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Knunnyeckui cnyyai / Clinical case
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Pesiome

CNOT3-cnHapoM — 3T0 peakoe reHeTnyeckoe 3aboneBaHne C PasanUYHbIMU KNMHUYECKUMI MPOSIBNEHMSIMU, CBS3AaHHOE C HapyLle-
Huamm B obnactn 19q13.42. Ten CNOT3 koampyeT 6enok, y4acTBYOLLMIA B PErynsumm 3KCNpeccumn reHoB M NoaaepXKaHum ctabunb-
HocTu PHK. MyTauum B 3TOM reHe MOryT NPpUBOAWTb K MHOXECTBEHHbBIM HAPYLLEHMAM, BKITHOUAS 33AEPXKKY MCUXUYECKOrO pa3BUTUS,
K/IMHWYECKUE NPOSIBIEHNS CO CTOPOHbI XeNyL404HO-KMLIEYHOTO TPAKTa, a TakXKe XapaKTepHble AMCMopduYeckue YepTbl nnua. B knu-
HUYECKOW MPaKTMKE BAXKHbIM aCMeKTOM SBSETCS PAaHHNAS AMATHOCTUMKA U MYNbTUAMCLUMIIMHAPHbIA MOAXOA K JIEYEHUIO, KOTOPbINA
MOXET BKJ/IOYATh raCTPO3HTEPOIOra, HEBPOJIOTa M 3HAOKPMHOMOrA. B NpeAcTaBNeHHOM KMHUMYeckoM cyydae 10-neTHss feBoyka
6bI11a rOCNUTANM3MPOBAHA B raCTPO3HTEPOIOrMYECKOE OTAENEeHUE C XKanobaMu Ha 6onu B XKMBOTE, TOLLHOTY M ronoBHble 6oau. OHa
poaunack oT NepBoi 6epeMeHHOCTH C HOPMAsbHbIMM MOKA3aTENSAMU, HO C ABYX JIET Y HEe HauaM NposBASTLCS aTONUYECKuit aep-
MaTUT M NepuaHanbHbii aepmatut. B 2019 r.npoBeaeHHas 330daroractpoayoaeHoCKonus BbiSBMUAA ANCTaNbHbIN pedatokc-330harnt
n ractpur. [Npu poobcnefoBaHNM YCTaHOBNEHA 334ePKKa NCUXMYECKOTO Pa3BUTUS, COCTOMT Ha AMCMAHCEPHOM HAbAEHWM Y BpaYa-
HeBposnora. [1pn GusmkanbHOM ocMoOTpe — AMcMopduYeckne YepTbl MLA U TMPCyTU3M. JlTabopaTopHble MCCNea0BaHUS BbISIBUIMU
NATEHTHbIN Xene3onedbuumT, ropMoHanbHbIM Npodunb 6e3 ocobeHHocTen. B cBS3M C M3ObITOYHBIM OBOIOCEHMEM M MOBbILIEH-
HbIM anNMeTUTOM AeBoYKa Bblna HaNpaBieHa K 3HAOKPUHONOTY 1St UCKIKYEHUS BPOXKAEHHOW AUCHYHKLMM KOPbI HALMOYEYHMKOB.
[eHeTMYeckoe nccnefoBaHNe YCTaHOBWUIO Hannyme Mukpoaeneumm B obnactm 19q13.42, uto ceszaHo ¢ cuHapomom CNOT3. JaHHbIM
Cy4yait NoaYepKMBAET BAXKHOCTb KOMMIEKCHOTO MOAXOAA K AIMArHOCTUKE M IeYEHUIO AeTel C peiKUMU reHETUYECKUMU CUHAPOMaMMU.

KnioueBbie cnosa: CNOT3-cMHAPOM, MyTaLuMs, yMCTBEHHAS OTCTANOCTb, FEHETUYECKOE TECTUPOBAHME, HACNeACTBEHHOE 3aboneBaHue
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Abstract

CNOT3 syndrome is a rare genetic disorder with variable clinical manifestations associated with abnormalities in the
19913.42 region. The CNOT3 gene encodes a protein involved in the regulation of gene expression and maintenance of RNA
stability. Mutations in this gene can lead to multiple disorders, including mental retardation, clinical manifestations from
the gastrointestinal tract, and characteristic dysmorphic facial features. In clinical practice, an important aspect is early diag-
nosis and a multidisciplinary approach to treatment, which may include a gastroenterologist, neurologist, and endocrinolo-
gist. In the presented clinical case, a 10-year-old girl was hospitalized in the gastroenterology department with complaints
of abdominal pain, nausea, and headaches. She was born from her first pregnancy with normal parameters, but from the age
of two she began to manifest atopic dermatitis and perianal dermatitis. In 2019, esophagogastroduodenoscopy revealed distal
reflux esophagitis and gastritis. Further examination revealed mental retardation, and the girl is under regular medical obser-
vation by a neurologist. Physical examination revealed dysmorphic facial features and hirsutism. Laboratory tests revealed
latent iron deficiency, and a normal hormonal profile. Due to excessive hair growth and increased appetite, the girl was
referred to an endocrinologist to rule out congenital adrenal cortex dysfunction. Genetic testing revealed a microdeletion in the
19913.42 region, which is associated with CNOT3 syndrome. This case highlights the importance of an integrated approach
to diagnosing and treating children with rare genetic syndromes.
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BBEOEHUE

B HacToslee BpeMs YMCTBEHHAS OTCTANOCTb U KOTHUTUB-
Hble HapyweHUs IBNSTCA PacnpOCTPAHEHHBIMU KIUHKUYE-
CKUMUW MPOSIBNEHUAMU HACNEACTBEHHbIX 3aboneBaHuin. ITn
COCTOSIHMSI MOTYT NPOSBAATLCS B Pa3MyHbIX hoOpMax U cTe-
NeHW TKECTW, OKA3blBas BNIMSHME HA KA4yeCcTBO XM3HM Na-
LIMEHTOB M UX ceMbM. Mo AaHHbIM BceMmupHo opraHusaumm
3[paBOOXPAHEHMS, YMCTBEHHAS OTCTAN0CTb 3aTparnBaeT OKo-
5o 1-3% Hacenenual. Mo gaHHbIM PocctaTa, Ha 2022 1. B Poc-
CUM NPOXMBAET 0KOMO 1,5 MAH Ntofew C yMCTBEHHOM OTCTa-

noctblo. M3 Hux okono 700 Teic. - 370 aetn o 18 net [1].

OOHWMMU U3 KNKYEBbLIX NMPUYUH KOTHUTUBHbBIX HapyLleHW
M YMCTBEHHOW OTCTANIOCTU SBNSIOTCS HacneacTBeHHble. B no-
cnefHue roabl 0coboe BHMMaHMeE yoenseTcs ponau onpe-
[leNeHHbIX TeHOB B NaTOreHese 3TUX COCTOSHWUIA. OgHUM U3
Takux reHoB aensetcs CNOT3, KOTOPbIV y4acTBYeT B peryns-
LMW 3KCMPECCUM reHOB U NOLAEPXKAHUM KNETOYHOro roMeo-
cTasa. Mytauum B reHe CNOT3 MOryT NpMBOAMUTL HE TObKO
K YMCTBEHHOW OTCTanoCTh U KOFHUTUBHBIM HApYLIEHUSM, HO
M K APYTMM KIMHUYECKMUM NPOSBNEHUSM, CBS3aHHbIM C Hapy-
weHneM MeTabonunsma u GyHKLUMOHMPOBaHUS kneTok [2]. le-
HeTMYecKoe pacCTPOMCTBO, CBA3aHHOE C MyTaLMel B reHe
CNOT3, npepctaBnsgeT coboi ypesBblYaiHO pefKkoe Mano-
M3yyeHHoe 3aboneBaHue, Hay4YHbIX NybaMKaLmii No AaHHOWM
npobneme HegocTaTtouHo. COrNacHO AaHHbIM MEAULIMHCKOWM
nutepatypbl 3a 2023 1., 3aperncTpMpoBaHo okono 25 ciyya-
€B, OXBATbIBAKOLLMX KaK NefuaTpUYeckyto, Tak U B3pOCyo

! https://data.who.int/countries/643.

PucyHok 1. MofenvpoBaHue npocTpaHCTBEHHOW CTPYKTYpbI
6enka CNOT3-201 c nomowbto AlphaFold 2.3.2

Figure 1. CNOT3-201 protein spatial structure modelling
using AlphaFold 2.3.2

https://www.proteinatlas.org/ENSG00000088038-CNOT3/structure+interaction

BO3paCTHble rpynnbl’. B nepcnekTMee KOAMYecTBo AMarHoCTU-
pOBaHHbIX Cly4YaeB OyneT BO3pacTaTb BCELCTBME MOBbILIE-
HWS YPOBHSI OCBEAOMIEHHOCTM MEAMLMHCKOrO coobLecTBa
OTHOCWTENBHO AaHHOrO 3aboNeBaHMs M pacLIMPEHMs Mpak-
TUKM FEHETUYECKOTO TECTUPOBAHMS.

BEJIOK CNOT3

benok CNOT3 (CCR4-NOT transcription complex subu-
nit 3) koampyetca reHom CNOT3 u gBnseTcs cybbeanHuuen
komnnekca CCR4-Not deadenylase® (puc. 1).

OcHoBHble dyHKuMK Benka CNOT3:

CNOT3 nopaBnseT akTMBHOCTb rEHOB, KOTOPble MOTYT Ha-
pyLwaTb paboTy 6eTa-KNeToK NoAKenya04YHOM Xenesbl, OTBET-
CTBEHHbIX 38 CMHTE3 MHCYNUHA*,

YyactByeT B anddeperumposke B-knetok. CNOT3 akTmBmM-
pyeTcs BO BpeMsi npeBpaLLleHns npo-B-kneTok B npe-B-kneTku.

PerynupyeTt neaneHunmpoBaHue (yoaneHue nonu(A)-xso-
cta) MPHK, obecneunsaet ctabunbHoctb MPHK 1 TeM cambiM
perynvpyeT TpaHCIsLmIo.

YyacTByeT B Noanep>KaHnu UOEHTUYHOCTU IMOPUOHANb-
HbIX CTBOJIOBbIX KNETOK, NPEeA0TBPALLAs UX AMPdOEPEHLMPOBKY.

YyacTByeT B MOCTHATAbHbIX GYHKLUMAX NEYEHMN.

ObecneunBaeT noaLepxaHne roMeocTasa B KapanoMu-
oumMTax.

YyacTByeT B pe30opbummn KOCTw.

CNOT3 - MHOrodyHKLUMOHaNbHbIN OGENoK, urpatoLmii
KNOYEBYIO pO/ib B Perynsiummn pasnmnyHbix GUonormyeckmx
npoueccos. Ero ancdyHkLMa cBs3aHa € pa3BuTMeM auabeTa,
OHKONOTMYeCKMX 3a001eBaHUI U FrEHETUYECKMX HaPYLUEHWUIA.

CNOT3-CMHOPOM

CNOT3-cMHAPOM — ayTOCOMHO-LOMWHAHTHBIA CUHAPOM,
aCCOLMMPOBAHHbIN € MyTaumel B reHe CNOT3. MNpencraenset
coboit pegkoe 3aboneBaHue, xapakTepusytolieecs 3aaepx-
KOW MCUMXOMOTOPHOrO Pa3BMTMS M OKa3blBatoLLee HeraTus-
HO€e B/IMSIHME Ha KOTHUTMBHbIE CMOCOOHOCTU M MoBefeHYe-
cKkMe ocobeHHOCTM maumenTa. Kak u B ciyyae 60nblUMHCTBA
HaCNeACTBEHHbIX MNATONOMMIA, CTENEHb BbIPAXKEHHOCTW W Bapua-
6enbHOCTb CUMMTOMOB MOTYT 3HAYMTEIbHO Pa3InMYaThCs y pas-
HbIX MaLMeHTOB. PacCcTpoCTBO, aCCOLMMPOBAHHOE C AedeKkToM
reHa CNOT3, obycnoBneHo cneunduyeckumm reHeTu4eCckKMMm
M3MEHEHWUIMU, KNACCUDULMPYEMBIMK KaK MaTOreHHble Bapw-
aHTbl B KoMnoHeHTe CCR4-NOT TpaHCKpUNUMOHHOMO KOMMEeK-
ca, cybbeamnue 3 (CNOT3).TeH CNOT3 pacnonoxeH Ha AauH-
HOM nneye xpomocomsl 19, B nokyce 19q13.42 (puc. 2).

2 https://rarechromo.org/media/singlegeneinfo/Single%20Gene%20Disorder%20Guides/
CNOT3-related%20disorder%20QFN.pdf.

* Ibid.

*The human protein atlas. Available at: https://www.proteinatlas.org/ENSG00000088038-
CNOT3/structure+interaction#interaction.
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PucyHok 2. OTnenbHble BapuaHTbl CNNANCKHIA, @ TAKKE CXEMATUYECKME CTPYKTYPbl TPAHCKPUMTOB, BKtOYAs 3K30HbI, UHTPOHbI

1 5-HeTpaHcmMpyeMble 061acTM ANS pa3nyHbIX 30hopM

Figure 2. Individual splice variants and a schematic representation of the structure of transcripts, including exons, introns,

and 5-untranslated regions for different isoforms
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MexaHu3sm pa3BuTus

B npouecce onnonoTBOpeHUs NPOUCXOAUT CANSHKE TeHe-
TUYECKOro MaTepuana, COAepXallerocs B aiLekneTke 1 cnep-
MaTo30MAe, 4TO MPUBOAUT K DOPMUPOBAHMIO 3UTOTbI, KOTOPAs
npetepneBaeT ApobneHune 1 AaeT Hayano HOBOMY OpPraHmU3Mmy.
TOT NpoLecc He 9BNSeTcs abCONOTHO TOYHBIM, U B reHeTUYe-
CKOM MaTepuasne NOTOMKOB MOTYT BO3HWKATb Cly4aliHble M3-
MeHeHus, koTopble otcyTctytoT B IHK nx poautenen. Takune
MyTaLMM BO3HUKAKOT €CTECTBEHHBIM 0OPA30OM U He 3aBUCAT OT
BHELIHWX BO34eNCTBUIA. [ofobHbIE U3MEHEHUS NPOMCXOANAT
y BCeX NOAeW, OAHAKO MX BAUSHWE HA 340POBbE M PA3BUTUE
CTAHOBWTCS 3HAYMMBbIM TOMbKO B Cy4ae, eC/iv 3aTparneatoT-
€9 KNtoYeBble reHbl. B HEKOTOPbIX Ciyyasx y AeTei, cTpasato-
LLMX OT pacCTPOMCTB, CBA3aHHbIX C reHoM CNOT3, u3MeHeHus
B 3TOM reHe BO3HWKAKT CMOHTaHHO (de novo) U He obHapy-
XMBAIOTCS Yy UX poauTeneit. B aopyrmux cnyyasx mytaums MoxeT
6bITb YHAaCNeA0BaHa OT OAHOIO M3 POAUTENEN, KOTOPbINA Takxe
SBNSETCS HOCUTENEM [IAaHHOrO BapuaHTa reHa. B kaxpoi co-
MaTMYeCcKoM KNeTKe YenoBeYeCKOro opraHuMsMa npucyTCcTBY-
10T ABe Konuu xpoMocombl 19. Bcnencraue atoro umeetcs age
konuwu reHa CNOT3. Ten CNOT 3 kopmpyeT 6enok CNOT3, koTo-
PblIli BNSETCS BAKHbBIM KOMMNOHEHTOM C/TIOXXHOM perynsTopHon
CUCTEMBI, KOHTPOSIMPYHIOLLEN SKCMPECCUIO APYTrMX reHoB. [1aTo-
reHHble BapmaHTbl reHa CNOT3, accoummpoBaHHble C pa3BUTU-
€M reHeTu4Yecku 0ByC/I0BNEHHOTO pacCTPOICTBA, MOTYT Npu-
BOLMTb K HapyweHuto cuHTe3a benka CNOT3 unun k notepe
ero QyHkumn. B ceasum c Tem, yto CNOT3-cnHAPOM HacenyeT-
€S N0 ayTOCOMHO-AOMWHAHTHOMY TUMY, A1 MPOSBAEHMUS K/U-
HWYECKMX NPWU3HAKOB LOCTAaTOYHO MyTaLMM B OAHOW M3 ABYX
Konuit reHa CNOT 3, n0OKann30BaHHOIO Ha ayTtocome [3].

KakoBa ke BepoaTHOCTb BO3HUKHOBEHUS AAHHOIO
3aboneBaHua?

BeposTHOCTb BO3HMKHOBEHMS HACNEOCTBEHHOrO 3a-
boneBaHma y pebeHka 3aBUCUT OT reHETUYECKOro nNpodu-
na poautenen. Npu BbiISBAeHUM de NOvVO MyTauuu B reHe
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CNOT3 puck NOBTOPHOrO poxaeHus pebeHka C Hapylle-
HMEM, CBA3aHHbIM C MyTauunen B reHe CNOT3, MUHKUMa-
NeH u coctasnsaeTt MeHee 1%, NOCKONbKY NaTOreHHbIN Bapum-
aHT oTcyTCcTBYeT y 0boux poauteneit. OLHAKO COXpaHaeTcs
KpaiHe HM3Kas BepOSTHOCTb MPU FOHAAHOM MO3auLuU3Me,
KOr4a NaToreHHbIM BapuaHT NpUCYTCTBYET B MONOBbLIX KET-
Kax OLHOro u3 poautenen. B cnyvyae obHapyxeHus naTo-
reHHOro BapuaHTa y OAHOIO U3 poaMTeneil BepOSTHOCTb ne-
pefayn notomcTBy 0bbl4HO cocTasnseT 50%. Bpau-reHeTmk
MOXET NpeaoCTaBuUTb MHAMBUAYANbHbIE PEKOMEHAALMM ANg
KaXO0M CeEMbMU, YUMTbIBAS CNELMDUKY BbISIBIEHHOMO reHeTH-
YeCKOro HapyLleHus.

Knunuueckune npossnennsa CNOT3-cuHapoma

Y 60nbLWIMHCTBA NauneHToB ¢ gedekToM B reHe CNOT3 Ha-
61t04at0TCs Cnefytolme KNMHUYecKne npossnenus [4]:

3apepkka NCMXOMOTOPHOMO Pa3BUTUS.

KOrHWUTUBHbIE HApYLWEHMS UK YMCTBEHHAS OTCTaNOCTb.

PeyeBble 1 93bIKOBbIE PACCTPOICTBA (BapbMpyOTCS OT He-
€cnocobHoCTM HOPMYIMPOBATb MNOSHOLLEHHbIE NPEeaNOXeHMs
[10 OTCYTCTBMS BepbOanbHOM KOMMYHMKALMK).

TMNOTOHUS (CHUXKEHHDBIN MbILLIEYHbIA TOHYC).

3anepkka B pasBUTUMM OCHOBHbIX MOTOPHbIX QYHKLMWNA
(ckoopamHaums u xoLbba).

3ajepxka GU3NYECKOro pa3BMUTUS, MPEUMYLLECTBEHHO
pocra.

Kpome TOro, MOryT mpucyTCTBOBaTb Clieflytolime conyT-
CTBYIOLLME MPU3HAKK:

HelponoBeaeHyeckme OTKIOHEHUS, XapaKTepHble Ans
pacctpoincTts aytuctuyeckoro cnekrpa (PAQ).

CyLopOXHble MPUCTYMbl U 3NUNENTUYECKUIA CUHAPOM.

AHOManuu CTpyKTypbl rOJI0BHOIO MO3ra, BbISBSEMbIE NPU
NpoBeAeHNM MAarHMTHO-pPe30HaHCHOW TomMorpadun (MPT).

OdTanbMonornyeckne paccTponcTea: Kocornasme

OcobeHHOCTHM NMLEBOrO cKeneTa (cneunduyeckunin eHo-
TUMMYECKKIA NATTEPH He onpeaeneH) [5].
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[unarHocTuka

IOunarnoctnka CNOT3-cuHapoMa npenctaBnsgeT cobol
CNOXHbIM NPOLLECC, KOTOPbIV TpebyeT NPUMEHEHUS COBPEMEH-
HbIX MONEKYNSIpHO-reHeTuYeckux MeToaoB. CTaHOapTHOe Ka-
pUOTUNUPOBAHWE He MOXET OblTb MCMONb30BAHO AN AMa-
rHoctnkn CNOT3-cMHAPOMA, T. K. 3TOT METOA, OPUEHTUPOBAH
Ha BbISIBNEHME TEHOMHbIX MyTaUMii (@QHeynAoMAUK U NOn-
NAOUAMMN) U KPYMHbIX XPOMOCOMHbIX NepecTpoek, fAeneumn
n pynavkaunii. CNOT3-cuHApOM 0BYCNOBNEH TOYEYHBIMU MY-
TaUMSMKU U MUKPOAENELMSAMM, KOTOpble He MOryT ObiTb 06Ha-
PY>KeHbl C MOMOLLbIO CTaHAAPTHOTO KapuoTMNMpoBaHus. Ecin
CNOT3-cnHapoM 0bycnoBieH MUKpoLeneLumen, Mbl MOXEM
[IMarHOCTMPOBATb €ro, MCMOMb3Ys XPOMOCOMHbIA MUKPOMa-
TpUUHbIM aHanm3 (XMA). XMA no3BonsieT BbISBASTb MUKPOAE-
neuun U MUKpOLYNAMKALLMK, KOTOPble MOTYT BbiTb MPUYMHON
3aboneBaHug. XMA gBnsgeTcs MeTOAOM NEpPBON NNMHMK NoCe
CTaHAAPTHOIO KapuMOTUMMPOBAHWUSA NPWU NOLO3PEHWUM HA Ha-
cnencTBeHHble 3abonesaHus [6, 7]. OCHOBHblE KNMHUYECKue
nokasaHusa ans nposegeHns XMA — BHyTpuyTpobHas 3a-
[lep>kKa pocTa, 3afepka NCMXOPeYyeBOro pa3BuTUS, 3a4epXx-
Ka NCUXOMOTOPHOTO PA3BUTKS, HAPYLLUEHWS MHTENNEKTYaNbHO-
ro pa3BuTHS, YHepenHO-TMLEBbIE AMCMOPHOUN, MHOXKECTBEHHbIE
BPOXAEHHbIE aHOMANUKM PA3BUTKS, MbILLIEYHAS TMMOTOHMS, CY-
noporu 1 anunencus. B Tex cnydvasx, korga CNOT3-cuHapom
ABNAETCH TOYEYHOW MyTaLMeWn, OH He MOoXeT ObITb onpefe-
neH ¢ nomoubto XMA. B anarHocTnke TOYKOBbIX MyTaLLMI reHa
npuMeHstoTCs nonHoak3omHoe (WES) n nonHoreHomMHoe (WGS)
CEKBEHMPOBaHUWE C NOC/EeNYOLWMM NOATBEPKAEHNEM CEKBEHU-
poBaHueM no CaHrepy. Mo1HO3K30MHOE CeKBEHMPOBaHME No-
3BONSET UCCNEeN0BATb BCE KOAMPYIOLLME YYACTKU FEHOB — 3K-
30Hbl. [ToNnHOreHOMHOE CekBEHMPOBaHWE NpeacTaBaseT coboin
6onee LWMPOKUIA NOAXOL W BKHOYAET aHANM3 BCErO reHoMa,
BK/I04AS KK KOLMPYHOLLME, TaK U HEKOLMPYIOLLME PETUOHDI.

JleueHue

Ha naHHbii MoMeHT CNOT3-cMHOpoM He noppaeTtcs
cneumnduyeckoMy neyeHuto. TeM He MeHee YCTaHOBEHUE
[MarHo3a No3BOMSET OCYLLECTBASTb AMHAMMYeCcKoe Habnto-
[leHWe ¥ NPOBOAMUTL TepPanuIo, HanpaBieHHY Ha ynpasne-
HWEe CUMMNTOMAMM W yNyYlleHUE KAYecTBa XM3HM NauMeHTa.

KITUHUYECKUA CITYYAN

Hesouka Y. 10 neT, npubbiBas 13 KabapauHo-bankapuu,
nocrynuna 18.06.2025 r. B racCTpo3HTEPONOrMYECKoe OTAeNEHNE
OTKB nmenn 3.A. balwnseBow (r1aBHbIM Bpay A.M.H., npodec-
cop .M. OcmaHoB, nevawmii Bpay X.B. MNMonsgkosa) ¢ xanoba-
MW Ha 60U B XKMBOTE, TOLLHOTY, FONOBHbIE 6onn. M3 aHamHe-
3a M3BECTHO, YTO AEBOYKA pOAMNAChH OT NepBoi bepeMeHHOCTH,
NepBbIX CPOYHbIX CAMOCTOSTENbHBIX POAOB Ha 40-i Hep., Npo-
TekaBLlmMx 6e3 oCoXkHeHMIH. Macca nNpu poXaeHWM COCTaBNS-
na 2910 r, pivHa 48 cm. [pynHoe BCKapMamMBaHWeE OO0 3 Mec.
Tak Kak geBoyka naoxo Habupana sec (200-400 r/mec), noa-
KNtoYeHa CMeCh, rpyaHOe BCKapMIMBaHME CaMOCTOSITENbHO OT-
MeHeHo. [pu fLononHuTeNnbHOM cbope aHaMHe3a BbISICHEHO,
YTO Yy AEBOYKM C 2 NIeT NpOsBNEeHMS aTONMYECKOro AepMaTu-
Ta, CBS3aHHbIe C MULLEBOIM CeHCMBUNU3ALMEN, NepraHabHbIi
nepmatut. Habnoganach y A.M.H., npodeccopa W.H. 3axaposoi,

Haxoamnacb Ha 6e3mMono4HoM, be3rntTeEHOBOW AMeTe, NoNyYa-
na NpobuoTUKKM, BUTAMUH [1, NnaHKpeaTUH, Npenapar, BAMSIOLLMIA
Ha dhochOopHO-KaNbLMEBbIN 0OMEH, CNeunan3MpoBaHHYy M-
noannepreHHy Cyxyto CMech 411 KOPMIEHWUS HA OCHOBE aMu-
HOKWCNIOT — C MONOXMTENbHbIM 3hdeKkToM B BUae NpubaBku
Beca. B nione 2019 r. B €BSA3M € xKanobamm Ha KOXHbIM 3yA, He-
[LOCTaTOYHYHO NpWBaBKY B Macce (@anneTuT coxpaHeH, ctyn 1 pas
B AieHb bonblwmM 06beMOM) NpoBeaeHa 330¢haroractpoayoae-
Hockonus (ATAC) ¢ buoncuent: auctanbHbIv pedntokc-330daruT
(kaTapanbHbIi), racTpuT, AyoaeHuT. [Monyyana ractponpoTekTUB-
Hyto Tepanuto. [leBouka HabntoaaeTcs y HeBposora C AMarHo-
30M «3afepykKa ncmuxmueckoro passutusy (3IP), B HacToswee
BPEMS TEPANUIO He Nonyyaer.

NepeHecna TOH3UNNOTOMUIO, aAEHOTOMMIO, KOPPEKLMIO KO-
cornasms. BakumHaumsa cornacHoO HaUMOHaNbHOMY KaneHaapio
NPUBMBOK MO BO3PacTy, NocieaHMe 2 Mec. He BakKLMHMPOBAHa
(MepotBopa). CeMelHbIN aHaMHe3: y MaMbl AnddY3HbINA HETOKCK-
yeckui 306,y npababyLukm co cTopoHbl MaTepu CL2.

B cBS131 € M3bbITOUHBIM OBONOCEHMEM (MyDapxe C poxae-
HUMS), )xanobamu Ha MOBbILIEHHbIM anneTuT, Npubasky B Bece
nocnenHue 2 ropa KOHCYNbTMPOBAHA 3HAOKPMHONOIOM
(16.06.2025 r) B KOL, ATKB mM. 3.A. balunseBoi: y AeBOYKM
MMeeT MeCTo BbITb CMHAPOM HEeNpaBWAbHOTO NybepTaTa, YTo
TpebyeT UCKNOYEHNS BPOXAEHHOM ANCHYHKLMM KOPbI HaAMNo-
yeyHukos (BIAKH), Heknaccnyeckas dopma. 3anepxka dhusnye-
CKOrO pa3BMTHS, BO3MOXKHO, HOCUT CUHAPOMANbHbIN XapakTep.

B neHb obpalleHns oueHeHbl aHTPONOMeTpMYeckune no-
KasaTtenu pebeHka: poct/onmHa Tena 129 cm, macca Tena
31 kr, vHpekc Maccol Tena (MMT) 18,6 kr/m?; SDS pocra:
-1,49, SDS NUMT: 0,63, 4TO NO3BONSET CYAUTb O 3a4EPXKKe
JIMHENHOrO pocTa.

Mpn GM3MKaNbHOM OCMOTPE KOXHble MOKPOBbI GU3NO-
NOTMYECKOM OKPACKM, YUCTbIE OT CbIMK, NOAKOXHO-KMPOBAs
knetyatka (MKK) pa3suta ygoBnetBopuTenbHo, obpalla-
€T Ha cebs BHUMaHWe AMCMopdUYECKMe YepTbl AnLa: 3Mu-
KaHTYC, MPAaBOCTOPOHHMI NTO3, WMPOKO MOCAKEHHbIE rNa-
33, KOPOTKMIA HOC, YANMHEHHOE NKL0, @ TakKe OBOMIOCEHME
Hag BepxHel ryboi, Ha noscHuue, begpax, BOKpYr COCKOB
(rvpcytam 21 6ann no wkane ®eppumana - lanses). Ha-
PY>XXHble MOI0Bble OpraHbl pa3BWTbl MO XeHCKOMY TUny. Mo-
nosoe passutue no TaHHep Mal-2, P3-4, mensis abs. ToHbl
CepaLa ACHble, pUTMUYHbIE. YacToTa cepAeUHbIX COKPALLEHWI
(4CC) 88 ya/MuH. B nerkmx BesunkynspHoe AblxaHue, Xpunos
HeT. YactoTa abixanus (Y1) 19 B MuHyTy. LLnTOBMAHAS xene-
3a 0 ctenenn no BO3, knMHUYECKM 3yTMPEO3. A3bIK PO30BO-
ro LBeTa, BAaXHbIM, C 6enbiM HaneTom no LeHTpy. K1BoT npu
nanbnauum: MArkmii, 6onesHeHHbIM B HUXHUX OTAenax, cna-
cTmyeckoro xapaktepa. Cryn: opopmneHHbIi, 6e3 natonoru-
YECKMX U3MEHEHWIA, CKNIOHHbIM K 3anopaM.

Mo pe3ynbrataM NabopaTopHO-UHCTPYMEHTANLHOMO 06-
CNefoBaHMs B paMKax KPYrnoCyTOYHOroO CTalMoHapa: Kiu-
HUYEeCKMIM aHanu3 KpoBu 6e3 oTknoHeHuin, CO3 no 12 Mm/y,
koarynorpamma 6e3 natonoruu. B 6uoxmmmueckom aHanm-
3e KpoBM CHWxeHne depputmHa 8o < 10 Hr/mn (N > 30),
YTO YKa3blBaeT Ha NATEHTHbIN xenesoneduunt. lopMoHanb-
HbIA NPOMUbL WMTOBUAHOW ene3bl B HopMe. 1o pe3synbra-
TaM anneproamarHocTuku obwmi Igk B npegenax Hopmanb-
HbIX 3HaYeHwui. BoigBneHa ceHCMBUAN3aLMSI OYEHb HU3KOrO
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Knacca K anneprexy gmua. MMMyHorpamMma 6e3 OTKIOHEHUN.
CepoamarHocTuka LenvMakun otpuuatensHa. o pekoMeH-
[auMn S3HOOKPUHONOMA OLLEHEeHbl AONOAHWUTENBHO NOKasaTe-
NN TIIHOKO3bI, IMMKMPOBAHHbIM reMornobuH, MUMMyHOpeakTu1B-
HbIl MHCynmH, C-nenTtug, comatomeanH C — 6e3 OTKIOHEHWN.
bbin npoBeneH pan ynbTpasByKOBbIX UccnenoBaHuin (Y3M):
Y3M 6ptowHOM NonocT — 3xonpuaHakn Auddy3HbIX M3Me-
HEHWIM MOMXKEeNyA0YHOW Xenesbl, rmnepcekpeLmmn xenyaka.
Y3 nonbix OpraHoB., WMTOBUAHON Xene3bl U NapalMToBmA-
HbIX Xenes, HaAMno4YeYHNKOB, MaTKM U NMPUAATKOB TpaHCab-
[LOMWHANbHOE — 3XOMNPWM3HAKOB CTPYKTYPHbIX U3MEHEHUI
He BbISBNEHO. Y3/ rpyaHbIX Xenes — 3Xonpu3Haku Gopmu-
pOBaHMs NPOTOKOBOM cucTeMbl (?) cnpaBa. PekoMeHaoBa-
Ha KOHCynbTaums AEeTCKOro rmHekosnora. B ceg3um c xanoba-
MW Ha ronoBHble 60m NpoBefeHa 3nekTpo3Huedanorpadums
(336N 21.06.2025 r. - anunenTUYECKMX NPUCTYNOB, NaTTep-
HOB 3MMNENTUYECKMX NMPUCTYNOB U TUMUYHOW 3nunenTudop-
MHOM aKTMBHOCTM B XOL€ MCCNeA0BaHMS He 3aperncTtpmpo-
BaHo. [epuoanyeckoe permoHanbHoe AenbTa-3ameanieHne
B 3aTblNOYHbIX 06nacTax D > S uam S > D. YunTbiBas 0CHOB-
Hble >anobbl Ha 60U B KMBOTE M TOWHOTY, AEBOYKE MPO-
BeeHO 3HAOCKOMMYyeckoe mccneposanue. Mo pesynbra-
Tam JIAC opraHuyeckon NaToNorMmM BEPXHUX OTLENOB
KeNnyLOYHO-KMLWEYHOro TpakTa He BbisBNeHO. [Mctonoruye-
cKoe uccnenosaHue: Mmopdonormyeckas KaptuHa cnabosbl-
PaXXEHHOM0 XPOHMYECKOro HEeaKTMBHOMO MOBEPXHOCTHOrO
racTpuTa aHTpanbHOro otaena xenyaka. [lpu okpacke T0-
NYWUOAMHOBBIM CUMHWMM nanoyku Helicobacter pylori He 06Ha-
pyxeHbl. ®nubpokonoHockonug (OKC) - aHpockonuyeckas
KapTvHa NUM@OULHOW rMnepnnasnm TepMUHaANbHOrO oTae-
Na noAB340LWHOM KMULLIKM, 04aroBblid KonuT. [uctonornyeckoe
nccnegoBaHue: oyarosas AMM@odONInKyngapHas rmnepnna-
314 TONICTOM KMLUKM.

CTaumoHapHbIiM nnaH obcnenoBaHua 3aBeplueH. PebeHok
BbIMWCAH AOMOM C peKOMEHAALMAMM MO NIEYEHMIO BbISBNEHHBIX
natonoruii (tpumebytnH 50 Mr 3 pasa B LeHb, 330Menpaszon
20 mr 1 pa3 B aeHb, ButamuH [1 2000 ME), koHTponb heppocTa-
Tyca yepes 1 Mec. C NoC/eAyOWMM PELLEHNEM O 3aMeCTUTESb-
HOWM Tepanuu kene3oM. Takke peKoMeHLOoBaHO HabnwoaeHue
Bpaya-rmMHeKoora, 3HA0KPUHOOrA, rACTPO3HTEPOIOra, Y4acT-
KOBOrO neamaTpa, KOHCyNbTauus Bpaya-reHeTuka. Bpauom-
reHeTMKOM HasHauyeH XMA,

3aktodeHme: BbisBneHa Mukpoaeneuums arrfhg38] 19q13.42
(53793646-54194550). B 0bnacTb gaHHOW MuKpoaeneuunu
BXOOAT CNefytolne reHbl, MyTaummn ¢ notepen QyHKLUK

—— Cnucok nutepatypbl / References

MAU Aeneumnn KoTopbiX MOryT NPUBOAMUTL K KIMHUYECKUM
NpOSBNEHUAM:

CNOT3 cBsizaH ¢ 0COBEHHOCTAMM NCUXOPEYEBOrO PA3BUTHS,
CTeneHb NPOSIBNEHMS KOTOPbIX MOXET BapbMPOBATbCS OT IETKUX
[10 TSHKENbIX, U APYrMMKU 0COBEHHOCTAMU. [1eTaM C BapuaHTaMm
B lJaHHOM reHe 06bI4HO TpebyeTcs noaaepxkka npu o0byyeHuu.

NLRP12 accoummpoBaH € ayToBOCManuTeNbHbIM 3abone-
BaHMEM, XapaKTePU3YIOLLMMCS IMU30AMYECKON U PeLUanBY-
PYIOLLEW CbIMNbtO, KPAMMUBHULEN, apTPANTMEN, MUANrMen 1 ro-
NOBHOW 60AbHO.

PRKCG accouumpoBaH ¢ pa3ButieM cnnHouepebennspHon
atakcuu. CpeaHumii Bo3pacT MaHudecTaumm coctaensiet 40 net
(amanasoH ot 21 go 59 nert), Hanbonee pacnpocTpaHeHHas xa-
PaKTEPUCTMKA COCTOSHUS — PACCTPOMCTBO MOXOLKM.

PRPF31 accoumrpoBaH C pa3BUMTUMEM MUIMEHTHOIO PETU-
HUTa.

3AKJTIOYEHUE

MaumeHTbl C pacCTPOMCTBOM, aCCOLMMPOBAHHBIM C Ha-
Mymem nonnMop@Horo BapmaHTta reHa CNOT3, HyxxpatoTcs
B MOCTOSIHHOM HAbOAEHUN CO CTOPOHbI MYALTUAMCLMNAN-
HapHOM KOMaH[bl BbICOKOKBAaIMMULMPOBAHHbIX Cneunanu-
CToB. B cocTaB Takoi KOMaHAbl AOMXKHbI BXOAWUTL Bpay-reHe-
TUK, NeamaTp, CNeLmanncT No OLeHKe HEPBHO-NCUXMYECKOrOo
Pa3BUTMS, HEBPOJIOT, @ TAKXKE MPU HAIMYMM COOTBETCTBYHOLLMX
KNMHMYECKMX MOKa3aHWi Bpay-3nMnenTonor. Ang naHHowm Ka-
TEropuu NaUMEHTOB MOryT ObiTb PEKOMEH0BAHbI Creuna-
NIM3MPOBaHHbIE BMUAbI MEAWLMHCKOW NMOMOLLM, BKOYAOLLME
noroneguyeckne, GusmotepaneBTMYeCKMe U/mnan sprotepa-
neeTUYeckMe BMelwartenbcTBa. Kpome Toro, LenecoobpasHo
nNpoBefeHWe PerynspHbIX KOHCYNbTaUMii C BpayoM, cnewLma-
NIM3MPYIOLLMMCS Ha BoMpocax pa3sutus. K ToMy xe, 4To He-
MaNoBaXHO, AaHHbIM MaLMeHTaM HeobX0aMMO NpeaoCTaBUTb
B 06WW,e06pa30BaTe/IbHbIX YUPEXAEHUAX AONONHUTENbHYIO
negarorMyeckyto NoaLepXKky, a HeKOTOpbIM AeTaM — 0by-
YyeHue B CMeLManm3mpoBaHHbIX 06Pa30BaTENbHbIX YUYpex-
neHuax. MiccnenoBaHung B LaHHOW 061acTi NpoLo/KakoTcs,
W LanbHenlee n3yyeHne HanpasneHo Ha bonee rnybokoe
NOHMMaHME MEXaHM3MOB, NeXalMX B OCHOBE AAHHOIO pac-
CTPOWCTBA, @ Takxke Ha pa3paboTky 3hdeKTUBHbIX METOLOB
[MArHOCTUKM U NNeYeHus.
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