
TaK ¥ CONPOBOAMTENBHOMN Tepanuu, NO3BOJIAKLLMX COXPAHSATb XM3Hb
naLneHToB.
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NEONATOLOGY

Endocrinopathy due to proproteinkovertase 1/3
deficiency: primary enteropathy, diabetes insipidus,

secondary hypothyroidism

T.V. Belousova®?, I. G. Grinberg?, I. V. Andryushina', A. A. Novoseltseva', A. B. Nikulina'

" Novosibirsk State Medical University, (52, Krasny Prospekt, Novosibirsk, 630091, Russia)
2 State Novosibirsk Regional Clinical Hospital, (130, Nemirovich-Danchenko, Novosibirsk, 630087, Russia)

Summary

Proprotein convertase 1/3 (PC 1/3) deficiency is an autosomal recessive

disease caused by rare mutations in the proprotein convertase subtili-
sin/kexin type 1 (PCSK 1) gene, associated with severe malabsorptive

diarrhea, obesity and some endocrine abnormalities.

Proprotein convertase 1/3 is a calcium-dependent serine endopro-
tease involved in the proteolytic processing of various prohormones

(peptide hormones in enteroendocrine cells that are necessary for
the absorption of nutrients and is also expressed in the arcuate and

paraventricular nuclei of the hypothalamus, in the beta cells of the

pancreas) in their bioactive forms.

The onset of the disease in the neonatal period of life is characterized

by a clinical picture of severe malabsorption diarrhea, accompanied

by developmental delays, and requires long-term parenteral nutri-
tion. As the disease progresses, additional endocrine abnormalities

develop, including diabetes insipidus, growth hormone deficiency,
primary hypogonadism, adrenal insufficiency, hypothyroidism, and

obesity.

We conducted a prospective observation of a patient with a genet-
ic disease due to proprotein convertase 1/3 deficiency confirmed

during follow-up. The patient was examined and treated at the State

Novosibirsk Regional Clinical Hospital in Novosibirsk for 11 months,
with repeated (3-fold) hospitalizations.

Purpose: to demonstrate the features of the onset and course of the
disease, as well as the difficulties in verifying the clinical diagnosis
of an ultra-rare genetic disease from the category of endocrinopa-
thies, the complexity of medical support and therapy. A peculiarity
of this case is the fact that the identified mutation in the gene was
not previously registered in control Russian samples of the genetic
mutation of proprotein convertase 1/3 deficiency, as well as a previ-
ously undescribed variant of the nucleotide sequence in exon 4 of the
PCSK1 genein a heterozygous state and was not registered in control
samples gnomAD and RUSeq.

Proprotein convertase 1/3 deficiency is a disease that is a multidis-
ciplinary problem, since etiopathogenetic therapy has not yet been
developed. The disease has a chronic course with constant relapses
of intestinal syndrome, is difficult to manage with symptomatic treat-
ments and, as it progresses, has a high risk of developing additional
endocrinopathies and death. All of the above emphasizes the need for
early diagnosis and selection of rational replacement and accompa-
nying therapy to save the lives of patients.

Keywords: proprotein convertase 1/3 deficiency, endocrinopathy, intestinal syndrome, primary enteropathy, malabsorption diarrhea,

the neonatal period

For citation: Belousova T.V., Grinberg I. G., Andryushina I. V., Novoseltseva A. A., Nikulina A. B. Endocrinopathy due to proproteinkovertase 1/3
deficiency: primary enteropathy, diabetes insipidus, secondary hypothyroidism. Archives of Pediatrics and Pediatric Surgery. 2024; 2(2):47-54.

doi: 10.31146/2949-4664-apps-2-2-47-54

NHdopmaums 06 aBTopax/ Information about authors

[puHbepr MpuHa leHHafsbeBHa, 3aBeayloLLIMiA OTAENEHUEM NaTON0OM N HOBO-
PO IEHHbIX

AnppiowmHa MpuHa BnaguM1poBHa, K.M.H., LOLIEHT, aCCUCTEHT Kadepbl NeAnaTpum
11 HEOHaTOsI0r UK

HoBocenbLesa AnvHa AHpeeBHa, KIMHUYECKUIA OpAMHATOP Kadeapbl neAnaTpum
11 HEOHaTOs0r UK

HukynuHa AHHa baitHa3apoBHa, accuCcTeHT Kadeapbl NeaMaTpun U HEOHATONOr MK

MccnenoBaHie He GUHAHCMPOBANOCh.

KoHdnukTa nHTepecoB HeT. ABTOpbI HECYT NOJHYI0 OTBETCTBEHHOCTb 3a Mpe-
CTaB/IeHWe OKOHYaTeNIbHOro BapuaHTa pykonucu Ans nybnukauuu. Bee aBTopbl
NPUHMMANK yyacTue B pa3paboTke KOHLENLMM CTaTbi W B HanMcaHuy pyKonucu.
OKoHYaTeNbHbIN BapWaHT pykonucy bbin 006peH BCeMW aBTOpaMy.

CraTbs HanMcaHa Ha 0CHOBaHWM COBCTBEHHOI O UCCeA0BaHUS 1 He hUHaHCKMpoBa-
Nack CrOHCOPaMM, He SBNSETCS YaCTbio MPaHTa.

Irina G. Grinberg, Head of the Department of Neonatal Pathology;
ORCiD: 0000-0001-9707-0491

Irina V. Andryushina, PhD, Associate Professor, Assistant of the Department
of Pediatrics and Neonatology; ORCiD: 0000-0003—4154-2431

Alina A. Novoseltseva, Clinical Resident of the Department of Pediatrics
and Neonatology; ORCiD: 0009-0009-6201-0507

Anna B. Nikulina, Assistant at the Department of Pediatrics and Neonatology;
ORCID: 0000-0002-7199-2161

The investigation has not been sponsored.

There are no conflicts of interest. The authors are solely responsible for submitting
the final version of the manuscript for publication. All the authors have participatedin
developing the concept of the article and in writing the manuscript. The final version
of the manuscript has been approved by all the authors.

This article was written based on our own research and was not funded by sponsors
and is not part of a grant



BBenenne

ITpu BbIsSICHEHUM IPUYMH AVAPEITHOTO CUHPOMA, JOBOJIBHO
4aCTOTO COCTOSHNA B M/Ia[IeHYeCKOM BO3PACTeE, CIeAYeT YIUThI-
BaTb He TOJIBKO Hanbosiee pacpoCTpaHeHHble MH(EKIVIOHHbIE
3a00/eBaHIL, HO 11 3a60/IeBaHILSA BC/IEMICTBIE IEPCUCTUPY oLl
U TSDKEJION apen KakK [pOosIBIeHe MOHOTeHHbIX HapyLIeH NI,
T.e. BpOXKIEHHOI gyapeu u /unu suteponaruu [1].

Ha ceropgHsiuHmit leHb M3BECTHBI 3 reHa, OTBETCTBEHHBIX
3a HOpMajIbHOE (PYHKIIMOHMPOBAHME S9HTEPOIHJOKPUHHOI CUI-
CTeMBl, a UMeHHO HefiporeHnH-3 (NEUROG3), ayTOMMMYHHBIIT
perynartop (AIRE) u mponpoTeNHKOHBepTasa CyOTUNIN3IH/
KekcyH tuna 1 (PCSKI), npyu BOSHMKHOBEHNUY MY Talllil, B KO-
TOPBIX BO3HMKAeT reHepan3oBaHHas MaababcopOuoHHas
puapest [2-6].

T'ern PCSK1, KOTOPBII KOZMPYET 4IeHa CeMelicTBa CyOTu-
MM3NHONOKO0OHBIX nponpoTenHKkonBepras (PC), coctour
u3 14 5K30HOB M PACIIONOXKEH Ha XpoMocoMe 5q15-21 y ge-
noseka [7]. CeMeilcTBO CyOTMIN3MHOIOLOOHDIX IIPOIIPOTE-
MHKOHBEPTa3 COCTOUT U3 ceMM 6/IM3KOPOACTBEHHBIX IIPefi-
crasurenen (furin, PC1/3, PC2, PC4, PACE4, PC5/6 u PC7)
U IByX MeHee pocTBeHHbIX pepmerToB (PCSK8 11 PCSKY)
[8,9]. HecmoTpsi Ha pasnmm4isi B ONITMMA/IbHBIX 3HAYeHU X pH,
CYOK/IETOYHOIT JTOKaNN3aLuy 1 pacipeeneHny GpepMeHTOB
B TKAHSX, OCTAeTCS B 3HAUNTE/IBHOI CTEIIeHU HeM3BECTHBIM,
KaKolt CyOCTpaT paclienaeTcs KaXKIbIM 4IEHOM CeMeliCTBa
PC [9]. ITponporennkonBepTasa 1/3 (PC 1/3) sxciipeccupyercst
B I'UIIOTa/IaMYyCe, SHTOKPUHHOM CUCTEME ITOMIXKEYJOUHO JKe-
JIe3Bl U )KeNTYLOYHO-KUIIETHOM TPaKTe, IpefcTaB/sieT OO0t
Ka/IbLINI1-3aBUCKMYIO0 CEPMHOBYIO S9H/[OIIPOTEasy, y4acTBYI0-
MIYI0 B IIPOTEONNTIIECKOM MPOIIeCCHHTE Pa3INIHBIX IIPO-
TOPMOHOB B X 010aKTVBHBIe ()OPMBI, @ UMEHHO IIPOTOPMOHOB
Y IPOHENPONENTHUIOB, TAKMX KaK IPOOINOMEIaHOKOPTHIH,
HIPOMHCYINH U nportoKarod [9]. Brarogaps npeobpaso-
BAaHMIO IPOTOPMOHOB B KMIIEYHMKE, UTPaeT BaXKHYIO POIb
B IIPaBU/IbHOM QYHKI[MOHMPOBAHUN SHTEPOIHJOKPUHHOIL
CHICTEMBI, B TOM 4JCIIe /I YCBOEHNU A MU TATeTbHBIX BEIIeCTB.

B cBOI0 0Yepeb, SHTEPOIHTOKPUHHAA CUCTEMA ABIACTCA
KPYIIHE M SHIOKPMHHBIM OPIaHOM B OpraHM3Me YeloBeKa

Marepuan u MeTObI
MbI poBe/n NPOCIEKTUBHOE HAGMIOeHE NAIEHTA C [IOI-
TBEPXXJEHHBIM B IIpOLjecce AMHAMMIYECKOrO HAaOMI0eH s
reHeTU4eCKMM 3ab0/eBaHeM BCIenCTBIE fedUIUTA IPO-
IPOTEeMHKOHBEpTa3hl 1/3.

Tabnuua 1.

[lnutenbHoCTb rocnMTanu3aumii pebeHka B KoKo-AHAX, NnpoBefeHHbIx B [BY3 HCO
«HOKB» r. HoBocnbupcka

Table 1.

Duration of hospitalizations of a child in bed days spent in the State Novosibirsk Re-
gional Clinical Hospital

N® rocnutanusaumu

lpoBefeHHbIX

KOWKO-[Hen

€TCKOE 0T/eIeHM iatric i i
Dletckoe oTa e Pediatric intensive

peaHMMaLum 8 4 5 e
1 UHTEHCUBHOIA Tepanuu

OTaeneHue natonorum 93 43 m Department
HOBOPOXAEHHBIX of Neonatal Pathology
Bcero Koiiko-aHei 101 47 16 Total bed days

Hospitalization number | Number of bed days spent

N
w

ApxuB neguaTpuu u feTckoit xupypruu Ne2 [2] 2024 roga @

Y COCTOUT U3 6 pa3IM4YHBIX TUIIOB KJIETOK: 9HTEPOIUTOB,
k1eToK ITaHeTa, 60OKaTOBU/HBIX K/I€TOK, ITYYKOBBIX K/IETOK,
MUKPOCIVPaTbHBIX KJIETOK U 9HTEPOIHITOKPVHHBIX K/IE€TOK.

PC 1/3 guddepeHnmaabHO 9KCIPECCUPYETCS B SHTEPOIH-
TOKPVMHHBIX KJI€TKaX 1 OTBEYAeT 3a IPOLIECCHHT MHOXKECTBA
HEITUHBIX TOPMOHOB, KOTOPbIE MOT'YT BIUATH Ha (PU3NOJIOT IO
KumevHuka [8].

Heduunr PC 1/3 npepcrapisaeT coboit ayTOCOMHO-peliec-
CUBHOe 3a007IeBaHIe, BbI3BaHHOE MyTanusamu B reae PCSKI,
XapaKTepusyolleecs KINHUKON TsXeIoi Maababcopoin-
OHHOIJ1 IMapey 4acTO C MOMEHTA POXK/JeHN A, KOTOPas, B CBOIO
odepenb, ABNAETCA SHLOKPUHOIIATHEN, JOMUHUPYIOLIEN B Jie-
610Te K/IMHIYECKOI KAPTUHBI, COIIPOBOXKAETCS 3a€PXKKOI
B pasBUTUY, TPeOyeT J/INTETbHOTO TAPEHTEPATBbHOTO MU TAHN A
U MMeeT BBICOKYI0 cMepTHOCTD. ITo Mepe nmporpeccupoBanus
3a60/1eBaHM s Pa3BUBAIOTCS HOIOTHITE/IbHbIE S9HTOKPIHHDIE
HapyIIeH N, BK/II0Yasi HeCaXapHblii fuabert, Zepuiut ropMoHa
pocTa, IepBUYHBII I'UIIOTOHAV3M, HAIIOYeYHIKOBYIO HEeflO-
CTaTOYHOCTb, TUIIOTUPEO3 1 oxupenue [9, 12].

K 2021 rogy Bo BceM Mupe ObII0 3aperucTpuposaHo 30
cnyvaes pgedunura PCSKI, Y BCeX 3TUX NALlMEHTOB 6b11a
OMArHOCTMPOBAaHA PAHHSAM U TsDKeIas ManbabcopOTUBHAS
Ayapesi 1 CTabM/IbHO ITOBBILIEHHBI yPOBEHDb IPONHCYINHA
[13-17].

B manHOI cTaTbhbe MBI JEMOHCTPUPYEM 0COOEHHOCTH Jie-
610Ta 1 TedeHM s 3a60/IeBaHIIA, @ TAKXKE CJIOKHOCTHU Ha Iy TH
BepudUKaLNM KINHNIECKOTO AMAarHO3a [IPU HAJIMIUN Te-
HEeTMYeCKOTO 3a60/1eBaHNsA U3 KaTerOpUM 9H/JOKPUHOMIATHII
U COIIPOBOAMTENBHON Tepanuy nanyeHTa. Ocob6eHHOCThIO
LaHHOTO C/1y4as SABJIAETCA TO 00CTOATEBCTBO, YTO BBIAB-
JIEHHas y Hallell TallMeHTKY TeHeTMYeCcKasl MyTallys B TeHe
PCSKI panee He 6bla 3aperucTpupoBaHa B KOHTPOTbHBIX
Poccuitcknx BeI6opkax geduiura HIpONpOTeNHKOHBEPTA3bI
1/3,a TaK>Ke paHee He ONMCAHHBII BapMaHT HYK/IeOTUIHOI 110-
ClIefloBaTeNIbHOCTY B 4 9k30He reHa PCSKI B reTepo3uroTHOM
COCTOSIHMI U He 3apPerMCTPUPOBAH B KOHTPOIbHBIX BBIOOPKaX
gnomAD n RUSeq.

IManmenTka 6b71a rocnutanusuposarna 8 'bBY3 HCO
«'HOKB» r. HoBocubmpcKka Tprx/ibl 11 IIpOBeIa B CTallIOHApe
B 00111€11 CTOKHOCTY 264 KoiiKo-mHA (mabn. 1).

PesynbraTsl

Omnmcanne KIMHNYIECKOTO CTy4asi: PeOeHOK (JileBOYKa) pOXK/eH
0T 4-11 GepeMeHHOCTH, IpOTeKaBIIell Ha (OHE CYyOKTMHNIECKO-
IO TUIIOTUPE03a, AHEMUY JIETKOM CTENeHN, 3-X POJOB, IIyTeM
olepaL iy KecapeBa CeYeHM I 110 IKCTPEHHbBIM T0Ka3aHUAM, Ha
cpoke recrauu 40 Hemenb. MaTtepu pebenka 21 rog, 1 oHa nMe-
€T OTATOIE€HHbII STIN/IeMMIOIOTMYeCK I aHAMHES — COCTOs/IA
Ha y4eTe II0 TyOepKyie3y (04aroBblil TyOepKyie3 BepXHelt JOIu
Cl mpaBoro nerkoro) B 2018-2022 ropmax, IIPOXXMBAET COBMECT-
HO ¢ 6aKTepUOBBIIe/INTeIeM MUKOOAKTepuit TybepKyiesa, 00-
Ja/JaloI X MHOYKECTBEHHO JIEKAPCTBEHHOI yCTOMYMBOCTHIO.
Ha y4ere B >kxeHCKOJ1 KOHCY/IbTallMM 110 IIOBO/lY HacCTOAIIEN
6epemMeHHOCTH HabM0aMach ¢ 26 Hepenu. Ha ynbrpasByko-
BbIX CKPMHMHIAX IATOJIOT MM Y II7I0fia He BblsAB/IeHo. Ha 33-34
HejieJIe TeCTal i [lepeHec/Ia OCTPYIO PeCIPaTOPHYIO NH eK-
1uio. Bo BpeMs pofoB y MaTepy oTMedanuch cyodebpuabHasdt
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TeMIlepaTypa Tena, B aHajIM3e KpoBH eikonnTos (41x10°/m), mo
[laHHBIM PeHTTeHOrpaduuecKoro 00CIeJ0Ba I OPraHOB IPY/-
HOI1 KJIETKY BBISIB/ICHA IBYCTOPOHH A1 THEBMOH I, BBIIIOTTHEH
skcnpecc-tecT Ha SARS-CoV-2 - pesynbpTaT oTpuaTeIbHbII.

CocrosHne pebeHKa IpU POXKAEHUN PACLIEHEHO KaK YHIOB-
nerBopurenbHoe. OueHka 1o ukane Anrap 8/9 6annos. Macca
Tena npu poxpenuu 4080 r, gauHa Tena 56 cM, OKPY>KHOCTb
TO/IOBBI 37 CM, OKPY>KHOCTD TPYJHO K/IETKM 36 CM — COTJIACHO
olLieHKe 10 1Kasie intergrowth-21 ¢pusnyeckoe passutue cooT-
BETCTBOBAJIO CPOKY recTaluy. BckapMnuBaHue ocylecTBIs-
JIOCh aJalITUPOBAHHON MOJIOYHOI CMECBIO /I JOHOIIEHHBIX
HOBOPO>XAEHHBIX, IOCKO/IbKY MaTh HaAXO[M/IACh HA JIEYCHNN
B OTZIeJIEHUN peaHMMaluu. B mepuoy paHHell HEOHATAIbHOI
aJjaIlTalV BBISIB/IEHA TPAH3MTOPHAS TUIIOITINKEMIIS, yPOBEHD
IJIIOKO3BbI KPOBU 2,1 MMOJIB/JI B IIepBble CYTKM >KU3HM 6e3
KJIVHUYECKNX IPOSIBIEHNIT, CKOPPEKTMPOBAaHA IATAHIEM.
Dbt BBITIOTTHEHBI BCe HEOOXO/[MMble CKPMHUHTH ([IaTOOT MY
He BbISIBJIEHO) M IIPOBefieHa BaKI[MHALM IPOTUB relaTuTa
B (BI'B) u ry6epkynesa (B1]2K). Ha 5 cyTky )Xu3HU BbIIMCaHA
Ha aMOy/TaTOPHBbIII TAIl B YOBIE€TBOPUTEIBHOM COCTOSHNUN.
Ha 11 cyTku »XM3HM NOABUIOCH B3/1yTHE KMBOTA, a CIIYCTSA
emte 4 JHA — XKUAKNI CTY/I C IPUMMECDIO 3€/IEHN U CIIM3Y IO
15 pa3 B CYyTKM ¥ MHTOKCUKAIIMOHHBIN CUHPOM — OCYLIECT-
BJIeHa TOCIINTA/IN3A LM B LIEHTPA/IbHYIO0 PAllOHHYIO OONbHUILY
(LIPB). ITpu moCTyI/IeHN Y COCTOSTHME PACLIEHEHO KaK TsDKeTIoe,
obycoBrieHHoe 9KcuKo30M I11 cTereHn, MHTOKCUKAIMOHHBIM
CUHAPOMOM, JepUIUT Macchl Tena coctaBuia 21,5%. B remo-
rpamMe BbLsB/IeHbI neiikonuTos (WBC 25x10°/1), B dopmy-
7ie aOCOMIOTHBII I OTHOCUTENBHBII HENTPOPUIES, HENTPO-
¢unbHbIl nHAekC 0,43, TpombonuTonenus (PLT 125x10°/m).
BoicTaBeH guaruos octpoi kumeunoit nadpexuun (OKI)
U Ha3HavYeHbl aHTHbOaKkTepuanbHas repanus (ABT) - nedrpu-
aKcoH, nH¢ysnonHas repanusa (MIT), copbeHTsI, IPOOMOTUKY,
«TOJIOf{HAs 11ay3a» Ha 6 4acOB — JOCTUTHYTA OTHOCUTEIbHAS
crabunmsauus coctostunst. OgHaKo, Ipy pacupennn oobeMa
9HTEPAIbHOTO IMTAHNUS CTAH/JAPTHO MOTIOYHON CMECHIO OT-
MeYeH peluNB KUIIEYHOTO CUMHIPOMa U Ha 18 CyTKM KU3HU
OCYIIeCTB/IEH NePeBOJ B CTAIIOHAP 3-TO YPOBHA OKa3aHMA
MeJUIIMHCKOI IIOMOLIY, B ITCKOe OTAe/IeHIe PeaHUMaIl NN
n uaTercusHoi Tepamuu (JOPulAT) I'BY3 HCO «'HOKB».
ITpy OCTYIIEHN U COCTOSIHNUE PACIIEHEHO KaK OYeHb TsKeTIoe,
00ycoBIeHO NHPEKIMOHHBIM TOKCUKO30M ¥ CUHIPOMOM
nonnopranHoit HegocrarouHocTu (CIIOH), a Tak)xe Bogo-
ne(’pI/mMTHmM akcnkosoM III cremenu. Yepes 50 MmuHyT OT
HMOCTYIUIEHM S OTPULIATe/IbHAS IMHAMMKA C HapacTaHUEeM
npusHakos CIIOH u ocTaHOBKOII cepfieuHOit NeATeNbHOCTH,
IpOBeJeHHAs JIETOYHO-CepieYHasl peaHMMAalllA B TeYeHue
15 MuHyT 6b11a ycmenrHo. IlapakIMHNYeCKY BbIsSBIEHDI
nmaxrar aiuznos (pH 6,9, maktar 6,4 Mmmonb/i, BE -25 MMob/m),
runokanuemus (K+ 1,7 mmons/n), runepHarpuemnus (Na+
173 MmMonb/m), a3oTemusi (KpeaTHIH 288 MKMOJIB/TT, MOYEBIHA
27,3 mmons/n), runoansbymmaemus (30 r/m). B remorpamme
nerikouutos (16,2x10°/11) ¢ aGCOMOTHBIM ¥ OTHOCUTEIbHBIM
Heitrpodunesom, IIKT cocrasun 12,8 ur/mi, yposeno CPB
1,5 mr/n. ChopMynnpoBaH IpegBapUTe/IbHbI KINHAYE-
CKUII JMarHO3: OCTpasi KMIIeyHast MHQEKLNs], OC/IOKHEeHHa s
MHTECTVHAIbHBIM CEIICUCOM, cenTuyeckum mokom, CIIOH
(cepmedHo-merouHas, nepebpanbHasi, HOYeYHas, FACTPONHTE-
cTuHanbHas). HasHauyena kombunnpoBanuas ABT (mepome-
HeM -+ JITHE30/II]), II0JIHOe ITapeHTepanbHoe nutanue (I1911),
Tepanus moKa (T06yTaMIUHOM + aipeHa/InH — TUTPOBAHUe [j03

110 TI0Ka3aTe/IAM CUCTEMHON re MO HAMUKIA), UCKYCCTBEHHAS
BeHTHsnust ierkux (VIBJI), movednas 3aMecTuTeNbHAS TEpPA-
st (IT3T) MeTomoM mepuTOHea bHOTO JUAIN3a.

BrInmonHeH mouck BepOATHBIX Bo36y11MTe)1eI7[ OKI, a umen-
HO CKPMHMHT Ha OCTpble Kueunble nudexuu (Shigella spp.,
E. coli (EIEC), Salmonella spp., Campylobacter spp., Adenovirus F,
Rotavirus A, Norovirus 2 TeHOTHUII, Astrovirus), mOnuMepasHo-
nenHas peakuus (ITLIP) n moceB kana Ha 6aKTepUaNTbHYIO
¢dnopy, nccnegosanne Ha TORCH-rpynny BosbynuTteneir
(mmmyHOdepmenTHbIit anamu3 (VIOA) cpIBOpOTKY KPOBU Ha
aHTuTena knacca G u M c onpepienenne asupHoctu IgG, TP
TPEX CpeJy — KPOBY, MOYN, CJIIOHBI) — BO3OYAMTENN 1 T€HOMBI
nHeK1NIT He BbIfie/ieHbl. 3a nepuop npebeianusa B JOPullT
BBISIBJIEH TPOMOO03 IIPaBoIi 6O/MBIIOI OKOXXHOI BEHBI, Ha-
3HayeHa TepamysA HU3KOMOJIEKY/IAPHBIM relapuHOM (Hab-
TelapyH HaTpus).

Ha 26 cyTku x1sHU peOeHOK IepeBefieH B OT/e/IeHNue Ta-
tornoruy HoBopoxeHHbIx (OITH) Ha mporpamMme 4acTUYHOTO
mapenTepanpHoro nutaHus (4II911). [Ipu HeOFHOKPATHBIX
IIOIIBITKAX PACIIMPUTH 00'beM SHTEPa/NbHOTO IUTAHMS T~
OPOMM3HOT 6€3TaKTO3HOM CMEeChI0O BOZHUKAIYU PEIMNBBI
KJIIEYHOTO CUH/POMA C pasBuTHEM OaKTepuanrbHOTO SHTe-
POKOJINTA, CUH/IPOMA CHCTEMHOTO BOCIIQJIMTE/IBHOTO OTBETa
(CCBO), uto Tpeb0oBano BO30OHOB/IEH I KOMOMHIPOBAHHOI
ABT. YunrtoiBas JIUTENbHYIO IOTPEOHOCTD B IPOBEAECHNN
1211 Ha ¢poHe YHOPHBIX PELVNBOB KUIIEYHOTO CUHPOMA,
pebeHKY yCTaHOBJIeH LIeHTPajIbHbI BeHO3HbII focTy (LIB]])
B BUJie CuCTeMBbl ‘Broviac”. B BospacTe 2 MecsiieB XU3HU
OCHOBHOII K/IMHMYECKNIT [UaTHO3 ObL cHOPMYINPOBAH KaK
CMHJIPOM HapyIIEHHOTO KMIIEYHOTO BCAChIBAHNISI HEYy TOYHEH-
HOI 3TUOIOTUNL.

B xpyr puddepeHmanbHOI fUATHOCTUKN U TOVICKA BEPO-
ATHBIX HIPUYUH PELUINBHUPYIOLIETO JUAPEIIHOTO CUHAPOMA
ObI/IV BKIIIOYEHBI CTIey ol yie 3a00/IeBaHNsI: HACTIECTBEHHBIE
9HTEPOMATUM, AeUIUT anbda-1-aHTUTPUIICKHA, IePBUYHAS
KyireyHast TMMQaHIMaKTasus, GepMeHTOIATUN, BPOXK/JEHHASI
He/0CTaTOYHOCTD IOAXKETYJOUHOI Xe/le3bl (TUIOIasus
TIOfKeTyJOYHOIT XKene3bl, cuaApoM [lIBaxmana-JlaiiMonpa),
TybepKyIe3 KUIIeYHUKA.

ITony4yeHHbIe pe3yIbTaThl HONOTHNTEIBHBIX METOLOB 00-
C/leloBaHUsA, @ MMEHHO YPOBeHb anbda-1-aHTUTPUIICUHA
(0,9 n 2,1 r/m), maHKpeaTndeckas snacrasa Kama (416 Mxr/r),
X/10pupbl moTa (46 MMOIDB/I), GeKaTbHBI KalIbIIPOTEKTUH
(181,2 mxr/rp), mpoba Manry, JnackuH tect, Y 3-ncciefoBaHmsI
U MyJIbTUCIIMPaJIbHAs KOMIIbIoTepHas Tomorpadusa (MCKT)
OpraHOB OPIOIIHOI HOJIOCTY, Pe3y/IbTAThl PACIIMPEHHOTO
HEOHATaJIbHOTO CKPMHMHTA — [T0Ka3aTe/lN B pefeaax pe-
(epeHCHBIX BO3PACTHBIX 3HAYEHNIL, O3BOMNIV VCK/TIOYNTD
COOTBeTCTBYIOLUII 3ab0meBanusA. OT NPOBeIEeHNUA IHJOCKO-
IMYeCKIX METOJ0B 00C/IeJOBaHNs ey LOYHO-KUIIEYHOTO
TPaKTa MPUHATO BO3MIEPXKATbCA BBUAY He TONEPAHTHOCTHU
MAIMeHTa K X IPOBEIEHNUIO ¥ BBICOKOTO PUCKA Pa3BUTUS
peLnanBa KUIIEYHOTO CUHAPOMA.

B MeAMIIHCKOM COIIPOBOXAEHNM MALMEHTA IPUHIMATIN
ydacTue CIelaaucTbl Pa3HOro IpouIs — FaCTPOIHTEPOJIOT,
reHeTHK, NHPEKI[MOHNCT, HEBPOJIOT, PTUSUATP, OTOPUHOIIA-
PUHTO/I0T, 0(pTaTbMOJIOT, 9HAOKPUHOJIOT, T€MaTOJIOT, 1y 4eBOIl
" QYHKIMOHAIBHO AMATHOCTUKY, HEOSHOKPATHO IIPOBO-
AVJINCH KOHCUIMYMBI C Y4acTUeM BeAYIINUX CIIELMaTICTOB
r. HoBocnbupcka n HanoHaTIbHBIX MEVIVHCKIX LEeHTPOB.
B kauecTBe OCHOBHOI 1 HambojIee BEPOSTHON MPUIMHBI



3a007IeBaHM A PACCMATPUBAINCD TeHETUYECK 00YCTIOBIEHHbI®
9HTEPOIIATHN, B CBS3Y C 9TUM OCYIIeCTBIIEH 3ab0p MaTepuana
JL/IA IPOBEIeHN s IOTHO9K30MHOT'O CeKBEHMPOBAHM L.

Teparus nanyeHTKy IPOBOANIACD 10 CUHPOMHOMY IIPUH-
LUITY: 10 Mepe moTpebHOCTU HasHavanach ABT (meporme-
HeM, JINHEe30/NJ, TOJIMMUKCUH, pochomMunnt), pepmeHTO-
3aMecTuTenbHasA (IpemapaTsl MaHKpeaTUHa), COPOEHTHI,
IeHOTacUTeNH, moaHoe 1 yactuynoe II9I1. YkasanHbIl Kypc
Tepanuiy MO3BOINI KYNMPOBATh PELUNBbI SHTEPOKOINTA,
conpoBoxxasuinecs: pazsutueMm CCBO (ux 6b110 1ATH 32
HepPBYIO TOCIUTA/IN3AINIO), PACLIMPUTH SHTEPATbHOE TIedeOHOe
nuraHe (TufponsHas 6e37aKToO3Hast CMeCh) /10 BO3SMOXHOCTH
OTMeHBI IIAPEHTEePaIbHOTO MUTAHNA U JOCTUYD CTAOMIBHBIX
BeCOBBIX Ipn6aBoK. B Bo3pacre 4-x MecsiieB Xn3HM pebeHOK
ObLT BBIINCAH Ha aMOY/IaTOPHBII 9Tall ¢ Maccoit Tema 5300 T
(meduumT Maccel Tema MO OTHOLIEHMIO K JO/DKEHCTBYOIIEl
cocraBui 24,6%).

B Bospacre 4,5 MecsilieB BOSHMK PELV/IUB KUIIEIHOTO CUH-
npoMa (KMAKUIT BOAAHUCTBII CTYJI C 3€/IEHDI0) ¥ TUXOPafiKa,
ocyulecTBieHa oBTopHasA rocnutanusanusa 8 OPullT IJBP
U IIepeBOJ 110 IMHUM caHuTapHol aBuauuyu B I'BY3 HCO
«[HOKDB».

IMpu nocrynnennn B JOPuMT cocTosiHME paclieHeHO KaK TA-
XKeroe, 00yC/IOB/IEHO MH(EKI{MIOHHBIM TOKCHKO30M, FACTPOVH-
TeCTUHA/TbHOI HEJOCTATOYHOCTHIO, 6ETKOBO-9HEPTeTIYECKOIT
HepocraroyHocTbio (BOH) III crenenu (meduumt maccol Tena
coctaBu 36,7%). [Tapak IMHNYECKN BIAB/ICHA TUIIOKATEMIS
(K+ 1,49 mmonb/n), runonporenaemusi (06mnit 6eox 49 1/,
anpOymuH 33,6 r/m), ypoerb CPDB 113,4 Mr/i1, B reMorpamMme
neiikonutos (WBC 15,83x10°/11) c aGCOMIOTHBIM 11 OTHOCUTENb-
HBIM HeilTpodunesom, Tpombouutonenus (PLT 128x10°/m),
anemus (HGB 94 r/m), mokasarenn reMocrasa ¢ TUIIOKOATy-
nsueit mo BHenrHeMy kackagy (I1B 17,4 cex, MHO 1,45), uto
ObIIO paciieHeHO KakK mposiBieHus ButaMnH K gedunurHoin
KOaryJIONAaTUM U eYeHOYHOI HeJOCTaTOYHOCTHU. Tepanus
HPOBOAM/IACH O HPEIBIAYIIEMY, T.€. KaK ¥ IIPU IePBOIL ro-
cnmranusanum, popmary. Bmecre ¢ rem, kak 1 paHee, Ha poHe
pacummpenns obbema nuTaHus u orMeHsl Ab npenaparos
HEOJHOKPATHO CTY4a/IICh PELV/UBbI KUIIEYHOTO M MHTOKCH-
KaI[MOHHOTO CUH/[POMOB, YTO TPe6OBa/I0 Ha3HAYEH NI [IOBTOP-
HbIX KypcoB ABT 13 rpynisl pesepsa (C y4eToM pe3y/IbTaToB
HOCeBa COZIEPXKMMOT0 KMIIeYHIKA Ha 6aKkTepuanbHyio ¢Gropy).
Bo Bpems 2-11 rociuTanu3alnuy IOMy4YeH pe3yabTaT KapuoTu-
nupoBaHuA: Kapuotun 46XX, HO BbIABIEHA MUKPOZENE N
Ha [IJIMHHOM IlIede 7-71 XpOMOCOMBI, KOTOpas Ollpeje/ieHa
KaK BEPOSITHO ITATOTEHHAs I KaK BaPMAHT C HEOIIPe/e/IeHHbIM
KJIMHIYEeCKVM 3HaYeHIeM, YTO IIOATBEPAIIO HEOOXOAMMOCTD
IPOBeJeHNsI IIOTHO9K30MHOTO U JlaXKe IIOJTHOT€HOMHOTO CeK-
BEHMPOBAHMA.

K MOMeHTY BBINNCKM M3 CTALIYIOHApA MOC/Ie 2-J1 TOCINTa-
nusanuyu pe6eHoK JOCTUT BO3pacTa 6 Mecsies, 06 beM He-
06XO/[IMOr0 9HTEPAIBHOTO IITAHNMS YCBAWBAJIA IIOTHOCTHIO
u mpubaBKa Macchl Tema coctaBuaa 1190 1, HO coxpaHscsa
medunut Macce tena 22,6%.

IToBTOpHAs, T.€. 3-51 TOCHMUTANU3ALMA, ObIIAa I/ITAHOBOII
B BO3pacTe 7,5 MeCsiLeB /ISl PellleHNs BOIIPoca 00 yHaneHun
LIBII (cucremsr “Broviac”). Ilo pesynbraTaM 9XOKapfMOCKO-
[N B YCTbe BEPXHEI 010} BEHBI BBISBIEHO 0Opa3oBaHue
(TpomboBereTans), YTO pacleHEeHO KaK TeueHue NHPeKInn
BHYTPVCEPHEIHOTO YCTPOIICTBA, OCTIOKHUBIIENCS TPOMO030M
(moBropHubIt anuson) — LIBII ynanen. Buob HasHayeHa ABT

ApxuB neguaTpuu u feTckoit xupypruu Ne2 [2] 2024 roga @

U [laJIbTeNapyH HaTpus. BbIIIOTHEH HONCK TPOMOOTEeHHBIX
MyTaluil B TeHaX CUCTEMBI reMocTasa 1 (oIaTHOTrO LKA
metopoM IILIP, BbisiBNIeHa HaclIenCTBEHHAS TPOMOOPUINs
B Bujje gedunura nporenHa C u HocuTenbcTBa GaKTOPOB
tpomborenHoro pucka (romosurora PAI1, PROC, reteposurora
PLAT, SERPINCI, FXII, ABO, MTHFR).

Pe3ybTaT MOTHO9K30MHOTO CeKBEHMPOBAHMA MOTyYeH
B BO3pacTe 8 MecsIeB KM3HU (BBIIIONIHEH B 1a00paTopun
«lenoaHanuTuka» r. MoCkBa). BeIsiB/IeH paHee ONMCaHHBII
BapMaHT HYK/IEOTUIHOM IIOCTIEAOBATE/IbHOCTY B 8-M NHTPOHE
(castt cimaticuura) rera PCSKI B TeTepO3UTOTHOM COCTOSIHUM,
He 3aperncTprupoBaH B poccurickoii Bertbopke RUSeq. Myrauyst
B reHe PCSKI B rToMO3MTOTHOM ¥ KOMIIayHJI T€T€PO3UTOTHOM
COCTOSIHUY OIMCAHBI Y MAaIlMEeHTOB ¢ «DHIOKPUHONATHEN
BCIefcTBIE feuNTa IPONPOTEMHKOHBepTa3el 1/3». YactoTa
BBIIB/ICHHOTO BapMaHTa B KOHTPOJIbHOI BbIOOpKe gnomAD
B reTepO3UTOTHOM cocToAHuM cocrapAet 0,001%, B eBporneii-
ckoit monyAanum — 0,001%. OnycaH KaK BepOATHO NaTOT€HHBII
B 6ase gauubix ClinVar (ID: 1723150) u ymoMmuHaeTcCs B Ha-
Y4HOII TuTeparype. BbIsABIeH paHee He ONMCAHHBI BapUaHT
HYKJIEOTH/IHOJI IIOC/Ie[J0BATeIbHOCTY B 4-M 3Kk30He reHa PCSK1
B reTepO3UTOTHOM COCTOSIHUY, IIPUBOJAIINI K OCTAaHOBKE
CMHTe3a MONHOQYHKIIOHA/IBHOTO 6etka B 181 mosuunu — He 3a-
PerucTpupoBaH B KOHTPONbHBIX BbIOOpKax gnomAD 1 RUSeq.
AJropuTMBI IpefiCKasaHy s MATOTeHHOCTY He PYMEHVMBIL.

Ha ocHOBaHMY IPOBEJIEHHOTO MCCTIEJOBAHNA JaHa PEKOMEH-
Halus IpOBefeHNsA CeKBeHNPoBaHMs o CaHTepy U MeJKO-
reHeTH4ecKoe KOHCY/IbTUPOBaHNe CeMbl, HO MaTh peb&HKa
0TKa3a/1ach OT IPEeJ/IOKEHHOT0 00C/IeTOBaHM .

VI3 0cobeHHOCTEl KIMHNYIECKOI CUMIITOMATUKIL: BO Bpe-
M3 3-if TOCIIUTATN3ALNN BbISBICH SIU30[ IOJINYPUM, TEMII
muypesa gocturan 21,6 MI/Kr/49ac, CONpOBOXaACh KaXK ol
U TIIOTepeil B Macce Tena, 6e3 CUMITOMOB 9KCUKO3a, TaK KaK
notepu BoBpeMs BocnonHAnuch VT, B anannsax moun rumo-
crenypus (yaenbublit Bec ot 1001 go 1004), B 6110XMMM4eCKOM
aHaM3e KpoBy BblsiBIeHa rumoHarpuemus (Na+ 121 MMorb/i).
BolneykasaHHbIE ISMEHEHNU A PACLeHEHbI KaK MPOsIBICHU A
HecaxapHOro jguabera u HazHadeH jgecMmonpeccuH (0,05 Mr
B CYTKM B TeUeHIe 2 THeN, C TOCTENEHHO0 oTMeHoI — 0,025 Mr
B CYTKM ClIefylomue 2 nHA 1 fanee yepes 2 g — 0,0125 mr
B CyTKM), Ha (hOHE Tepanny TeMII JUypesa U 97IeKTPOTUTHBIE
IIoKas3aTeIy HOpMaIu30Ba/INCh.

VI3BecTHO, 4TO fedUILUT IPONPOTENHKOHBePTa3bl 1/3 xa-
paKTepusyercs, 0 Mepe IporpeccupoBaHus 3aboaeBaHus,
pasBUTUEM JOIOTHUTEIbHBIX 9HJOKPUHHBIX HAPYILIEHUIL, 4TO
U MMeJIO MeCTO ObITh y Halllell nanueHTkn. Hapsagy ¢ atum,
IIOCKO/IBKY BBICOK PUCK Pa3BUTUA IOMUIIAHAYIAPHON He-
BOCTATOYHOCTH, €1 OBUIM BBIITOITHEHBI JOIIOTHUTEIbHbIE
UCCTIEOBAHMS, C Lie/IbI0 MCKITIOUeHN A IUIIOMUTYUTApU3Ma,
a IMEHHO MarHUTHO-PEe30HAHCHASI TOMOrpadus roI0BHOTO
Mos3ra (BBISIBJIEHO yMeHbIlIeHMe pa3MepoB rumnodusa, 6es
[IATOJIOTMYECKMX B HEM 0YaroB) U MCCIELOBAH SHLOKPUH-
Hblit Tpodub: Tupeotponusiit ropmoH (TTT), Tupoxcun
(T4) cBOGOAHBII, PeHNH I/IA3MBl, a/fpPeHOKOPTUKOTPOIHBII
ropmoH (AKTT), anbgocrepon. ITo pedynbraTaM BbIABIICH
BropuyuHbli runorupeos (TTT 2,07 mxME/mi, B suHamMuKe
ypoBeub cumancs go 1,91 Mk ME/mi; T4 cBo6ogubiii 0,6 Hr/m,
B quHamuke po 0,49 Hr/mn) — Ha3HadYeHa 3aMeCTUTeNbHA s
Tepamnus 1eBoTupoKcrHoM. Ha poHe Tepanun yposeus TTT
nosbicuica 1o 4,73 MmkME/mi1, Ho T4 cBOOOIHBIN OCTANCA
cayxeHHbIM (0,45 Hr/mm). Taxoke BBISABIICHO CHIDKEHME YPOBHSA
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HeonaTonorns/Neonatology

MHCYIMHONO[06HOTO0 hakTopa pocTa-1 (<15 Hr/MII), 4TO MOITIO
OBbITH 00YCIOB/IEHO KaK JIeKOMIIEHCALMell 110 9HTepOIaTUM
Y HUBKOI Maccoii Tea, Tak U eUIUTOM COMaTOTPOITHO-
ro ropmona (CTT). YpoBeHb peHMHa I1/1a3Mbl COCTABUIL 1O
154,3 mx ME/Mn, HO MeTOfI-3aBMCUMbIe 3HAYEHWS /15 IETel
7o 18 y1eT He BanuAMpOBaHbl, IO9TOMY OLLEHUTD JAHHBII I10-
KasaTe/b He IPeACTaB/IAeTCA BO3MOKHBIM.

O6beM 1ede6HOI cMec ycBanBasa He 6oee 480 M1 B CyTKH,
IO3TOMY COXPAHS/NIACh MOTPEOHOCTD B IPOBEHAEHUY YaCTU Y-
Horo [I9]1. ITo-npe>xxHeMy 0TMeYanuch peLyuAMBbI KUIIEYHOTO
cuHApoMa Ha ¢OHe IOMBITOK paclIMpeHus o6beMa sHTe-
panbpHoro nutaHus:A. [logTBepxgeHa ocMonApHasA NpuUpoza
nuapen — 250,25 MOcMOmB/KT, B CBA3M C 3TUM Ha3HAYeH Kypca
OKTpeoTnpa (C aHTUCEKPETOPHOI I1e/IbI0), TAK)KE COXPAHsI-
Jach HOTPebHOCTh B MOBTOPHBIX Kypcax ABT (Mepomenem,
HONVMYKCHUH, TMHE30/IUL) U UCIIONb30BANNCh GepPMeHTHI
(mpemapatbl MaHKpeaTuHa) M COPOCHTHI.

B Bospacre 10,5 MecsilieB pUHSTO pelleHne no odopmie-
HIUIO MAJ/UIMATUBHOTO CTaTyca U IepeBojia MalMeHTKHU B OT-
Jie/ieHe TTa//IMATUBHOTO NPOMUIIS C yIeTOM TSXKeTIOl reHe-
TUYECKOIl MAaTOIOT UM, OTCYTCTBMA HAa HACTOALIMIT MOMEHT
pa3paboTaHHBIX METOHOB [IATOIeHETNIECKOM KOPPEKIINNI
U KpalfHe HU3KOTO peabiInTalIOHHOTO oTeHnnana. Macca
Tejla pebeHKa K 9TOMY BpeMeHM JOCTUIIA 6255 I, C MOMEHTa
poxaeHMs mpubaBKa B Bece cocTaBuna 2175 r (peuunt Maccol
tena — 40,3%), pinHa Tena 74 cM. [lapak/IMHNY9eCcK OTMedeHa

O6c¢cyxpaeHne

Ha npumepe onmcaHus faHHOTO KJIMHNYECKOTO CIy4as Ipo-
[IEMOHCTPVPOBAHBI 0COOEHHOCTH [1e0I0Ta B HEOHATAIBHOM
nepuope xxusuu (11-e cyTkm xxusnm) u redenus (fo 11-mecsu-
HOTO BO3pacTa) y/IbTPapefiKOro reHeTNIeCKOro 3ab0/IeBaHs
13 KaTeropuy SHTOKPMHOIIATHIL, COIIPOBOXK/JAIOLIETOCS pa3BU-
THeM OOJIBIIOTO CIIEKTPA ero MPOsIBIEHIT, OC/IOXKHEHWIT 11 KO-
MOpPOUHBIX 3a00/IeBaHMIT M COCTOSTHUIA, @ TAK)KE CTIOXKHOCTH
Ha IyTY BepurKanuy AMarHo3a. YHUKaIbHOCTD IPefCTaB-
JIEHHOJI K/IMHMYeCKON CUTYal[ U 3aK/TI0YAeTCS B OTCYTCTBUM
OIIBITa MEAVIIMHCKOT'O COIIPOBOX/EHNA ITAIIMeHTOB B CBA3N
C Ype3BbIYATHON PeIKOCTbIO 3a00/I€BaHNS U OTCYTCTBMEM
pa3pabOTaHHBIX METOJIOB €T0 Ky PaTUBHOCTH.

PucyHoxk 1.

aHeMMsI CMELIaHHOTO TeHe3a JIETKO CTEIEeH Y, I'YMOPaIbHO
aKTUBHOCTH, 9/IEKTPOTUTHBIX HAPY LIICH N, TUIIOPOTENHEMU N
Ha MOMEHT [IepeBOJja He BbIsIB/IEHO, HEPBHO-IICUXMNIECKOE pas-
BUTIE COOTBETCTBYET BO3PACTY.

Tan oKasaHus CHeVaN3YPOBaHHO MeINIITHCKO [TOMO-
iy B 'BY3 HCO «'HOKB» 6511 3aBepiiieH u B Bo3pacte 11 me-
Csl1leB, PeOEHOK [I/Is1 Aa/bHeIIIIeil TePAINI U BbIXaXKMBAHIIS
nepesenén B Jlerckyio [opoackyio Knnundeckyio 601pHNIY
Ne 4 ymenu B. C. Tepacbkosa (JITKB Ne 4) ¢ maccoit Tena 64251
(meduuT Macchl Tea MO OTHOLIEHNUIO K JJO/KEHCTBYIOLLeil
Macce tena — 41%).

3ak/I0YnTeIbHBIN KAHnYecKui puaraos mo MKb-10: E88.0

OcHO6HOU: S9HIOKPUHONATU BCIEACTBIE feuinuTa Mpo-
[IPOTENHKOHBEPTAa3bl 1/3: HepBUYHAS SHTEPOIIATILS, Hecaxap-
HBII1 {1abeT, BTOPMYHBII TUIIOTIPEO3.

Don: UMMYHOREeDUIUT KOMOVHUPOBAHHBII BTOPUIHBIIL.
HacnepcrBennas rpom6odunus: gedpuuur nporenna C, Hocu-
TeIbCTBO (PaKTOPOB TPOMOOreHHOTO pucka (romosurora PAIL,
PROC, rereposurora PLAT, SERPINCI, FXII, ABO, MTHFR).
Tpom603 mpaBoit 60/bIION TOAKOXHOI BeHBbI (31.03.2023 1.).

Ocnoxcnenus: XpoHUYecKast 6KOBO-9HepreTuYecKas He-
pocraTouHocTs III crenenn. PenupnBupyomuii SHT€pOKOMUT
TSKENOl CTeneH. AHeMIs JIETKON CTEIeH!, CMEIIaHHOTO
re"esa. Hocurenb cucremsr “Broviac” (29.05.2023 r.), 0C10XK-
HuBLIeCs MHQEKIMeR 1 TPOMO030M BHYTPUCEPHEIHOTO
ycrporictsa (24.10.2023 1.).

CocrostHue pebeHKa B HACTOsAI[ee BPEeMsI OCTAeTCS TSKETIBIM,
TaK)Ke OTMEYAIOTCA PeLM/IMBbI KMIIEYHOTO CMHIpOMa Ha poHe
HOIBITOK paciIMpeHys 06'beMa MUTaHN A TUAPOIN3HOI CMECH,
¢ pasButneM bakrepuanpHoro surepokonura u CCBO, uro
Tpebyer cTabunusannu cocrosiHusA B ycnosuax OPullT, ¢ mo-
BTOpPHbBIM Ha3HaueHVeM KoMOnHypoBanHoi ABT npemaparamu
pesepBa u Bo306HOBIeHMEM TonHOTO [1911.

Bmecre ¢ Tem, obpaliaeT BHUMaHMe, YTO BOIIPEKN BCeM
MMEIOIIMMCS IATOMOT M YeCKUM ITPOLIeCCaM U TAXKeTIol (POpMBI
BOH (puc. 1-3), y pebeHKa HepBHO-IICUXNYECKOE PA3BUTIE He
MMeeT OTCTaBaHMsA OT BO3PACTHDIX [TOKa3aTeIell.

[MHammuKka pauHel Tena peGéHKa B 3aBMCMMOCTK OT BO3pacTa COrnacHo oLeHOYHbIM LWKanaM BCEMMPHOVI OpraHu3auun 3ipaBooxpaHeHna (B03) B nepuop ctallMoHapHoro neve-

Hus B FBY3 HCO THOKB r. HoBocubupcka
Figure 1.

Dynamics of the child’s body length depending on age according to the evaluation scales of the World Health Organization (WHO) during inpatient treatment at the State Novosi-

birsk Regional Clinical Hospital
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PucyHok 2.

ApxuB neguaTpuu u feTckoit xupypruu Ne2 [2] 2024 roga @

[lnHaMuka Macchl Tena pebEHKa B 3aBUCMMOCTY OT BO3pacTa COracHo oLeHo4HbIM Wwkanam BO3 B nepuoa ctaumoHapHoro nevenns B FlbY3 HCO THOKE r. HoBocubupcka

Figure 2.

Dynamics of the child’s body weight depending on age according to the WHO assessment scales during inpatient treatment at the State Novosibirsk Regional Clinical Hospital
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PucyHok 3.
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[lvHaMmka uHpaekca Maccol Tena (MIMT) pebéHka B 3aBMCMMOCTM OT BO3pAcTa COMMAcHO OLeHOYHbIM LwkanaM BO3 B nepuop ctaumoHapHoro neyexust B8 FbY3 HCO THOKB r. HoBocubupeka

Figure 3.

Dynamics of the child’s body mass index (BMI) depending on age according to the WHO assessment scales during inpatient treatment at the State Novosibirsk Regional Clinical Hospital
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3aknrouyeHne

TaxuM 06pa3oM, BO3MOXXHOCTY COBPEMEHHOIT MeVIL{/HbI 10~
3BOJISAIOT 1P IPABU/IbHOI OPraHN3ALIMI OKA3AHU S MELULIVH-
CKOJ1 IIOMOLIYL ¥ MY/IBTVAMCIAIIHAPHOM [IOAXOf€ B IIpoLiecce
nposeneHus gy depeHuanbHOl JUATHOCTUKY TATONIOTNYe-
CKIX IIPOLIECCOB B M/Ia[IeHIeCKOM BO3PACTe, BepuUIIPOBATh
ynbTpapenkye 3a60/1eBaHN B yCTIOBUSX PETVOHA Y COXPAHSTD
JKVI3HD ITAI[EHTOB fJa)ke B YCIOBUSX OTCYTCTBISI STHOIATO-
reHeTUYeCKMX KyPAaTUBHbIX aTTepHOB. II0KasaHo, 4TO B CO-
HPOBOXIEHMN MTAL[MEHTOB C opdaHHBIMMU 3a00/IEBAHUMMU
Ba)KHBI CIIeL[a/IbHbIE 3HAHUSA CPENN HETCKUX CIELNANICTOB
pasHoro npodus, a TakXxe obecriedeHne IpeeMCTBEHHOCTH
M KOJIJIETMA/IBHOCTY B [IEVICTBUSX CIIELMA/VCTOB.
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