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Pesiome

Bsedenue. Cunapom MIRAGE — a0 ab0peBuaTypa, cocTaBlieHHasI 1o 3arJiaBHbBIM OYyKBaM OCHOBHBIX TPU3HAKOB PEIKOTO TreHeTH-
yecKoro 3abosieBaHusl, BbI3BaHHOTO MyTauusiMu B reHax NALCN u SAMD9: muenoaucnnasus, UHGEKIU S, 3aepXKKa pocTa, TUIOo-
MnJia3us HaJIMoYeYHMKOB, FTeHUTaJbHbIe (DEHOTUITIBI M SHTEepornaTuu — oT aHm1. myelodysplasia (M), infection (I), growth restriction
(R), adrenal hypoplasia (A), genital phenotypes (G) and enteropathy (E) [1]. DTo ayTocOMHO-IOMUHAaHTHOE 3a00JieBaHKE, OOBIYHO
BBI3BAHHOE MYTallMeill B TeHaX, BOSHUKIIEH de novo. B HacTosimiee BpeMst OTCYTCTBYIOT JaHHBIE O JIOJTOCPOYHOM MPOTHO3¢e 3a00J1e-
BaHMSI, HO YK€ U3BECTHO, YTO YPOBEHb CMEPTHOCTH YPE3BbIYaiiHO BHICOK M GOJIBIIMHCTBO MAllMeHTOB YMUPAIOT B IETCKOM BO3pacTe.
OCHOBHOM XapaKTepHUCTUKOI 3TOTr0 3a00JIeBaHMsI SIBJISIETCS THITOIJIa3KsI OPTaHOB M3-3a HapyIIeHW I pocTa KJIeToK. B HacTosIee
BpeMsI He COBCEM TMOHSITeH TOYHBI MeXaHM3M 3TOTr0 3a00JIeBaHUSI, TPEANOJIaraeTCs, YTO IHI0COMaIbHAsI TUCHYHKIIHS STBIISICTCS
BO3MOXHBIM MeXaHU3MOM Ae(heKTOB Ipondepalinu KJIeTOK, HaGIIo1aeMbIX IIPH 3TOM 3a00JIeBAaHUU.

Llens pabomer. Lenbio myOaMKaIMy JaHHOTO KJIMHMYECKOTO CiIyvast SIBUJaCh HEOOXOMMMOCTh 03HAKOMUTh Bpaueil MeauaTpruIeckoro
MpoGUIIsi C 0COOEHHOCTSIMM KJIMHUKY U TMAarHOCTUYECKOM TAKTUKH B OTHOIIIEHU M KpaliHe PeIKOro TeHeTUYeCKOro CUHIpOMa.
Mamepuanvt u memodsi. PebeHoK B Bo3pacTe | roma 5 mec (Ha MOMEHT MOCTAHOBKM IMAarHo3a) ¢ FeHETUYECKU MOATBEPKICHHbIM
cuHapomoM MIRAGE u npakTryecKu MoJHON KIMHUYECKON KapTUHOW 1aHHOTro cuHapoMa. [IpencraBiaeHbl MOApOOHbI aHAMHE3
KM3HU peOeHKa, pe3yIbTaThl KIMHWUYECKOr0, MHCTPYMEHTAaIbHOTO M TeHETHYeCKOro 06ceIoBaHusl, a TAKXKe 0COOEHHOCTH oabopa
Tepanuu.

Pezyavmamu. IlpuBeneHHbIE B CTaThe 0COOEHHOCTH aHaMHe3a U KInHuYecKoi KapTuHbl cuHapoma MIRAGE y manueHTa nokasbiBa-
0T, YTO HEOOXOIMMO IMTPOBOIMUTH MOJHBIM TeHETMYECKW I aHATU3 TIPU HESICHOW M HETUITMYHOM KJIMHUYECKOW KapTUHE, BKITI0YaIOIIeid
MmopakeHre MHOTHUX CHCTeM OpraHu3Ma OTHOBPEMEHHO, JIJIsl UCKJTIOYEHU ST CaMbIX PeIKHMX FreHeTHIeCKUX 3a00J1eBaHUIA.

Karouesbie cioBa: netu, cuHapom MIRAGE, cuHIpoM LHUKIMYECKOU PBOTHI, MEPBUYHBII UMMYHOAEDUIIUT
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Abstract

Background. DMIRAGE syndrome is an abbreviation which is derived from the capital letters of the main signs of a rare genetic dis-
ease caused by mutations in the NALCN and SAM D9 genes: myelodysplasia, infection, growth retardation, adrenal hypoplasia, genital
phenotypes and enteropathy, or, in English, myelodysplasia (M), infection (I), growth restriction (R), adrenal hypoplasia (A), genital
phenotypes (G), and enteropathy (E). It is an autosomal dominant disease, usually caused by a de novo mutation in genes. While there are
currently no long-term outcome data, however, the mortality rate is known to be extremely high, with the majority of patients succumb-
ing to the disease during childhood. This disease is primarily characterized by organ hypoplasia due to defective cell proliferation. The
exact pathophysiologic mechanism of this syndrome has yet to be determined. Endosomal dysfunction is speculated to be a mechanism
underlying the cell proliferation defects observed in this disease.

Objective. The purpose of the publication of this clinical case was to familiarize pediatric doctors with the specifics of the clinic and
diagnostic tactics in relation to an extremely rare genetic syndrome.

Materials and methods. A child aged 1 year 5 months. (at the time of diagnosis) with a genetically confirmed diagnosis: MIRAGE syndrome.
It has an almost complete clinical picture of this syndrome. A detailed history of the child's life, the results of clinical, instrumental and
genetic examination, as well as the specifics of the selection of therapy are presented.

Results. The features of the patient's medical history and clinical picture of MIRAGE syndrome stated in the article show that it is neces-
sary to conduct a complete genetic analysis with an unclear and atypical clinical picture, including a simultaneous damage to many body

systems, in order to exclude the rarest genetic diseases.
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azBaHue cuHapoMa MIRAGE npencraisieT coboit
ab0OpeBHaTypy, COCTaBJISHHYIO IO 3arjlaBHbIM OyKBaM
OCHOBHbIX TPU3HAKOB PENKOr0 FeHETUUYECKOro 3a00ieBa-
HUsl, BI3BAaHHOro MyTanusimMu B reHax NALCN u SAMD?Y:
MUEJIOAMCILIA3u s, MHMEKIIUS, 3aiepXKKa pOCTa, TUIONJIa3usl Hal-
MMOYSYHUKOB, TeHUTAIbHbIE DEHOTUITHI K SHTEPOITATUH — OT aHTJIL.
myelodysplasia (M), infection (I), growth restriction (R), adrenal
hypoplasia (A), genital phenotypes (G) and enteropathy (E) [1].
DTO ayTOCOMHO-JIOMUHAHTHOE 3a00J1eBaH1e OObIYHO BbI3bI-
BaeTCsl MyTallMeil B reHax, Bo3HUKalollel de novo. l'opa3no pexe
y noneit ¢ cunapomom MIRAGE 3ab6oneBaHue BO3HUKAET
B pe3yJibTaTe BapuaHTa, yHACAEIOBAHHOI'O OT Te€TePO3UTOTHOTO
pomuTest 63 SIBHBIX MPU3HAKOB cMHIpoMa. Eciiu y mpo6aHaa
€CTh MaToreHHbIit BapuaHT SAM DY, KoTOpbIit HE OOHAPYKMBaETCs
B steiikonntapHoii JIHK H1 omHOTO M3 ponuTeieii, pucK perm-
NMBa y CHOCOB HEMHOTO BBIIIIE, YeM B OOIIIE TOMYISIIIAY, U3-3a
BO3MOXHOCTH POAUTEIHCKOTO 3aPOIbIIIEBOrO MO3auIIM3Ma NN
JIOXXHOOTPUIIATEJIbHOTO pe3yjibTaTa y pONAUTEN S U3-3a MPEUMYIie-
CTBEHHOI MOTEpU XPOMOCOMBI € MATOreHHbIM BapuaHTOM SAMDSY.
[Tocnie Toro kak nmatoreHHbIi BapuaHT SAM D9 6611 uAeHTUDU-
LIMPOBaH y OJTHOTI'O U3 YJIEHOB CEMbU, BO3MOXHO IMpeHaTalbHOE
U MperMITIaHTallMOHHOE TeHeTHYecKoe TecTupoBaHue [1].
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B HacTosiiee BpeMsi OTCYTCTBYIOT JaHHbBIE O TOJTOCPOYHOM
MPOTHO3€e 3a00JeBaHUSI, HO YK€ U3BECTHO, YTO YPOBEHb CMEPT-
HOCTHU YPE3BbIYATHO BBICOK U OOJBIIMHCTBO MAallMEHTOB yMUPAIOT
B IeTCKOM Bo3pacTe. OCHOBHOI XapaKTepUCTU KO 3TOro 3abosie-
BaHUS SIBJISIETCS] TUTIONJIa31 sl OPraHOB U3-3a HapylLlIeHU i pocTa
KJIETOK. XOTsI TOUHbI MexaHu3M cuHapomMa MIRAGE He coBcem
MOHSITEH, MPEeANoJaraeTcsl, YTo dHI0COMalbHas TUCHYHKIIMUS
SIBJISIETCSI BOBMOXHOI MPUYMHOM 1eeKTOB npoudepalnu Kie-
TOK, HAaOJII0AAIOIIMXCSI TIPU 9TOM 3a00j1eBaHuH [2].

CocCTosIHUS, acCOLIMMPOBaHHbIE ¢ NeEeKTaMU B BhILIIEyKa-
3aHHBIX T€HaX, — 9TO OTHOCUTEJIbHO HOBasl pyIina HO30JIOT Ui,
XapaKTepU3YIOLIMXCS PAa3HOOOPa3HbIM CIIEKTPOM KIMHUYECKUX
CUMIITOMOB OT MYJIBTUCUCTEMHOI'O MOpakeHUsI B paMKax CUH-
npoma MIRAGE no n3onupoBaHHbBIX TeMaTOJOrMYECKUX MPO-
sIBJICHUT [3].

CocTosiHUSI, acCOLMUPOBaHHBIE ¢ nedekTamu reHoB SAMD9
u SAMDYL, oTHOCSATCS K TEPBUYHBIM UMMYyHOIebULIUTAM
C arnJia3vei KpOBETBOPEHU S U COUYETAIOT B cebe UepThl reMa-
TOJOTUYECKUX U UMMYHOJIOTMYECKUX 32a00IeBaHU 1, a TaKKe
LIUPOKUIA CIIEKTP KIMHUYECKUX MPOSIBJACHU I, 00YCIOBIEHHbBIX
rnopaxeHueM Apyrux opraHoB. O6a reHa pacrojoXeHbl TAHJAEMHO
Ha 7-i1 xpomocoMe. [1epBbie MOMBITKY U3yYeHU ST KIMHUYECKOI
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KapTUHBI ¥ MOJIEKYJISIPHO-TEHETMYECKMX XapaKTePUCTHUK Malu-
eHTOB ¢ neeKkToM B reHe SAM D9 Obliu mpelnpUHSTHI B paboTax
S. Narumi u coasr. B 2016 T. [4].

Konupyembiii reHom SAMD9 onHouMeHHBbIM 6e10Kk SAMD9
(sterile a motif domain 9 — cTepuabHBI TOMEeH MOTHUBA 9)
CcOCTOUT 13 1589 aMUHOKUCIOTHBIX 0cTaTKOB. Ero romoso-
rom siBisietcst 6esjok SAMDIL. @yukiueit 6enkoB SAMDY/
SAMDOIL cayxuT orpaHudeHue npoaudepaluu u pocta KJIeToK
(onyxoneBas cynpeccust). JlaHHass GyHKIIUST OCYIIECTBIISIETCS
MOCPEJCTBOM Mepenayr CUrHaaa yepe3 peuenTop ¢pakropa pocra
KJIETOK, a TaK3Ke MPU UX YYaCTUM B TPAHCTIOPTE BHYTPUKJIIE-
TOYHBIX BE3UKYJ (3HAOCOM), B TOM YMCJIE U MTPU BO3AEUCTBUU
MPOBOCMATUTEIbHBIX HIMTOKMHOB — (paKTOpa HEKPO3a OMyXoJIu
anbda (PHO-a) u ramma-untepdepona (MDH-vy). B akcniepu-
MEHTaXx ObLJIO MPOJEMOHCTPUPOBAHO, UTO B (hubpobdIacTax KOXu
MalMEeHTOB C T€TePO3UTOTHBIMU MUCCEHC-MYTallMSIMU B TeHe
SAMDY skcnipeccus pelientopa anuaepMalbHOro hakTopa pocra
(epidermal growth factor receptor, EGFR) Huxe no cpaBHeHM IO
€O 310pOBbIM 00pa3ioM. [Ipu uzyueHuu npoaudepaTruBHOR
aKTUBHOCTU KJyeTouHol iuHun HEK?293, TpancayuupoBaH-
HOM BEKTOPOM C MyTaHTHBIM reHoM SAM D9, Ob1J10 BbISIBJIEHO
CHUXXEHHNE POCTa COOTBETCTBYIOIIEH KJIETOYHON MOMYJSILIUN.
Tak>xe ObIJIO MOKa3aHO, YTO BHYTPUKJIETOUHbBIE BE3UKYJIbI
y nanueHToB ¢ fehexkToM SAMDY obnanarot 6ojiee KpynHbIMU
pazMepaMu 1Mo CPAaBHEHUIO CO 30POBBIM KOHTPOJIEM, UYTO MOXET
CBUJIETEJbCTBOBATH O BAUSIHUU Oesika SAMDY Ha ciusinue
9HJ0COM U PELUPKYJSLUIO KJIETOUHBIX PELENTOPOB MOCPE-
CTBOM 3Ha0cOoM [3].

Bce reneruyeckue BapuaHThl B reHax SAMDY/SAMDIL ¢ byHK-
LIMOHAJIbHOUM TOYKHU 3pEHU ST MOTYT ObITh pa3/ieIeHbl Ha 1BE OCHOB-
HbIe TPYTITbI: BAPUAHTHI C MPUOOpeTeHUEeM,/M3MeHeHeM DY HK-
1uu reHa (gain of function, GOF) u BapuaHThI ¢ moTepeit PyHK-
nuu reHa (loss of function, LOF). Bapuantel GOF, kak npaBuJio,
MpeAcTaBIeHbl FEPMUHAJBHBIMU de HOVO MUCCEHC-MYyTallUIMU
B reTepO3UTOTHOM COCTOSTHUU. 3aMeHbl B reHe SAM D9 ¢ apdek-
ToM GOF comnpoBoxaaoTcs u30bITOYHBIM aHTUTPOJIUDEpATUB-
HBIM 3(hHeKTOM COOTBETCTBYIOIIETO Oesika. [OMO3UTOTHbBIE MyTa-
11Uy B reHe SAMD9 6111 BBISIBJICHBI Y TTALIMEHTOB C CEMENHBIM
OITYXOJIEBBIM KaJbIIMHO30M.

Kunaccnyeckuii KIMHUYECKU GEHOTUT CUHAPOMA, ONUCaH-
HbIl B 1uTEpaType [4, 5], XOpol1110 KOppeaupyeT ¢ MaTTEPHOM IKC-
npeccuu 6enka SAMDO, koTopas pa3inyHa B pa3HbIX OpraHax
u TkaHsx. Tak, Haubobias sakcnpeccus 6eaka SAMDO9 otme-
YyaeTcs B HaAMOYeUHUKaX, TOJCTON KUIIIKEe U KOCTHOM Mo3re [3].

[pyrue penkue Mopdosioruueckue Npu3Haku, 3aperucTpupo-
BaHHbIE Y OT/ICJbHbBIX MAIlMEHTOB, BKJIIOYAIOT CKEJIETHBIE aHO-
Majauu (CKOJKMO03, KOHTPAKTYPhl CYCTaBOB), MOTEPIO CIyXa, AUC-
Mopduueckue 4epThl 1A, KAMITOAAKTUINIO, [IOMEPYJISIPHY IO
npoTteuHypuio [3].

OTHOCUTEJIbHO OTAAJEHHOTO MPOTrHO3a MOXHO OTMETUTD, UYTO
B ucciaenoBaHuu S. Narumi u coaBT. [4] miecTb U3 OMMHHAALATH
MalueHTOB MOTUOJIU B paHHEM BO3PACTe OT TSIXKeIbIX HUHGDEK-
LM, ellle 1BO€ — OT OCJIOXKHEHU I B pe3yJibTaTe pa3BUTUSI MUE-
JIONUCTIIACTUYECKOTO CUHPOMa ¢ MOHOCOMMUEN 7-i1 XpOMOCOMBI.
V neBsTU NallMeHTOB OTMevaJiach TsiXkeJasi SHTepOonaTus He-
crneuubuyeckoi aTuogoruu. [Ipu rucTosornyeckom uccieno-
BaHUU ayTONCUIMHOI0 MaTepuasa y AByX MallMeHTOB U3 JaH-
HOU KOropThl Obljia BbISIBJIEHA TMTIONJIA3U s HAATIOYEUHUKOB
(c BKJIIOUEHHMEM MEHUCTBIX KJIETOK), OJOBBIX XKejie3 U TuMyca [4].
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T'en NALCN noxkanuzoBaH Ha xpomocome 13q32.3-q33.1. Ero
GeJIKOBBII MMPOAYKT MPUHAJICKUT K CeMeMCTBY 24 TpaHCMeM-
OpaHHBIX TOTEHIIMAI3aBUCUMBIX MIOHHBIX KaHAJIOB, 00eCTIeur-
BaIOLIMX IEPMAaHEHTHBIN TOK HATPHST Yepe3 MeMOpaHy HEIHPOHOB,
peryyupyst X Bo30ynuMoCTh U GOPMUPYs MOTEHIIMAJ TTOKOSI.
OH s1BJSIETCS YaCThIO O0JIBIIION0 MEMOPAHHOTO KOMILJIEKca, 000-
3Hayaemoro kak NALCN-kaHaocoma, coiepKallero HeCKoJb-
Ko 6esikoB, Bkatodass UNC80-, UNC79- u G-peuenropsl [6].
MyTaluu B TOM I'eHe MOTYT ITPUBECTH K TOSIBJICHU IO TPU3HAKOB
u cumnTomoB cuHapoma MIRAGE [6].

OTHOCUTEBHO TMHAMUKHM Pa3BUTUSI MATOJOTMIECKOTO PO~
11ecca MOXHO OTMETHUTh, YTO LIMTOTICHU Y OOBIYHO HAOTIONAI0TCS
BCKOPE ITOCJIe POXICHUS; TPOMOOIIMTONEHU I SIBJISICTCSTI HAaMb0-
Jiee pacrpoCTPaHEHHOM, 3a Hell CJIeAYIOT aHEMU S U MTaHIIUTOTe-
Hus. PenimauBupytomme MHGEKIIMY ¢ paHHero MjaaeH4YecTBa
BKJTI0YAIOT THEBMOH U0, MHMEKIINIO MOYEBBIBOASIIMX MY TE,
raCTPOdHTEPUT, MEHUHTUT, CPEAHUIA OTUT, IEPMATHUT, TTOJKOX-
HBIIT abciiecc u cerncuc. OnmrcaHHbIe B JIUTEpaType TeHUTaJbHble
dbenoTuIbl y TUIL ¢ KapuoTunom 46, XY BKIIIOYAIOT TMITOCITA-
W10, MUKpOdaioc, pa3nBOCHHYIO MOIIIOHKY, HEOMHO3HAYHBIE
TeHUTAJIUU WU TIOJTHBIE XKEHCKHME TeHUTaTUM. Y XXeHIIWH ObLITN
3aperuCTPUPOBAHBI TUITOIJIACTUYECKHE UJIU AUCTEHETHYeCK e
SUIHUKU. 2KeTyTOUHO-KHMIIeYHbIe OCIOKHEHMST BKJIIOUAIOT XPO-
HUYECKYIO TUapero U TUCHYHKIINIO MUIIeBoaa. Y GOJbIIMHCTBA
GOJILHBIX OTMEUYAaeTCsl YMepeHHast MJIU TsKesast 3aiepxkKKa pas-
BUTHs. Takke cooOIIaeTCst 0 BereTaTUBHOM TUCOYHKIINK U TUC-
byHkuuu noyvex [1].

ITo naHHBIM JIUTEPATYPhl, KIMHUYECKast KAPTUHA MAallMEHTOB
¢ nedexkToM B reHe SAMDYIL xapakTepusyeTcs 6oJiee JIETKUM
(eHOTUNOM, HO BO3BMOXHOCTBIO Pa3BUTHUSI TSKEIOM HEBPOJIO-
TMYEeCKO CUMIITOMATUKY (MO3KeUKOBasI aTaKCHU s, TMPaMUTHbIE
3HaKU, aTpodust 6€J0ro BelIeCTBA FOJOBHOIO MO3Ta) U LIMTOIE-
HUU pa3UnYHOM cTeneHU BbIpaxxeHHoCTH [3]. [TaToreHes HeBpo-
JIOTUYECKUX TIPOSIBJICHU I SIBJISIETCS 1O KOHIIA HE M3YYEHHBIM,
npenmnoJiaraeTcs nMopellieHHas akcnpeccust SAMDIL B KneTkax
IMypkunsbe [3].

HecMoTpst Ha HEKOTOPOE YKMCIIO ONMMCAHHBIX KJIMHUYECKUX
ciyyaeB, neexktol SAMDY/SAMDIL aBasioTCS peAKUMU UMMY-
HOTEeMaTOJIOTMYeCKUMU 3a00IeBaHUIMU: YUCIIO OMTMUCAHHBIX
MaIMeHTOB BO BCEM MU PE B JIYUIIEM CIydae UCUMCISIeTCS AeCsIT-
kamu [3]. TTo aTolt MpuyYMHE Liebl0 TaHHOI PabOTHI SIBISIETCS
onucaHue KianuHudeckoro ciaydast cunapoma MIRAGE y neBouku
B BO3pacTe OJTHOTO roja 5 Mec (Ha MOMEHT ITOATBEPXKACHMST Tha-
rHo3a cunapoma MIRAGE) npu cralimoHapHoM o0cieoBaHU U
B neauarpuyeckom otaeseHuu 'AY3 «ObnacTHas netckast Kiau-
HU4YecKkas 6oapHMIIa» OpeHbypra.

MATEPUAABI U METOAbI UCCAEAOBAHUA

CraThg HammyMcaHa Ha OCHOBAHUW M JaHHBIX TUTEPATYPHOTO
0030pa UMEIOIINXCS OTEYECTBEHHBIX U 3apyOEeKHBIX HCTOYH M-
KOB, a TaK3Ke aHaJIM3a MePBUYHON METULIMHCKOM TOKYMEHTAI[T 1
pebenka 3a BpeMsi rocniutaiu3anuu B FTAY3 «ObnacTHast neTckas
KJIMHU4Yeckas 6oibHULa» OpeHOypra.

PE3YADbTATDI

IManumentka ponuiack 26.09.2023 1. B Ta30BOM MpeiekaHU U
OT BTOpOIi OepeMEHHOCTH, MPOTeKaBIlei Ha (hOHEe aHEM U U JIETKOM
CTEeINeHU, MUOMbI MaTKH, XPOHUYECKOTO MuejoHedpuTa BHE 000-
CTPEHU S, UICTMUKO-LIEPBUKAJIbHOU HerocTaTouHOCTU. [Tpu BTO-
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MeaunaTpuna

POM YJIbTPa3ByKOBOM CKPUHUWHTE TJI0/Ia — paCIIMPEeHUE MeTeb
KMIIedHWKa. Pombl BTophIe TTpek ieBpeMeHHbIe, oTiepaTUBHbIE,
B 30 Henesib 3 MHsI, Ha (hOHE NEKOMTIeHCALIMU XPOHUYECKOoi peTo-
MJIaleHTapHO HeloCcTaTOuHOCTH. Macca Tesia Mpu pOXIAeHU U —
920 r. OueHka 1o mkaie Anrap — 6/7 6aioB.

JIrarHo3 Nnpu poXAeHWU: CAHAPOM JIbIXaTebHBIX PACCTPOIMCTB
HOBOPOXIEHHOT'0; MaJiblii pa3Mep /sl FeCTallMOHHOI0 BO3pacTa;
KpaiiHe MaJlas Macca TeJjia MpU POXAEHUU; HETOHOILIEHHOCTh
(30 Henenb 3 nHs). ITo TSIKECTU COCTOSTHU S TTOCTIE POAOB HAXOA U~
Jlach Ha JICYEHU U B OTACJICHUSIX peaHUMAallMi HOBOPOXKIE€HHbBIX
Y HEIOHOILIEHHBIX JETeH, MaToJOruu HOBOPOXAEHHBIX U HE10-
HOUIEHHBbIX AeTell nepuHaragbHoro neHTpa [AY3 «OpeHOyprekas
oGyiacTHasT KIMHUYecKast 6obpHUIIa No 2» Ha TMTPOTSIKEHU U
107 cyTox (rmo 11.01.2024 r.) ¢ amarHo3oM: «AcnupaliMOHHast THEeB-
MoHU . BpoHXoJsierouHas aucniasus, HoBas opMa, cpenHeit
CTEIeHU TskecTU. PeTuHomaTus 2-i cTeneHu MpaBoro riasa,
MpepeTUHONAaTH S JeBOro riasa. BpoxaeHHast THEBMOHUS, He-
YTOUHEHHasl, peKoHBaJucleHT. KaHA1103 MOUEBbIBOMSI LI X
nyTeii. LlepeOpanbHas neMus 2-it CTeNneHu, OCTPbI Mepro,
CUHAPOM yTHEeTeHUs LieHTpaibHOI HepBHOI cucTeMbl (LITHC).
Cynoporu HoBopoxaeHHoro. [Ipexoasiiias HeoHaTaabHasi TPOM-
OouuTONeHUs Tskeoi creneHu. TpaHchy3nst TPOMOOKOHIIEH-
Tpara (MsATUKpaTHas1). AHEMU I HEIOHOLIEHHOTO TSIXKEeJIOl cTerne-
Hu. ['eMoTpaHcdysus (TpexkpatHasi). [locTHaTaabHasi TMIIOTPO-
(bust cMeniaHHOrO reHes3a, nepuoj cTabuauzanuu. AprepuaibHas
runotoHus. HeoHaTtanbHas XenTyxa, CBSI3aHHas C MpexXaeBpe-
MEHHBIM pojiopaspelieHueM. MaJblii pa3mep Ijoaa 1Jis recta-
LIMOHHOTO Bo3pacTa. KpaiitHe Majiasi Macca Tejia pu pOXACHUU.
HenonomenHocts (30 Henesb 3 mHS)».

AHanu3upys NaHHbIE 32 BpeMs HaXOXIEHU I MallueHTKU
B MEpUHATaJIbHOM LIEHTPE, MOXXHO OOHAPYKUTb MEePBble MPU3HAKU
UMMYyHOJedUIIMTA B BUAE KaHAM103a MOUEBbIBOISIIIUX MTYyTEH,
a Tak>ke MpU3HaKU, XxapakTepHble 1Jist cuHapomMa MIRAGE, —
PAHHIOIO BBIPAXEHHYIO TpoMGoLuToneH 1o 1o 13 x 109 (1a necsi-
Thl€ CYTKM XXU3HU) U aHEMUIO CO CHUXKEHUEM COIEPXKAHUSI TeMO-
rj1o6uHa 10 85 r/1 (Ha YeTBepThie CYTKU KU3HU), TOTpeOoBaBIlINe
MATUKPATHOTO MeperBaHu s TPOMOOKOHIIEHTpATa, TPEXKPaTHOTO
repeMBaHu s SPUTPOMACCHI U JIEUEHU SI SPUTPOMOITUHOM aibda.
B aHanu3e KpoBU TakKe OTMeuasaach Tskeaasi TMIIOHATPUEM U S
MpY HOPMaJILHOM YPOBHE Kaau s, IJIsl UCKJIIOYEHU ST HAJITOYEYH U~
KOBOI HEJIOCTATOYHOCTHU B35ITa KPOBb Ha TOPMOHBI (aIPEHOKOP-
TUKOTPOIHBII U KOPTU30JI, ITOKa3aTesu B HopMme). [IpoBeneH bl
KOHCYJIbTAllM s TeHeTHKa U onpeneaeHue koHueHTpauuu TREC
n KREC mMeTogoM MyJbTUTIIEKCHOU MOJIMMEPa3HOU LemHOMI
peakiinu B pexxuMe peajibHoro BpeMeHu (Yda). KonueHnrpanus
KREC B o6pasue cocraBuiaa 0 konuii/100 000 knetok. Peko-
MEHI0BaHO MOBTOPHOE UCCIEeOBAHME MTOCE TOCTUKEH U S MOCT-
KOHIIETNTYaJbHOrO Bo3pacTa 37 Helenb.

Ha 107-e cyTku )X13HU peOeHOK OblJ MepeBeeH B OTAEIeH e
peanumanuu FAY3 «OJAKb», roe Haxoauics Takxke 0oyiee Tpex
MecsueB (rmo 19.03.2024 r.), 3aTeM AeBOUYKY MEpPEBEJU B AU~
arpuueckoe otaejeHue nanHoro JIITY. 3a BpeMs HaxoxXaeHU st
B CTallMOHape COXPAHSIJINCh DMU30/bl MOBBILIEHU S TEMIIepa-
TYpBI TeJia 10 heOpUIbHBIX IUbP, CAHIPOM PBOTHI U CPBITH-
BaHUI, KOTOPbI BO3HUKAJ |1 pa3 B 2-3 Heneau, MPOIOJIKU-
TEJBbHOCTbIO 10 3-4 NHEel, MPU 3TOM HE UMEJIU 3HAYEHU ST HU
COCTaB CMECH, HU €€ TYCTOTa, HU pa30Bblil 00bEM, HU BpeMs
Y METOJI BBeICH U (Uepe3 30H[ O00CHO, Yepe3 TMHUOMAT I~
TeabHO). CoxpaHsijics TakKKe HEYCTOMUMBbBII XapaKkTep cTyJa,
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B CBSI3M C 4eM mpoBoaucs nuddepeHInaibHblii AMarHO3
C OCTPOU XUPYPrUUYECKOU MaToJorueit (1Bax bl BbIMOJHSIJI0ChH
PEHTTeHOKOHTPACTHOE UCCIeI0BAHME XKeJTYyTOUHO-KUILIEYHOTO
TpakTa — KKT 1 MarHuTHOo-pe3oHaHcHasi Tomorpadusi — MPT
OpraHoB OPIOLIHON MOJOCTU C KOHTPACTUPOBAHKUEM — MATOJOTU U
He BbIsIBJIeHO). McKitlouanachk HeBpojoruueckas naTojorus
(MPT rosioBHOro Mmo3ra — JaHHbIX 32 aHOMaJIUIO PAa3BUTU S
1 OYaroBble UBMEHEHU S He MOJYUYEeHO, HEPE3KO BbIpakeHHast
ruapouedanus, KUCTa Mpo3pavyHoOil MEPErOPOAKHU; DIEKTPO-
aH1ebhatorpapuueckuii BUAEOMOHUTOPUHT HEOTHOKPATHO —
SMUIENTTU(GOPMHON aAKTUBHOCTH, MEXITOYIIIAPHON aCUMMETPU I
M pETMOHAIbHBIX U3MEHEHU I He BBISIBJIICHO).

C yyeToM MpearnosaraeéMoro HacjaeICTBEHHOro XapakTepa 3a00-
JieBaHU S TPOBOAUIIOCH OOCIef0BaHWE HAa HAapyllleHue oOMeHa
BEILIECTB, IEBOYKA HEOJHOKPATHO Obljia MPOKOHCYIbTUPOBA-
Ha reHeTUKOM. [IpoBeaeHbI 00cie0BaHM S Ha MTPEeIMET MoucKa
U UCKJIIOYEHU I HacIeICTBEHHbIX 3a00JIeBaHU1:

e onpenesnenue ypoHeit TREC u KREC B ®enepaibHOM rocy-
apCTBEHHOM OIOIKETHOM HAayYHOM yupexXaeHuu «Meanko-
TreHeTUYeCKMi HaydyHBbIi IIeHTp uMeHM akagemuka H. I1. bou-
koBa» (PI'BHY MT'HII) Ha 2-i1 Hexmeste )xu3Hu peGeHKa (B Tipelie-
Jlax HOPMbI), TOBTOPHO B Bo3pacTe 37 HeAedb recTallui — KOH-
ueHtpauuun TREC u KREC B npenesnax HOpMbI;

® HeoHaTaJbHBI CKPUHWHT — HOPMa;

e IHK-nmuarnoctuka B ®I'BHY MTI'HLI Ha 6osie3nu IMomre,
®a6pu, lome, Kpa66e, Humana — INMuka (tum A/B), mykomnosin-
caxapuao3 1-ro Tuna — akTMUBHOCTb UBMEPEHHBIX JIM30COMHbIX
¢depMeHTOB B npejesax pepepeHCHbIX 3HAUEHU;

® TaHJEMHas MacC-CIEKTPOMETPUS B TOM XKe yUPEXKIEHUU —
MOBBIIIIEHME KOHIIEHTPAIIUM CYKIIMHUIAlleTOHA, JaHHbIE N3Me-
HEHU I MOTYT HaOJTI01aThCsl ITPU TUPO3MHEMHU 1-T0 TUTA, OMHA-
KO KOHIIEHTpAallMs CYyKIIMHUJIalleTOHa B MOYe Oblia B Ipeneiax
pedepeHCHbIX 3HaYEeHU ;]

® B MOYe OblJia MOBBIIIIEHA KOHIIEHTPAIKSI psijia MeTabOJIUTOB,
YTO HE SIBJISIIOCH TATOTHOMOHWYHBIM JIJISI KOHKPETHOTO 3a00J1e-
BaHUSI, TaHHbIC U3MEHEHU I MOTYT HOCUTh BTOPUYHBII XapaKTep;

e JIHK-nuarnoctuka B 1abopatopuu Kadeapbl OMOXUMHUYE-
CKOU reHeTUKU U HACJeICTBEHHBIX OoJie3Hel oOMeHa MHcTuTyTa
BBICIIIETO U TOMIOJHUTEIBHOTO MPOheCcCUOHaIbHOT0 00pa30BaHU
®OI'BHY MI'HLI — BhIsiBieHa maToreHHas MmyTaius B reHe DGUOK
B reTepO3UTOTHOM COCTOSIHUU (T€H CBSI3aH C UAMOTNATUYECKOM
HELMPPOTUYECKOUN MOPTaJbHOI TUIIepTeH3UEH 1-To TUMA).

3a Bpemst HaxoxaeHus B ctaunoHape OKbB pedbeHok npo-
KOHCYJIBTHUPOBAH crneunanuctaMu KainHuku ®IrbOY BO
CIIGI'TIMY Munsnpasa Poccun u ®TAY «<HMMULI 3mopoBbst
nereil» Munsnpasa Poccuu, Kyna 1eBOUKY TOCIUTATIU3UPOBATN
26.03.2024 r. (B BO3pacTe YeThIpEX MECSILIEB) B OTAEJICHME MAaTO-
JIOTUM HOBOPOXJIEHHBIX U IeTEll paHHETro BO3pacTa ¢ COMaTU-
yecKkoi peabuyiuTanueit Ha oocienoBaHuE U JieYeHUe ¢ TUarHo-
30M: «[THEBMOHUT, BRI3BAHHBII MUIIIEH M PBOTHBIMU MacCaMu.
BpoHxosnerouHas nucna3us, BOSHUKIIAS B IepUHATaJIbHOM
nepuone. pixatenbHast HenoctatouHocTh (A H) II crenenu.
Cna3swm kapauu. HapyieHue BcacbiBaHMST B KUIIETHUKE HEYTOY-
HeHHoe. YMepeHHast 0eJIKOBO-3dHepreTuyeckasi HeI0CTaTOUHOCTb.
HenonomenHocts (30 Hen). [TocTKOHLENTYaJIbHBI BO3pacT —
58 Hen. CKOppUTMPOBAHHbI BO3pacT — 4 Mec».

TTocse BBIMUCKHU MO MECTY XKUTEIbCTBA COXPAHSIJICS CUHAPOM
LIUKJINIeCKO pBOTHI. Tak, B MepBbIe MeCSIIbI TTOCJIe BBITUCKHT
n3 ®IrAY «<HMMUII 3noposbs neteit» Munaapasa Poccuu cBeTIbII
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MPOMEXKYTOK OBIJI 10 ABYX HelleJIb, a 3aTeM coKpaTuJics a0 7-10
nHeii. C koHua aBrycra 2024 roga 6e3 pBOThI ITPOXOAMIIO He OoJiee
3-5 nHeit, 3aTeMm J10 2-4 1HEi ¢ MHOTOKpPAaTHOM PBOTOM, COMpPO-
BOXIaBleiicst peOpuabHOM TeMIiepaTypoii Teia, IIoXo Moajaa-
BaBIIIEICSI CHUKEHU IO, M Pa3KMKEHHBIM yYallleHHBIM CTYJIOM.
CoxpaHsJIOCh 30HI0BOE KOPMJIEHUE, OT KOPMJIEHU ST U3 POXKKA UJIU
C JIOXKU peOEHOK OTKa3bIBaJICs, B PBOTHBIX Maccax OTMEYaaoCh
MEepUOIMNYECKOE TTOSIBJIEHUE TEMOPPAruuyeckoro oTAes1eMOoro
Mo TUNy KoeHOo! ry1u.

YuuTsiBasi COXpaHSIOMIMecs U3MEHEH U1, JIaHUpoBaJiach
MOBTOPHAs TOCITUTAJNIM3AlMsl B TOpaKaJbHOE XUPYPruieckoe
otnenenne PIAY «<HMMUL 3noposbs nereii» Munsapasa Poccuu
NIJIsl YTOUHEHU Sl IMarHo3a, 1000cie10BaH s U ONpeaesieHUs fajb-
Hellei TakTuku BeaeHust. Ho peGeHOK Obla rocuTaau3upoBaH
B TAY 3 «OpeHOyprckas o6sacTHast MHGOEKIIMOHHAs1 00JbHULIAY,
rae Haxoauucs ¢ 03.10.2024 no 21.10.2024 r. (Bo3pacT — 1 roxa)
¢ nuartHo3om: «CerMeHTapHasi THEBMOHUSI B S3, TsXKesiast, OCJI0X-
HeHHast JIH I cteneHu».

Bo BpeMs rocniuTanusaluu coxpaHsjiach dMM30auuecKas
pBOTa MO TUMY KOMEWHOM 'y, B CBSI3U C YeM JeBOYKa Oblja
nepeseneHa B TAY3 OKDbB, B peaHuManimoHHOE OTAEJIeHUE
MO TSIXKECTU COCTOSIHU ST, a 3aTeM — B MeMaTpUiecKoe oTaee-
HUe, Tae Haxoauach 0ojee Mecsiiia ¢ nuarHo3zom no MKb-10
J84.1: «bpoHxoJsierouHast IUCMaa3us CpeaHel CTENEeHU TSIXKECTH,
pentreHonornvecku II cragusi. PekoHBaseciieHT THEBMOHMU.
JH I ct. AyToBocnaJuTeabHbIi cMUHAPOM? Axasia3ust Kapauu?
TMonune kKapauu. OCTPbIi 3pO3UBHO-TeMOPPArNIeCK Uil TaCTPUT.
KenynouHoe kpoBoteueHue. [loctremopparnueckast aHeMust
cpenHel cTerneHu TsaxecTu, remorpaHcdys3us 31.10.2024 r.
IMepunaranbHoe nopaxkeHue LIHC runokcuyeck-nineMuyeckoro
reHesa ¢ MepuBEeHTPUKYIISIPHOM JIeiiKoMaIsIIield K o9araMu TJIv-
03a. 3aiepxKKa TeMIOB MOTOPHOTO pa3BuTHs. CMelllaHHasi Tuapo-
uedanus. beakoBo-sHepreTnyeckast HeAOCTATOUHOCTb YMEPEH-
Hol cTeneHu. Jlucniaasus cepiala: OTKPbITOE OBaJbHOE OKHO.
AHTHOMNATHUS ceTYaTKU 1-i cTeneHn o0oux ria3. AQPTO3HbBIN CTO-
matutT. HenonomenHocTs (30 Henenb 3 nHs1). CKOppUTUPOBAHHbI I
Bo3pacT — 11 mec 3 Hefi».

3a Bpems HaxoxaeHust B ctaunmoHape OJIKB B okTsa0pe-
Hosiope 2024 r. (¢ Bo3pacTa OJHOI'0 roja) OTMevaJIuch KpU3bl:
CcHavaja peOEHOK CTAaHOBUJICS pa3ipak UTeJIbHbBIM, HECKOJIbKO
BSIJIBIM, C HapacTaHUEM TeMIepaTypbl 10 HeOPUIbHBIX UG P
(38,2-39,6 °C, moxo nmoaaaBaBIIeiicsl CHUXKEHUIO BBEACHUEM
HeCTEPOMIHBIX TPOTUBOBOCTATUTEIbHBIX CPENCTB), TIOSIBJISIACh
HEeyKpOTUMasi pBOTa, OTMeYaIMCh MOCTOSTHHBIE TTO3BIBBI Ha Hee,
KUAKHWI CTYJI, CO 3HAYMTEIbHBIM HapyIIEHUEM CaMOYyBCTBU ST
pebeHka. [lepuonunuecku cTaau MosiBASITHCS pacpOCTPAaHEHHbIE
MSATHUCTO-TAIYJIe3Hble BhICHITaHUsI. KpHU3bl COMPOBOXIaIUCh
HapacTaHWeM BOCMaJUTeIbHBIX M3BMEHEHM A B aHaIU3aX KPOBU
(J1eiiKOoLMTO3 ¢ HEUTPOdUIE30M, MOBBIIIIEHHASI CKOPOCTb Ocena-
Hus aputpouuToB — COD, HapacTaHue C-peaKTUBHOTO Oejika —
CPB), 1o okOHYaHW M KpU3a MoKa3aTeJ HOpMaJu30BbIBaJINUCh
0e3 KOppeKIIMU aHTUOMOTUKOTEepalTuK, KpOMe TOro, B aHaJIM-
3aX KpOBU OTMeyaiach aHeMUsI TSIXKEJIOl CTeNeHr, Tpedyolas
reMoTpaHcdy3un, Ipexoasias TPOMOOIIMTONEHU ST, TPOTEH -
HYpU s, U3peaKa OTMedaach TUMOTJIMKEeMU st 10 1,3 MMoJTb/1,
¢ nekabps 2024 r. — njakTatalMa03 B Hauaje kpusa. 3a Bpems
rOCMUTANIM3AMY UCKTIOUEHBl ay TOUMMYHHBIC 3a00JIeBaHUSI.
ITpoBeneHa a33o0¢aroractpoayoneHockonus (BI'JIC) kak B cro-
KOIHOM TIepHOoJie, TaK M Ha BBICOTE KpU3a (LIMKJINYECKOU PBOTHI).

LECHASCHI VRACH, VOL. 29, Ne 6, 2026, https://journal.lvrach.ru/

Pediatry

OI'/IC BHe Kpu3a: axanaszus kapauu? 2 noauna kapauu 0-Is Tu-
Mma; IpU3HaKKW TacTPUTA C IPO3USIMU CIUUCTOM; TPU3HAKY
npokcuMaabHoro nyoneHurta. DI'IC Bo BpeMs «LIUKIUNYECKOI
PBOTBI»: TUCTabHbII 230(arut ¢ eTMHUYHON dpo3ueil nmo npa-
BOIl cTeHKU; axana3zus? Kapauocnasm; mujaopocnasm.

B Bo3pacTte ogHoro roga rpex MecsitieB Bo @PTAY «<HMUILL
310pOBbs AeTeit» MuH3apaBa Poccuu ¢ yueToM BbISIBJEHHbIX
HapymeHuit co ctopoHbl ZKKT mpoBeneHa onepanus Kapano-
MuotoMuu no lennepy, ractponekcus o Jopy.

B nocnenytoiiem pebeHOK HEOTHOKPATHO HaXOMUJICS Ha CTa-
uroHapHoM jeyeHuu B FTAY3 OJIK B, rocriuranusanum cBsi3aHbl
C KPU30BBIM YXYIIIEHUEM COCTOSTHUS. YXyIIIeHe BOZHUKAJIO
1 pa3z B 7-10 nHeit U cOMPOBOXAAJI0Ch CAEAYIONIMMU U3MEHEH U~
MU

® MOBBILIEHWE TeMIepaTyphl Tesa 10 GeOpuabHbIX UbP
39-39,6 °C, m10x0 nmoaaarIieecss CHUKEHMIO;

® MOCTOSTHHBIE TTO3bIBBI Ha PBOTY, PBOTa (HECMOTPSI Ha MPO-
BeIleHHOE OlepaTUBHOE JICYSHUE), Pa3KMKEHHBIN yJalleHHbI
CJIUBUCTBIN CTYJI, MEPUONMYECKH YXYIIIEHUE COMPOBOX1aT0Ch
STBJICHUSTMU JIbIXaTeTbHOW HEIOCTaTOYHOCTH, TPEOYIOIel pecu-
PaTOPHOI OAEPXKKY, B JISTKUX MOSIBIISIIMCH PACCESTHHBIE BIaX-
HblE MEJTKOIY3bIpYaThle XPUITbl, KPEMUTALIMSI, BO BpEMs YXYIIIe-
HU S EPUOJUYECKHU OTMEUYaJOCh MOSIBJICHUE PAaCIIPOCTPAHEHHOM
TUIIEPEMUU, CHITTA TIITHUCTO-TIAITYJIE3HOM, Ha (hoHE yXYAIIeHU ST
COCTOSIHUSI B aHAJIM3aX KPOBU — JIEKOLIMTO3 C HEUTpOdUIe30M
OTHOCHUTEJbHBIM U a0COTIOTHBIM, TMM(MOTIEHU ST, yCKOPEHHOE
COD, noseiieHue CPB, I1KT, noce yay4diieHusI COCTOSTHU S
JMaHHbIE U3MEHEH M sI HOPMaIM30BbIBAJIMCH O€3 TPUMEHEHM ST AaHTH-
0aKkTepuaJbHBIX MPErnapaTos.

B stuBape 2025 r. 1eBOUKY OUHO IMTPOKOHCYJIBTUPOBAJIU B OTIE-
neHuu ummyHosiornu ®I'bY «<HMUWUIL AT'OU um. /1. Porauesa»
Munsapasa Poccuu. [Tociie npoBeneHHO KOppeKIIMU Tepa-
nmuu (MPeIHU30JIOH TTapeHTepaabHO U3 pacyeTa 1 MT/KI/CyT
B 2 BBelleHUsT — | Mec, 3aTeM nepeBeieHa Ha TpUeM BHYTPb, BBe-
NeHWe BHYTPUBEHHBIX UMMYHOTIOOYIMHOB, BricenTon u3 pacuera
5 MI/Kr/cyT 3 pa3a B He/leJ10) YXyIIIeHUe COCTOSIHUSI BO3HUKJIIO
yepe3 1 Mec u mpoTekaso Jierue: hedpuabHas TeMIepaTypa Teja
CHU3MJIACh MOCJIe BBEICHU S XKapOMOH U Xalollero npemnapara,
B KJIMHUKE OTMeYaIUCh TOJIBKO JUCIIENTUYECKUE TTPOSIBJICHU ST
6e3 TbIXaTeJIbHBIX HapyIIIeHUIA.

B mapte 2025 r. Bo BpeMst ouepenHoit rocnutanusauuu B O Kb
MPOIIOJIXEHO TeHeThYecKoe oocienoBanue. C yueTom uMeronieics
KJIMHUYECKOI KapTUHBI M TaHHBIX aHAMHe3a aBTOPaMU CTaThbu
3anono3peH cunapom MIRAGE, BcieactBue uero pedbeHKy Ha3Ha-
YeHBI ITOJTHOEe TeHOMHOe ceKBeHupoBaHue u JIHK-nnarnoctuka
ponuTteneit Ha cunapomM MIRAGE. MosekynsipHO-TeHeTuYecKoe
KcclieoBaHUe MPOBOANIOCH HAa 0a3e MEAUKO-TEHETUUYECKOT0O
neHtpa ®IrAY «<HM MWL 3noposbs neteii» Munsapasa Poccun
B anpesie 2025 1. (1 rox 6 Mec). BeisiBniena myTtariust B ak3oHe 03 reHa
SAMDY, nykneotuaHblii BapuaHT ¢.1325T>C (het) B retepo3urot-
HOM COCTOSIHMY C HEM3BECTHOM MaTOreHHOCThIO.

B HacTosiiee BpeMs (1o cocTosiHUIO Ha anpeib 2025 1.) macca
Tena pedeHka coctapiseT 5900 r (-4,21 Z), poct — 70 cm (-3,12 Z),
BecC K iJiuHe — -3,73Z, unaekc maccol renia (MMT) — 122 (-3,37 Z).
OO0l11ee cocTosiHUE pebeHKa TsiXkesoe 3a cUeT OeJTKOBO-9Hepre-
TU4YeckKoit HegoctarouHoctu, JIH I cTenenu, MHTOKCUKAIIMU.
[MoHuxeHHoro nutaHus. Temneparypa Tejaa — Ha HeOPUTbHbBIX
uudpax (mo 39,3 °C). Bsanas. Annetut cHuxkeH. KoxXHbIe TOKPOBbI
0JIeIHO-PO30BbIE C TOJYOOBATHIM OTTEHKOM, BbIPaXKEHHBII COCYIU-
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Meanatpun

CTBII PUCYHOK, Ha MepeaHel CTeHKe TPYIHOM KJIeTKH — BEHO3Hast
ceTb. [ToaKoKHO-XMPOBOI CJIOM pa3BUT ciado. Yepen qucriacTuy-
HBIi, OOJIBIION POMHUYOK He HaIpsiKeH, He BbIOyXaeT. MplledHast
runotoHus. [lepopaibHbIe XpUIThL. JBIITAT aTMOCGhEPHBIM BO3-
IIyXOM, caTypaliusi KUCJI0poaa Ha BICOKUX Idpax. YMepeHHast
OIIBITITKA CMEIIIAHHOTO XapakTepa. I pyaHast KjeTka CAHMMEeTpUYHas,
pPaBHOMEPHO yJacTBYeT B akTe AbixaHus. [Ipu mepKyccum Hal
JIETKUMMU — SICHBIIA JIETOYHBbIH 3BYK. TTpK ayCKyIbTalliK B JIETKUX
NbIXaHUE XeCTKOE, TPOBOIUTCSI BO BCE OTAEbI, BBICTYIIMBAIOTCST
BJIaKHbBIE MEJIKOIY3bIpYaThie XPUIThI, PacCesTHHasI KPEITUTAIIU ST
IO BCEM TIOJISIM, TpyObIe TPOBOXHBIe XpUTIbl. CO CTOPOHBI Cepied-
HO-COCYIMCTOM CUCTEMbI U3MEHEHU I He BBISIBIICHO. SI3bIK 00J10KeH
JKEJITO-3eJICHOBATBHIM HAJIETOM, M3 TIOJIOCTU pTa PEe3KMIi 3arax.
ZKMBOT MSTKWIA, HE B3OYT, TOCTYTICH MabIallMK BO BCEX OTIEAX,
MepruCTaJIbTUKa BeICTYITBaeTcs. [lapeHXuMaTo3HbIe OpraHbl
He yBeandeHbl. CTYJ XKUIKUIA, XKEeJITO-3eJIeHbII, CIIU3UCTHIA.
MouuTcs CaMOCTOSITEIBHO, TUYPe3 He HapyIlleH.

B o61ieM aHam3e KPOBY OTMEYAIOTCS CIIEAYIONINE U3MEHEHUSI:
Teitkon T — 9,60 X 109/, 303uHOGUIEl — 2,0%, MOHOIIUTEl —
5,0%, numbouuTel — 16,0%, cerMmeHTOSI IEpPHBIE HEUTPODUITBI —
68,0%, nanoukosinepHble HeUTpObMIBl — 9,0%, TUMGOLIUTH —
1,10 x 109/n, mamdcorntsr — 11,50%, cpemtme teitkomnTsl — 0,30 X
109/n, cpemtme neitkonuTsl — 3,10%, rpanymounTts — 8,20 x 109/1,
rpaHyIoIuTH — 85,40%, sputporutsl — 3,75 x 1012/, remaro-
kput — 30,40%, MCV — 81,00 1, MCH — 26,90 ntr, MCHC —
332 1/n, remorno6uH — 101,00 r/1, TpoMGoIITEl — 332,00 X 109/,
COD — 38,0 mm/4ac.

WM3meHeHus1 B OMoxuMuueckoM aHaiuse kposu: CPb — 52,34
MT/J1, o0mmit 6eyok — 59,3 /.

Komnporpamma: kaj1 Heo(OpMJIEHHBI, CTU3UCTBIN, IIBET CBET-
JIO-KOPUYHEBbII, HEUTpasibHbIN XUP — OO0JIbIIOE KOTUYECTBO,
SKUPHBIE KUCJIOThI — OOJIBIIOE KOJIMYECTBO, MblJIa — OOJIbIITOE
KOJINYECTBO, HellepeBaprBaeMasi KjieTyaTka — 60JIbIIoe KO-
YeCTBO, IepeBaprBaeMas KjeT4aTka — HeOOJIbIIoe KOJTMYECTBO,
KpaxMaJl BHEKJIETOYHO — OOJIbIIOEe KOJIMYECTBO, HomoduiibHast
(topa — GOJTBIIIOE KOJMYECTBO, CAU3b — OOTBIIOE KOJTMYECTBO,
JIEMKOLIUTHI — 4-5, CTIOPHI U TICEBAOMULIETU I TPUOOB — OOJIbIIIOE
KOJIMYECTBO, sIiIIa TeIBMUHTOB M TIPOCTEHIIIe He OOHAPYKEeHBI,
yraeBoasl B Kajie — 1,00% (nopma 0).

AHTuTena Kk rmuaauny: IgA — 117,9 En/ma (0,0-25,0), IgG —
93,5 En/mn (0,0-25,0).

VabTpa3ByKoOBOE UCCIIeIOBaHNE BHYTPEHHUX OPTaHOB: KAMEHb
SKEJTIHOTO MY3bIPSI.

KoMmnblotepHast ToMorpadust IeTKUX: TPaBOCTOPOHHSISI TTOJTH-
cerMeHTapHast THEBMOHMSI.

DrekTpokapauorpadus u sxokaparorpadusi: 6e3 BbIpaxkeHHOMN
MaTOJIOTU M, OTMeYaeTCs Taxukapaus 10 150 ynapoB B MUHYTY.

TMpuHUMast BO BHUMaHUeE JaHHbBIE:

e aHaMHe3a: MpeHaTaJbHast TUIIOTPOGdUs, MPpekKIeBpeMeH-
HbIE POJBI, TPYJTHOCTHU CO BCKapMJIMBaHHMEM, ITJIOX0M HaGop
Beca, TPOMOOIIMTOIIEH I, IbIXaTeJlbHasi HEIOCTATOYHOCTD,
CYIOPOXHBIM CUHIPOM, YacThle ”HMEKIIMOHHBIE 3a00JIeBaHNS;

® KJIMHUYECKOW KapTUHBI: 3a7epXXKKa (DU3MIECKOro 1 MOTOPHO-
IO Pa3BUTHSI, YaCThle OOMIIbHBIE PBOTHI, HApyIIeHUE KUIIIEYHOTO
BcachIBaHMsI (3HTEPOIIATHUsI), XpPOHUYECKasl Truapesi, Haarmoyed-
HUKOBasI HEIOCTATOYHOCTh, TUITOJIAKPUMMU ST, COCTOSTHUE TTOCIIe
onepaTUBHOM KOPPEKIIMHK axaia3uu Kapauu;

® 1a00paTOPHBIX UCCAEAOBAHU: aHeMUsI (C MEPBbIX AHEM
KM3HM), TUMGOIEHU S, HeUTPOMDUIbHBI JTEKOILIUTO3, TTOBBI-
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IIeHUE YPOBHSI MOYEBUHBI, CHUXXKEHHE KOPTU30J1a, XKejie3a, epuo-
IYecKast TUITOTJIMKeMUs (C POXKIeHMsT), TUTIOHATPUEM U ST,

® MOJIEKYJISIPHO-TEHETUYECKOro obcienoBaHU s peGeHKa
(BBISIBJICH BapMaHT C HEM3BECTHOM KJIMHMYECKOM 3HAYMMO -
cThlo B TeHe SAMD9) u pe3yabTaThl 00CJeI0BAHUS «TPUO» —
JIOKa3aHO IMMPOUCXOXICHHWE BapruaHTa de novo Ipu MpoBeACHU N
cerperalMoHHOrO aHaju3a B ceMbe, peOSHKY BBICTaBJICH OKOH-
yarelbHbII qrarHo3: MIRAGE-cuuapom (OMIM 617053).

C y4eTOM OTCYTCTBHUSI STHOJOTMYECKOTO JICUSHUsI, B CTAllMO-
Hape peGeHKY IMTPOBOAMIACH KOPPEKIIUS TUEThI: 6€3MOJTOUHbIe
0e3rTI0TEHOBBIE Kallli, OBOIITHOE MTIOPe, MSICO KPOJIMKa U YaCTUY-
HO€ TTapeHTepaJbHOe MUTaHKWE B BUIe BHYTPUBEHHOTO Karmelb-
HOro BBeleHUs pacTBopoB amuHoBeHa (10%), riaokoss! (10%
u 40%), xnopuna kanus (4%), narpust xaopuna (0,9%), cynbdara
maraus (25%), CMO®nunuaa, sMmyiabcuu 1 nHdy3uit (20%),
Buranunuma geTckoro, a Takke BHyTPUBEHHOE CTPYITHOE BBe-
JIeHWe MPeaHU30JI0Ha, aHTUOMOTUKOTepanus — 1edorepa3oH +
cyJbOaKTaMm.

Ha done mpoBonmMoii Tepanuy oTMevaeTcst IepuoInIecKoe
yaydIIeHue o6IIero COCTOSTHUST: peOeHOK CTAHOBUTCS OoJiee
aKTUBHBIM, ITpUOaBiIsieT B Macce Teja (BO BpeMs MocJieTHe i
rocriutanu3zanuu — 300 r), HopMaau3yeTcsl TeMreparypa TeJa.
PBOTHI HET, OTMEUAIOTCS ITO3BIBBI ITPY MPOIOJTKAIOIIEMCST YaCTU Y-
HOM NapeHTepabHOM MUTaHUuM. CaTypalus KUCIopoaa Ha BbICO-
Kux nudpax. KruBOT MITKHIA, HE B3IyT, JOCTYIEH MaJblaluu
BO BCEX OTJ/IeJIaX, MepucTaabThKa BhICayIIuBaeTcs. CoxpaHsieTcst
YaCTbIW XKUAKHUH CTYJ CO CAU3BIO.

B HacTosiiee BpeMst peGeHOK TOTOBUTCS K FrOCIIUTaIU3a-
uuu B otaeseHun uMmMmyHogornu ®I'bY <HMUL ATOU um.
J1. PoraueBa» Munsapasa Poccun.

K coxaneHHI0, HECMOTPS Ha ITPOBOAMMOE JICUCHHE, DU~
307 bl KPU30BBIX COCTOSTHU B TTOCJIeIHEE BpeM s yIaCTUIUCH
M YCUJIMJTUCH TTO MHTEHCUBHOCTHU. TaK, HEMOCPEICTBEHHO Tepe
rocrnuTaausalnueit B heaepaabHbIil LIEHTP y peOeHKa B HavyaJjie Mast
2025 1. (1 rox 6 mec) B OAKB BriepBbie 1e6GI0TUPOBA MPUCTYIT
SMUJICTICUU TI0 TUTTY abcaHca 6e3 CyI0pOXKHOr0 KOMITOHEHTA.
Bo BpeMst mpucTyma Ha a5ieKTposHIedatorpadu perucTpupo-
BaJIOCh 3aMelJIeH1e GMOPUTMOB FOJIOBHOT'O MO3Ta.

3AKAKOUEHUE

OcobeHHocTsiMu KanHuuyeckoro ciydyass MIRAGE y nanHoro
pebeHKa SIBASIIOTCS:

® JI0OCTaTOYHO MO3/IHee BhIsIBJIEHNE, 00YCIOBJIEHHOE KpaliHell
PEIKOCTbIO €ro B MOMYJSIUY;

® KpM30BOE T€UEHMUE, KOT/1a epUOibl OTHOCUTEIBHOrO 61aro-
MOJIyYU sl CMEHSIIOTCSI pE3KUM 000CTpEeHUEM ¢ mpeodajaHueM
KEJTYA0YHO-KUIIEYHbIX HApYIIEeH U, OTCYyTCTBUEM MpUOaB-
KM B Bece U OTpHUllaTebHOI AMHAMUKON Beca Teja nocle
Kpu3a.

YKazaHHbIe 0COOEHHOCTU KJIMHUYECKOW KapTUHbBI CUHAPOMA
y MalMeHTKH MOKa3bIBaIOT, YTO HEOOXOAMMO MPOBOAUTH MOJIHbI I
TeHeTUYECKU A aHAJIU3 TTPU HESICHOM Y HETUMTMYHOM KJIMHUYECKOMN
KapTUHE, BKJIIoUYaruleil mopaxkeHue MHOTMX CUCTEM OpraHu3Ma
OJITHOBPEMEHHO, JIJIS1 UCKJIIOUEHU S CAaMbIX PEIKUX TEHETUUYECKUX
3abosesannii. JIB

Bknap aBTOpOB:
ABTOpbI BHECAU PaBHbIV BKAAA Ha BCEX dTanax paboTbl U HanUcaHus
cTaTbu.

JIEYALLIM BPAY, TOM 29, Ne 6, 2026, https://journal.lvrach.ru/



Contribution of authors:
All authors contributed equally to this work and writing of the article
at all stages.

Autepatypa/References

1. Tanase-Nakao K., Olson T. S., Narumi S. MIRAGE Syndrome. 2020 Nov 25.
In: Adam M. P., Feldman J., Mirzaa G. M., Pagon R. A., Wallace S. E.,
Amemiya A., editors. GeneReviews® [Internet]. Seattle (WA): University
of Washington, Seattle; 1993-2025. PMID: 33237688.

2. Sho Ishiwa, Koichi Kamei, Kanako Tanase-Nakao, Shinsuke Shibata,
Kunihiro Matsunami, Ichiro Takeuchi, Mai Sato, Kenji Ishikura & Satoshi
Narumi. A girl with MIRAGE syndrome who developed steroid-
resistant nephrotic syndrome: a case report. BMC Nephrology.

2020; vol. 21: 340.
3. Agedosa A. . v coaBT. KiimHMYyeckas XxapaKTepucTMKa NallueHToB
c nedpekramu reHoB SAMD9/SAMDYL. Bonipocsl remarojoruu/
OHKOJIOTUM U UMMYHOIaToJIornu B iequatpuu. 2022; 21 (3): 126-135.
DOI: 10.24287/1726-1708-2022-21-3-126-135.
Avedova A. Ya., et al. Clinical characteristics of patients with the SAMD9/
SAMDOL gene defects. Voprosy gematologii/onkologii i immunopatologii v
pediatrii. 2022; 21 (3): 126-135. (In Russ.) DOI: 10.24287/1726-1708-2022-
21-3-126-135.
. Narumi S., Amano N., Ishii T., Katsumata N., Muroya K., Adachi M., et al.

SAMD9 mutations cause a novel multisystem disorder, MIRAGE syndrome,

~

and are associated with loss of chromosome 7. Nature Genetics. 2016; 48 (7):
792-797. DOI: 10.1038/ng. 3569.

. Buonocore F., Kiihnen P., Suntharalingham J. P., Del Valle I., Digweed M.,
Stachelscheid H., et al. Somatic mutations and progressive monosomy modify
SAMD9-related phenotypes in humans. J Clin Invest. 2017; 127 (5): 1700-
1713. DOI: 10.1172/ICI91913.

. boposukos A. O., lllapkosa H. B., Poiackosa O. I1., Yyxposa A. JI.,

w

N

Hlaeuna O. A., Mapkoea T. B., Jladaau E. JI. KnMHUKO-TeHeTUYECKHUE
XapaKTepUCTUKM CUHAPOMA KOHTPAKTYP KOHEUHOCTEN 1 InLa,
TUIIOTOHUH U 3a1€PXKH CUXoMoTopHOro passutust (OMIM: 616 266),
obycioByiieHHoro mytauusmu B reie NALCN. HepBHO-MbI1LIEUHbIE
6ose3nu. 2019; 9 (1): 83-91. https://doi.org/10.17650/2222-8721-2019-9-1-
83-91.

Borovikov A. O., Sharkova 1. V., Ryzhkova O. P., Chukhrova A. L.,
Schagina O. A., Markova T. V., Dadali E. L. Clinical and genetic
characteristics of the syndrome of contractures of the limbs and face,
hypothony and psychomotor retardation (OMIM: 616266), caused by
mutations in the NALCN gene. Nervno-myshechnye bolezni. 2019; 9 (1):
83-91. (In Russ.) https://doi.org/10.17650/2222-8721-2019-9-1-83-91

CBepeHun 06 aBTopax:

Pomynkun AuTon HukonaeBuu, x.m.H., doyenm Kaghedpsr neduampuu,
Dedepanvhoe eocydapcmeennoe 0100xcemnoe 00pazoeamenbhoe
yupegcderue gvicuie2o 00paszoeanus «Openbypeckuil 2ocyodapcmeeHHblil
meduyunckut ynugepcumem» Munucmepcmea 30pagooxpanenus
Poccuiickoi Pedepayuu; 460014, Poccus, Opendype,

ya. Cosemckas, 6; roshchupkin_anton@bk.ru

EBctudeesa N'aauna FOpweBHa, 0.m.1., npogpeccop, 3acayicernuli
pabomunuk évicuteti wikoavl Poccutickoii @edepayuu, 3agedyowan
Kkagedpoii neduampuu, Pedeparvroe 2ocydapcmeennoe

O0r00xucemuoe 06pazosamenvroe yupexcoeHue goiciieco 00pa3o08anus
«OpeHnbypeckuii 20cydapcmeeHHblli MeOUYUHCKUI YHUBePCUMem»
Munucmepcmea 30pasooxpanenus Poccutickoit Pedepayuu;

460014, Poccus, Openbype, ya. Cogemcikas, 6;

gal-evst@mail.ru

LECHASCHI VRACH, VOL. 29, Ne 6, 2026, https://journal.lvrach.ru/

Pediatry

Janunosa Enena IBanoBHA, K.M.H., doyeHnm Kaghedpsl neduampuu,
Dedepanvhoe eocydapcmeennoe 6100x3cemnoe 06pazoeamenbhoe
yupedxcdeHue gvicuieco 06pazosanus «OpeHbypeckuii 20¢ydapcmeeHHbli
meduyunckuil ynugepcumem» Munucmepcmea 30pagooxpanenus
Poccuiickoi @edepayuu; 460014, Poccus, Openbype,

ya. Cosemckas, 6; danoilowa@list.ru

BerepkoBa 3uHauna AjeKCaHAPOBHA, K.M.H., QoyeHm Kagedpsl
neduampuu, Pedeparvhoe cocydapcmeennoe 6100xucemuoe
o6pasosamenvroe yupesncoenue gbicuieco 00pa308anus
«Openbypeckuii eocydapcmeeHtblil MeOUYUHCKUL YHUGePCUMen»
Munucmepcmea 30pasooxpanenus Poccuiickoit Pedepayuu;
460014, Poccus, Openbype, ya. Cogemckas, 6;

zina76@mail.ru

YcenkoBa Haranba HukonaeBua, sasedyrwuwas neduampuueckum
omdenenuem, locydapcmeennoe agmornomHoe yupeicoerue
30pasooxpanenus «Obaacmuas demckas KAUHUYECKAs 00NbHUYA»;
Poccus, 460006, Openbype, ya. lapanvkuna, 22;
usenkova72@gmail.com

T'eBopksan Iluana BauaranoBua, 3asedyrwuwas omoesenuem
anecmesuonozuu-peanumayuu, locyoapcmeenroe agmoHommoe
yupexcderue 30pagooxpanenus «Obaacmuas demckas KAUHUYECKa s
6oavnuya»; Poccus, 460006, Opentbype, ya. lapanvkuna, 22;
zav.aro@odkb56.ru

Information about the authors:

Anton N. Roshchupkin, Cand. of Sci. (Med.), Associate Professor
of the Pediatrics Department, Federal State Budgetary

Educational Institution of Higher Education Orenburg State Medical
University of the Ministry of Health of the Russian Federation;

6 Sovetskaya str., Orenburg, 460014, Russia;
roshchupkin_anton@bk.ru

Galina Yu. Evstifeeva, Dr. of Sci. (Med.), Professor, Honored
Employee of Higher Education of the Russian Federation,

Head of the Pediatrics Department, Federal State Budgetary
Educational Institution of Higher Education Orenburg State Medical
University of the Ministry of Health of the Russian Federation;

6 Sovetskaya str., Orenburg, 460014, Russia;

gal-evst@mail.ru

Elena I. Danilova, Cand. of Sci. (Med.), Associate Professor

of the Pediatrics Department, Federal State Budgetary Educational
Institution of Higher Education Orenburg State Medical

University of the Ministry of Health of the Russian Federation;

6 Sovetskaya str., Orenburg, 460014, Russia; danoilowa@list.ru
Zinaida A. Veterkova, Cand. of Sci. (Med.), Associate Professor

of the Pediatrics Department, Federal State Budgetary Educational
Institution of Higher Education Orenburg State Medical University
of the Ministry of Health of the Russian Federation; 460014, Russia,
Orenburg, Sovetskaya str., 6; zina76@mail.ru

Natalya N. Usenkova, Head of the Pediatrics Department,

State Autonomous Healthcare Institution Regional Children's
Clinical Hospital; 22 Garankina str., Orenburg, Russia, 460006,
usenkova72@gmail.com

Diana V. Gevorkyan, Head of the Department of Anesthesiology

and Reanimatology, State Autonomous Healthcare Institution
Regional Children's Clinical Hospital; 22 Garankina str., Orenburg,
Russia, 460006; zav.aro@odkb56.ru

IMocrynuna/Received 12.09.2025
IMocrynuna nocue peuensuposanus,/Revised 20.10.2025

IMpunsa B nevarsn/Accepted 24.10.2025

63



