KnnHuyeckme Habnogerma | clinical cases

I(ce https://doi.org/10.31146/1682-8658-ecg-238-6-159-170

Pa3BuTUE IOBEHUNBHOIO apTPUTA, aCCOLMMPOBAHHOIO ¢ 6one3Hbio KpoHa
y 13-neTHen 4eBOYKM C HYHAH-NOAOOHBIM CUHAPOMOM C BbiNaAeHEM BOJIOC

B ¢a3e aHareHa, BbI3BaHHbIM MUCCEHC-BapUaHTOM B reHe SHOC2

Bonrura CA., Kypbarosa E.C, Abybakapos A.LLL.2, Humatynaes A.M.2, Tammposa PI4, CandyTamHos P2
DepnepanbHoe rocynapcTBeHHOe OloIKETHOE 06pa3oBaTeNbHOE YUPEXAeHNE BbiCLIEro 06pa3oBaHma «KazaHCKMM rocyAapCTBEHHDBI MEAULIMHCKMIA
yHVBepcuTeT» MUHWCTEPCTBA 3apaBooxpaHeHna Poccurickorn Oepepauny, (yn. bytneposa, .49, . KasaHb, 420012, Pecny6bnvika TatapcTaH, Poccus)

~

DepfepanbHoe rocyaapcTBEHHOE aBTOHOMHOE 06pa3oBaTebHOe yupexaeHue BbicLiero 06pasoBaHma POCCUICKMIA HaLMOHaNbHbIN
1NCcCnefoBaTenbCKUi MeaUMHCKINI yHBepcuTeT nmenn H. Minporosa Munsgpasa Poccun, (yn. OctposutaHosa 1, Mocksa, 117997, Poccun)

w

DepnepanbHoe rocyfapcTBeHHOe aBTOHOMHOE 00Pa30BaTebHOE yupekaeHe BbiClero 00pa3oBaHns «POCCUINCKN YHUBEPCUTET APYKObl HAPOAOB
nmenn Matpuca Jlymymbbi», (yn. Muknyxo-Maknas, 4.6, r. Mockga, 117198, Poccus)

IS

DepnepanbHoe rocyfapcTBEHHOE aBTOHOMHOE 00pa3oBaTe/bHOE yupexaeHe Bbicliero 06pazoBaHus «KasaHckmni (MprBOMKCKWI) defepanbHbii
yHVBepcuTeT», (yn. Kpemnesckas, A. 18, kopn.1, 1. KasaHb, Pecnybnuka TatapcTaH, 420008, Poccus)

@

KazaHckana rocyfapcTBeHHan MeanumHckan akagemma — dunmnan Oro0Y AMNO «Poccuitckas MeanLMHCKaA akageMmnsa HenpepbiBHOrO
npodeccnoHanbHoro 0bpasoBaHvia» MyYHUCTEPCTBA 3apaBooxpaHeHwa Poccuiickon Oepepaumy, (yn. bytneposa, 36, KasaHb, 420012, Pecny6nuka
TatapcTaH, Poccun)

Ona untuposanua: BonruHa C.A., KypbaHosa E.C,, Abybakapos A.LL., Humatynaes A.M., lamupoBa PI., CaiidytanHos PI. Pa3sutue oBeHUIbHOMO
apTpUTa, aCCOLMMPOBAHHOTO C 60ne3Hblo KpoHa y 13-neTHel eBOYKM C HYyHaH-NOA0OHbBIM CYHAPOMOM C BbiNafeHrem BoNoC B Gase aHareHa,
BbI3BaHHbIM MUCCEHC-BapMaHTOM B reHe SHOC2. SkcnepumMeHTanbHas 1 KNMHWYeCKasa ractpoaHTeponorua. 2025;(6): 159-170 doi: 10.31146/1682-
8658-ecg-238-6-159-170

DX Ins nepenucku: BonrvnHa CBetnaHa AkoBneBHa, npodeccop kadeapsl rOCUTaNbHOM NeAUaTpn, A.M.H.

Bonruua Kyp6aHoBa Ecyman CaiibunonosHa, opanHaTop Kaheapbl roCnuTansHoM neauarpum

CaeTnaHa Abybakapos Angamup LWeanpgosuy, opanHatop Kadeapbl rocnuTanbHon negmaTpun UM. akagemuka B.A. TabonnHa
SIkoBneBHa Humatynaes Apun MypTasanueBuny, oparHatop Kadenpbl HEPBHbIX 6onesHel 1 Helipoxupyprim um. npod. t0.C. MapTsiHoBa
volgina_svetlana lammpoBa Prumma Mabaynb6apoBHa, K.M.H., IOLIEHT, 3aB. KadeaApoi HEBPOOTUM C KypCamm NCUXMATPUN, KIMHUYECKON
@mail.ru NCUXONOTUN Y MEAMLMHCKOM FreHeTUKM, BeAy WA HayUHbI COTPYaHMK HJT <HelipoKorHWTMBHbIE MCCnefoBaHws»

CaridytanHoB Paduk MumssaHoBUY., npodeccop, A.M.H., 3aB. Kadeapor roCUTanbHON 1 NONVKAVHUYECKOV Tepanum

Pesiome

HyHaH-nonobHbIi CUHAPOM C BbiNafieHemM BOJIOC B $pa3e aHareHa OTHOCUTCA K RAS-naTuam v xapakTepu3yeTcsa yepenHo-
NMLEBBIMU OCOBEHHOCTAMY, HAMOMVHAIOWMMIA CMHAPOM HyHaH, CNeKTpoM cepieYHO-COCYAMCTHIX AHOMAUIA, KOTHATVBHBIM
AedrUNTOM 1 NOBeAEHUECKUMU PACCTPORCTBAMU, HUZKVM POCTOM, OOBIYHO CBA3AHHBIM C AePULMTOM FOPMOHA POCTa, YHU-
KaslbHbIM COYeTaHMeM 3KTOAePManbHbIX HapyleHnid. OH BO3HMKAET B pesynsTaTe MUCCEHC-BapuaHTa (C. 4A>G, p.Ser2Gly)
B rere SHOC2, pacnonoxeHHoM Ha xpomocome 10G25, KOTopbIid KoaupyeT 6enok, obnervatouuii nepeady CUrHaaoB no nyTw
RAS-MUTOreH-accoUMMPOBAaHHOM NPOTEMHKMHA3bI, 3aMYCKAIOLLMX PAS KNETOUYHbIX MPOLECCOB. PacnpoCTPaHEHHOCTb CUHAPO-
Ma COCTaBnAeT MeHee, yem T Ha 1000 000 (no Bcemy mupy). MonyueHbl AaHHbIE O TOM, UTO HapYLUEHUA YPOBHA SKCIPeCcum
VI aKTVBALMM CUTHANBHOTO NyTU cemeiicTBa RAS 11 ero HuxeCToAwWwmx KinHa3, Takmx Kak Raf/MEK/ERK1-2, BHoCAT Bknap B na-
TOTEHEeTHYECKe MEXaHV3Mbl PA3BUTYA @y TOUMMYHHbIX 3a60MeBaHuIA.

OnuncaHne KNMHWYecKoro cinyyas. Hamm npeacTaBneH KAMHUYECKNA Cydal pa3BuUTHA I0BEHWUABHOMO apTPUTa, acCoUmm-
POBAHHOrO ¢ 6one3Hblo KpoHa y 13-neTHelt AeBouUKM € HyHaH-NofobHbIM CHHAPOM C BbiNafeHuem BonocC B Gase aHareHa.
Mpy poxaeHNr y NaumeHTKN 6bin AMAarHOCTUPOBAH BPOXAEHHbIN NMOPOK CepALa (MHOXECTBEHHBIN AedeKT Mexnpeacepa-
HOV NeperopofK), KOPPUrMPOBAHHBIN B 4 TOAa, CYCTaBHOW CUHAPOM AeDI0TPOBAN B 8 NeT 4 MeC, KuweyHbli — 8 10 net 4
mec. [eHeTnyecknit aHann3 Obin NpoBedeH TonbKo B 10 NeT 7 Mec, nosydeHsl pesynstathl cekBeHuposarua [HK v BbiasneH
naToreHHbI BAPUAHT HyKNeoTuaHoW nocnefoBatenbHocTH reHa SHOC2 B reTepo3nroTHOM COCToAHMM (CAA>G, p.Ser2Gly).
EDN: QYBKG)J B pe3ynbTaTe aHanu3a KAMHWUYECKMX AaHHbIX, MPOBEAEHHbIX 1ab0PaTOPHO-UHCTPYMEHTaNbHbIX UCCEA0BaAHWIA BbICTABNEH
AMarHo3: «OBeHWAbHbIA apTPUT (NayLUMapTUKYAAPHBIA BaPUAHT), aCCOLUMMPOBAHHBIN C 60ne3Hbio KpoHa (A3BeHHbIN 6ayruHuT,
A3BEHHbI UNeNT, KaTapasbHblii el0HUT, adTO3HbI NEBOCTOPOHHWIA KOMUT, 3pO3UBHbINA racTpuT). HyHaH-Nogo6HbI CrHAPOM
C BbiNafeHvieM BOAIOC B CTafuy aHareHa 1. funonutyutapusm. MapumanbHeii feduunt ropmoHa pocta. CoctosHue nocne

nnactukn M.
[leBouka nonyyana neyeHune: Kypc ritoKOKOPTUKOCTEPOMAOB (METUANPESHV30NO0H) C NOCTENEHHOM OTMEHOW, METOTPEKCAT,
afanvMymab 1 mecanasvH C NONOXUTENbHOM ANHAMUKO.
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3aknioyeHue. Bpaan—nenmanaM H€O6XO,[I,I/IN|O MOMHWTb O BO3MOXHOCTW Pa3BUTUA ay TOUMMYHHbIX 3aboneBaHuin y neten
C HHC, HGO6XO,D,MMOCTI/I nx paHHeM AVarHOCTNKKM, CBOEBPEMEHHOIO HanpaBieHWA K CneunanncTam 1 npoBeAeHnA afieKBaTHOM
Tepanun.

KntoueBble cnosa: getu, HyHaH-nogo6HbI cuHapom, SHOC2, RAS-natns, 6onesHs KpoHa, IoBeHUNbHbIA apTpuT

KoHbAMKT HTepecoB. ABTOPbI 3aABNAIOT 00 OTCYTCTBUM KOHGNMKTA MHTEPECOB.
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Summary

Noonan-like syndrome with anagen hair loss is a RAS pathology and is characterized by craniofacial features resembling
Noonan syndrome, a spectrum of cardiovascular abnormalities, cognitive deficits and behavioral distorders, short stature
usually associated with growth hormone deficiency, a unique combination ectodermal disorders. It results from a missense
variant (C4A>G, c.Ser2Gly) in the SHOC2 gene, located on chromosome 10q25, which encodes a protein that facilitates signaling
through the RAS mitogen-associated protein kinase pathway, triggering a number of cellular processes. The prevalence of
the syndrome s less than 1in 1,000,000 (worldwide). Evidence has been obtained that disturbances in the level of expression
and activation of the Ras family signaling pathway and its downstream kinases, such as Raf/MEK/ERK1-2, contribute to the
pathogenetic mechanisms of the development of autoimmune diseases.

Description of a clinical case. We present a previously undescribed clinical case of the development of juvenile arthritis
associated with Crohn’s disease in a 13-year-old girl with Noonan-like syndrome with hair loss in the anagen phase.

At birth, the patient was diagnosed with a congenital heart defect (multiple atrial septal defect), corrected at 4 years, artic-
ular syndrome debuted at 8 years 4 months, intestinal syndrome at 10 years 4 months. Genetic analysis was carried out only
at 10 years 7 months, DNA sequencing results were obtained and a pathogenic variant of the nucleotide sequence of the
SHOC2 gene was identified in a heterozygous state (C4A>G, p.Ser2Gly). As a result of the analysis of clinical data, laboratory
and instrumental studies, a diagnosis was made: “Juvenile arthritis (pauciarticular variant) associated with Crohn'’s disease
(ulcerative bauginitis, ulcerative ileitis, catarrhal jeunitis, aphthous left-sided colitis, erosive gastritis). Noonan-like syndrome
with hair loss in the anagen stage 1. Hypopituitarism. Partial growth hormone deficiency. Condition after ASD repair.”

The girl received treatment: a course of glucocorticosteroids (methylprednisolone) with gradual withdrawal, methotrexate,
adalimumab and mesalazine with positive dynamics.
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Conclusion. Pediatricians need to remember the possibility of developing autoimmune diseases in children with NPS, the
need for their early diagnosis, timely referral to specialists and adequate therapy.
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O6ocHOBaHue

HyHaH-TIOZO6GHBI CHHAPOM C BBIMAafeHMEM BOIOC
B ¢ase aHarena 1 (gamee HIIC) (OMIM 607721), Tak-
>Ke M3BECTHBIN KaK cuHApoM TocTu mnn cuHApoOM
MarnanTy, npeacrasnser co6oit RAS-narturo, xa-
PaKTepU3YIOUIYIOCs YepeITHO-TULeBBIMY 0COOEHHO-
CTAMM, HanoMuHawmumu cuaapom Hynan (OMIM:
163950) [1], mopoxamu cepplia, KOTHUTUBHBIM fediu-
[/TOM U [OBefleHYeCKUMU IpobreMaMi, HUSKUM
POCTOM, OOBIYHO CBA3aHHBIM C feUIIUTOM TOPMOHA
pOCTa, YHMKATbHBIM COYeTaHMEM 9KTO/lepMaIbHbIX
aHomanuit [2]. Bce cnyyam HIIC BbI3BaHbBI €AMH-
CTBEHHBIM PEeLMAVBUPYIOIINM MUCCEHC-BAPMAHTOM
(c. 4A>G, c.Ser2Gly) B rene SHOC2, pacnonoxeHHOM
Ha xpomocome 10g25 (OMIM: 602775), KOTOPBbILIT KO-
npupyeT 6emoK, 60raThIil IEMIIMHOM, COePKaI Ml
IIOBTOPBI, 0O/Ier4aoiuii Hepefady CUrHaa mo nyTu
RAS-MuToren-accouynupoBaHHON IPOTEMHKMHA3BI
(MAPK) [3]. Bbis10 TTOKa3aHO, YTO 6OTBIINHCTBO TeTe-
posurorHbix BapuanToB B reHe SHOC2, npuBopamux
k HIIC HacnmemoBanmch 0 ayTOCOMHO-JOMIHAHTHOM Y
THUITY, XOTSI HEKOTOPBIE 13 HUX BO3HUKATIN de novo [4].

Brepseie A. Tosti et al. (1991, 1997) coobuiun o 2
metsax ¢ HIIC [5, 6], sarem L. Mazzanti et al. (2003) [7]
MIOBTOPHO M3YUNII 3TUX [leTeil ¥ OINCAI elle O[HOTO
pebenka. Bce oHM uMenu HU3KMI POCT, OZMHAKO-
Bble peHOTUNMYECKNe IPU3HAKI: MaKpoLedannio,
TUIePTeNOPU3M I71a3, ITO3, CKOLIEHHbIe ITa3Hble
IIe/TV ¥ HU3KO MOCa’KeHHbIe YN, IOBEPHYThIE K3a-
IV, KOPOTKYIO LIe0, KPbUIOBMAHBIE CKIA KU KOXI
B obmactu men. Habmomanock mocTHaTaIbHOE CHIA-
>KeHIe POCTa, KOTOPOe 0OBIYHO ACCOLMMPOBANTOCH
¢ fedUIMTOM TOPMOHA POCTA, PETUCTPUPOBATUCH
MIOPOKM CepAlia, AVCIIA31sA MUTPATBHOTO KJIAIlaHa,
medeKThl TPYLHOI K/IeTKM, KOTHUTUBHBI geduuut
U [IOBefleHYeCK1e aHOManuu (¢ CMHAPOMOM Heuriu-
Ta BHUMAaHVA/TUNIEPAKTUBHOCTH), THYCaBBIil TOJIOC.
OTnu4uTenbHBIE IPU3HAKY BKIIOYaIN SKTOIepMab-
Hble aHOMa/INN, Hanboee XapaKTePHBIMM 13 KOTOPBIX
SIBJISIACD JIETKO BBILIUIIBIBaeMble, pefiKue, TOHKIE,
MeJIJIEHHO pacTylijye, cepebpucTo-pycoie BOIOCHI, BBI-
Najaoliye B CTaiuM aHaTeHa, a TAK)Ke I'MIepIUTrMeH-
TupoBaHHas koxxa (OMIM 600628) [8]. L. Mazzanti et
al. (2003) mpepIONOXNIN, YTO PACCTPONICTBO Y ITUX
meTeit oTaM4aeTcsA oT cuHApoma HynaH [7].

PacnpocTpaHeHHOCTb CUHAPOMA, 110 JAHHBIM MeX-
nyHapopgHoit 6a3pl Orphanet, coctaBua MeHee 1 Ha
1000 000 (o Bcemy mupy) [9]. VimeroTcs faHHbIe
o ToM, uTo B CIITA HIIC cTpagaT oxkono 1000 yge-
nosek [10].

HIIC, xak 1 HeKOTOpbIe APyTye pacCTPONCTBA
(ueitpodubpomaros 1-ro tuma, cuagpom Hynaw,

cuHAapoM HyHaH ¢ MHOXeCTBEHHBIMMU JIEHTU-
ro (cuagpom Jleonapaa), CMHAPOM KalU/IAPHON
U apTepUOBEHO3HBINI ManbdopMauny, CUHLPOM
Kocrenno, kapuo-danno-Ko>KHbI CUHPOM, CHH-
npoM Jlernyca) oTHOCATCS K RAS-maTusaM, KoTopble
NIPefICTaBIAT OO0 KIMHUYECKN OIpee/IeHHY O
TPYNIy MEeAMKO-TeHEeTUYeCKNX CUH/[POMOB, BbI3bI-
BaeMBIX MyTalMAMU 3apPOAbIIIEBOII IMHUA B TeHaX,
KOJMPYIOIMX KOMIOHEHTBI VI/IN PEryIATOPHI Iy TH
RAS [11]. RAS-RAF-MEK-ERK cursanbHblil 0yTb,
KOTOPBIII IIPECTaB/ACT COOOI IIETb IT0C/IeJOBATEIBHO
B3aMMOJIEVICTBYIOLINX OE/TKOB, epefjalol X CUTHAI
C IIOBEPXHOCTY KJIETKM OT MeMOpaHHbIX PeleTOPOB
BHYTpb sAxpa knetku K [JHK, ¢ momompio koToporo
BHEK/IeTOYHbIe TUTraHAbl (GaKTOPbI POCTa, IUTOKMHEL,
TOPMOHBI) PETYIMUPYIOT KJIETOYHBII IMUK/I. RAS-6enku
MOTYT CYIeCTBOBATb B IBYX GopMax: HeaKTUBHOI
n akTuBHOW. OHM [IeMICTBYeT KaK «MOJIEKY/ISAPHBIN
IIepeK/TIoYaTe/Ib» CUTHA/IbHOTO KacKajia, epexoys U3
aKTUBHOI ()OPMBI B HEAKTUBHYIO IyTeM I'MPONN3a
ryaHosuHTpudocdaraspl. YIaCTHUKU CUTHATBHOTO
IyTU B3aMMOZAEICTBYIOT MEX/Y CO60II C MOMOIIbIO
dochopunuposuus u gedpochopunnpopanusa. ITu
TIPOLIeCCHI U ABIAIOTCA MeXaHM3MaMI aKTUBAIUN
U meaKTuBaLuu 6€JIKOB CUIHA/IbHOIO Kackaza [12].

CemeiictBo RAS BK/II0OYaeT HECKONBKO MyTell
B KJIeTKe, KOTOpble 3alMycKaloT nponudepanuio,
MUTpanuio, BbDKuBaHMe, fuddepeHnposky, pu-
6p03 M UTPAIOT Ba>KHYIO POJIb B 9KCIIPECCUM T€HOB.
Hapymennsa ypoBHA 3KCIIpeccuu ¥ aKTUBAIUU CUT-
Ha/IbHOTO yTM ceMmelictBa RAS n ero Hmxecros-
mux KuHas3, Takux kak Raf/MEK/ERK1-2, BHOCAT
BKJ/IaJ| B IATOT€HETUYECKME MEXaHU3MbI Pa3BUTHA
peBMaTUYeCKUX 3a00IeBaHMIL, BK/IIOYast HApyILIeHIe
perynAanyuy MMMYHHOJ CUCTEMBbI: pa3pylleHne ¥ BOC-
IajieHyie CMHOBMAIbHOM TKAaHU IIPY PEBMATONJHOM
apTpuTe, BRIpabOTKY ayToaHTHUTeN U POopMUpOBaHUe
MMMYHHBIX KOMIIIEKCOB IIPY CUCTEMHO KPacHOM
BonmuyaHke [13].

Ilenpo HanIero MccaegOBaHMA ABUIOCDH IPECTaB-
JIeHJe IOBEHMJIBHOTO apTPUTa, ACCOLMMPOBAHHOTO
¢ 6onesnpio KpoHna y 13-nerHeit feBouku ¢ HyHaH-
MIOXOOHBIM CMH/IPOMOM C BBINIafieHeM BOTIOC B dpase
aHareHa.

KnuHnyeckue faHHbIE, A TAK)KE TeHETHYECKMI aHa-
JIN3, y6e11MTe}1bHo MOKa3ann, 4To y pebenka c RAS-
naTmeil, BBI3BAHHOJ MMUCCEHC-BaADMAaHTOM B TeHe
SHOC2, acconunpoBaHHOI ¢ IpefCcTaBIeHHbBIMU
ayTOMMMYHHBIMM 3a00/I€eBaHUAMY, paHee He ONU-
CaHHBIMI B IUTepaType, HAOMOAAN0Ch HapylleHNe
VMMYHHOJ perynsauum.
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KnuHnuyecknn cnyvan

[MTanuent C., )XeHCKOTO I0J1a, Bo3pacT 13 net, 06-
paTuiach 3a KOHCy/IbTalMeil B CBA3M € Xanobamu
Ha OTCTaBaHue QU3NIECKOrO Pa3BUTHS, APTPAITUK

experimental & clinical gastroenterology | Ne238(6) 2025

B JIEBOM TOJIEHOCTOIIHOM CYCTaB€ C OTpaHUYEHMEM
MOIBVMKHOCTH, MIEPUOAUYECKU BOSHUKAIOLINI HEy-
CTOMYMBBIN CTYII.

AHamHe3 3a6oneBaHuna (N0 JaHHbIM MEAVLVNHCKOW JOKYMEHTaLuN)

OnHammKa nsmeHeHun co CTOPOHDI Cep,ﬂeLIHO-COCY,D,I/ICTOVI CNCTEMDI

C poxjeHusA AeBOYKa HaOMI0amach y KapAuoaora
C IMarHo30M: MHOXeCTBeHHbIe Te(eKThl MeXIIpef-
ceppHoit neperopopaku (JMIIIT). KnamauHusii cre-
HO3 JIETOYHON apTepuu JIETKOI cTenenu. JunaTanus
NpaBbIX OTAENOB cepAla. J/lerouHas TMIepTeH3NU .
I'mmonnasus safHell CTEHKM MUTPANbHOTO K/IaNaHa,
HapylueHne KpoBoobparnenns II-A crenenn. B 4 roga
nposefeHa miactuka JMIIIL.

Ilo 8 et MaMa ¢ pe6eHKOM IIpaKTIIeCKN He o6pa-
I[aIach 3a MEAMUIMHCKOIT oMo bio. YKanob co ctopo-
HBI CePfIeYHO-COCYANUCTOI crcTeMblI He 6b110. C 8 j1eT
IleBOYKa peryasApHO Habmoganack Kapguonorom. Ilo
DaHHBIM IpoBefeHHOI Jx0-KI, B 8 meT oT™Mevanoch
yMepeHHOe yBe/lnueH e IPaBoTo XKemyfouKa; B 9 1eT —
nposnanc mutpanbHoro Knanana (IIMK) ¢ peryprura-
nueit [ crenenn; B 10 71eT - pa3Mepbl OIOCTeN cepALia
B IIpeJieNIaX HOPMbI, IPOJIANC TPUKYCIN/IaTbHOTO K/la-
TlaHa ¥ K/IallaHa JIETOYHO apTepUM C pery pruTanueit

JIMHaMVKa N3MEHEHUIN CO CTOPOHbI CYCTaBOB
B 8 ner 4 Mmec pe6eHOK CTam HpegbsABIsATh )KamoObl
Ha 601H ¥ OrpaHMYeHNe B JBIDKEHUU B IEBOM TOJIe-
HOCTOITHOM CYCTaBe, 00/ B JIeBOI CTOIIe, B IIPaBOM
Ta306e[peHHOM CYyCTaBe, CONPOBOXK/AIONIMeCs Hapy-
IIeHVeM IIOXOfKI. Pe3y/IbTaThl 1a60paTOPHBIX JaHHBIX
IIpefCTaBIeHbl 8 Maos. 1.

Ha done mpoBefeHHOIT aHTIOAaKTepIaIbHOI Tepa-
MY ¥ HECTE€ POV HBIX IIPOTUBOBOCIIATUTE/IbHbIX IIpe-
naparos (HITBII) cycTaBHOI CMHAPOM KYTIMPOBAICs,
O HAKO B mocneyomuieM (c 8 met 8 Mec.) HabIIO[ANTOCH
€ro nporpeccupoBaHme. B ananmusax Kposu oTMeya-
nock crolikoe mosermreHre COI B mpefenax 22-42 MM/
vac. Pe6eHOK HEOTHOKPATHO KOHCY/IBTUPOBAJICS 1 Ha-
XOJIMJICS TTOf; HAO/MIOfieH1IeM PEBMATO/IOTa C JUATHO30M:
«IIpaBOCTOPOHHMIT KOKCUT, HeAuddepeHIMpoBaHHBII
apTPUT JIEBOTO TONIEHOCTOITHOTO CycTaBa. JIe6IoT IoBe-
HIIBHOTO upyuonarudeckoro aprputa (FOVMA)?»

B 10 1eT 4 Mec. BBULY COXPAHAIOIIETOCA CYyCTAaBHOTO
CUHJpOMa U HEYCTONYMBOTO CTY/Ia [eBOUYKa HaXO/U-
Jach Ha CTAllMOHAPHOM OOCIefOBaHUY 1 JIeIeHUIL.
PesynbTaThl 1abOPAaTOPHBIX IIOKa3aTeNlell IpefCTaB-
JIeHBI 8 maon. 1.

PenTrenorpacusa 6efpeHHBIX KOCTell, KOCTei To-
neHu B npAMoit npoexuuu (10 1 4 Mec.): cycTaBHbIe
Ie/IY B Ta300e/IpeHHbIX, KO/IEHHBIX, TOJIEHOCTOITHBIX
cycTaBax npocnexnsaoTca. CycTaBHble HOBEPXHOCTY
C POBHBIMM, YeTKVMMM KOHTYypaMMu. BeipakeH ocTeo-
HOPO3 NPeJiCTaBIEHHBIX KOCTEll, CTPYKTYpa KOCTell
HEOJHOPOJHa.

YnprpasByKoBoe nccnegosanue (Y3V) razobenpen-
HbIX cycTaBoB (10 1 5 mec.): 9XO-npusHaKky HEBbI-
Pa’keHHOTO CMHOBUTA U IOLBEPTEIBHOTO 6ypcuTa
c 06enx CTOpOH, B AMHAMIKE MCCIefOBaHNs — Ha pOHe
kypcoBoro npuema HIIBII nmaTtomorun He BbIABIEHO
(10 1 8 mec.).

I ctennenu; B 11 meT — HE3HAYUTENbHOE yBeNnMu4YeHME
pasMepoB IpaBoOro U 1€BOTO Npencepanit; B 12 net —
yMepeHHOe yBenueHne pa3MepOB IIPaBOro U 1€BOTO
HpencepAuit, IPaBOTO Xenyno4yka. TommmnHa MIo-
Kapfa B npefenax HopMbl. Crcronnyeckasi QyHKIMS
JIEBOTO >KeNTy04Ka 0 TYIIePKNHETIeCKOM THUITY, Ha-
pylueHMe fuacTonmdeckoit pyHkuuy, I tun (Hapyiue-
Hue penakcanyu). OGHaKoO B pe3y/IbTaTe IPOBeeHN A
koMmmbioTepHoit Tomorpadunu (KT) opraHos rpynHoit
KJIETKM TTaTO/IOTMYeCKe UI3MEHEH VS He BbIAB/ICHBI.

ITo mannbiM OKI' perucTpupoBanuch: CHUXeHUE
aMIIUTYABI 3y6ua T BO BceX OTBeieHM X, HeMO/MHA A
61oxaja paBoit HOXKM Iy4yka I'mca (8 1et), 3amepie-
HUe BHYTPIMXXeTy04KoBOII npoBofumoctu (10 ner),
HpU3HAKM IUIIEpTPOdUM JIEBOTO U IPaBOTO Ipeficep-
IWit, HeroTHast 6710Kazia MpaBoil HOXXKM Iy4Ka ['uca,
v dysHble HAPYLIEHNS IPOLECCOB PEIONIPU3ALIUI
(11 ner).

Y3MU ronenocronusix cycraBos (10 1 5 mec.): 9XO-
[pU3HAKM BBIPa)KEHHOTO CHHOBUTA C/IeBa (AKTHBHBII
[POIlecc), MOAAXMIOBOrO OypCcKTa M TEHAOBaTrMHNUTA
IJIMHHOTO crubaresist O0IbIIOro MMaiblia CTOIBI CIeBa.
B gunamuxe (10 1 8 mec., 11 11, 12 1) Habmomanuch IXO-
MPU3HAKY MUHMMATBHOTO CHHOB)TA C 00€MX CTOPOH.

PenTtrenosckas koMnbroTHOHaA Tomorpadus (PKT)
tasa (10 meT 4 Mec.): OTMeYasICACA He3HAYUTETIbHbII
BBINIOT B IIPaBOM Ta300eIpeHHOM CyCTaBe C yTOILIe-
HJEM KaIICy/Ibl (KOKCUT).

MaruuTHo-pe3oHaHcHasa tomorpadus (MPT) ne-
BOTO TOJICHOCTOIIHOTO CycTaBa u cTombl (10 1 4 Mec.):
OIIpefiessICs CyOXOHAPAIbHBIIL OTeK 60blIe6epIio-
BOI1, Mano6epuosor71, MATOYHOI, 1a[ibeBUIHON, TapaH-
HOI1, Ky6OBM;[H0171, KJIMHOBUIHBIX KOCTEN, OCHOBaHMIT
ITIOCHEBBIX KocTell. CycTaBHBIE IIeIN paclIVpeHbl
3a CYeT BBINIOTA, ONpPeJieNIIeMOTO B TOIEHOCTOITHOM,
TapaHHO-TaJbeBUJHOM, IIATOYHO-KYOOBUTHOM COY-
JIEHEeHU X, a TAK)Ke B MPe/IIIIOCHEe-ITIOCHEBBIX COY-
nenenuax. JuddysHo oTeUHDI HepUAPTUKYIAPHBIE
MSATKME TKaHY — MBIIIEYHbIe CYXOXKVIINS U CBA3KU
(6e3 moTepu MX IIEIOCTHOCTHU) 32 CYET CKOIIJIEHUS
BBITIOTHON XMAKOCTU. 3aknwodenne: MP-npusnakn
apTpuUTa C BOBIEYEHNEM B BOCIIA/TNTE/IbHBIN IIPOLIECC
JIEBOTO TOJIEHOCTOIIHOTO CYyCTaBa U MPOKCUMaIbHBIX
CyCTaBOB CTOIBI.

MPT neBoro roeHOCTOMHOIO CyCTaBa M CTOIbI
(10 11 8 mec.): CycTaBHbBIE IOBEPXHOCTY KOHTPYSHTHBI.
IlInpuHa cycTaBHBIX Ieseit He cy>keHa. OTMedanoch
He3HaYMTEeIbHOE MOBBIIIEHE KOMMYECTBA KUIKO-
CTU B TOJICHOCTOITHOM, IIAAITOYHO-TapPaHHOM CyCTaBe,
MeJIKMX CcycTaBax cronbl. CHHOBMA/IbHASA 0060/I0UKa
He yToNeHa. [MaauHOBBIN XPAILL ICTOHYEH, HEOlI-
HOpopgHOCTh MP-curnana. Cy6XoH/panbHbIe OBEPX-
HOCTU POBHBIE, OTMeYaeTCsA IPU3HAKYU KIUCTO3HOI
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Ta6bnuua 1.
Pe3ynbratbl
nabopaTopHbIX
nccnenoBaHuin

Table 1.
Laboratory results

Bospacr (net, mec)/neyenune

MNMoka3saTenu, 10,5 10,8 1 11,6 12 12,7
eANHNLbl, HOPMa 8,7 10,4 (TKC, mec., (TKC, met., (mert., mec., (meT., mec., (meT., mec., (MeT., mec.,
(HNBIM) (HNBIM)

apa.) mec., aga.) apa.) apa.) apa.) apa.)
P®, Eg/mn (0-10) - 7,5 6 14,1 91 3,9 9,1 5,4
HLA B 27 He BoissBm  He BoiABN - - - - - -
iy anen |~ Heobnap - - - - - -
ANA (tutp < 160) Ortp - Otp 1:160 (oTp) Orp - Otp -
j(xoritzls—)dsDNA, en/Min 31 4,98 B B _ B B
Anti-CCP, E/mn (0-7) <7 (oTp) <7 (otp) - - - - - -
ANCA, E/mn (0-1) - 0,4 - - - - - -
ASCA Ig A, E/mn
(030) sAE/ - 86,62 - - - - - -
ASCA Ig G, E/mn
(0-30) 8G B/ - 12,87 - - - - - -
Ig A, r/n (0,7-2,22) 3,43 2,96 2.96 2,78 3,07 - 3,07 3,92
Ig M, r/n (0,8-1,6) - 1,61 1,38 1,92 1,16 1,79 1,16 2,17
Ig G, r/n (7,3-13,5) 14,85 11 8 9,3 10,42 9,13 12,82
C3 mr/1 (0,9-1,8) - 1,37 1,42 - - - - -
C4 mr/n (0,1-0,4) - 0,37 0,34 - - - - -
CO3 MM/ (2-15) 22-42 25-35 28 4 12 6 12 14
CPB mr/n (0-5) OTtp 7,5 7,0 3,1 4,0 3,0 4,0 4,0
Kan Ha KanbpIpoTek- 113 B B _ B B B

TuH MKT/T (0-50)

MpumeyvaHus:

Anti-CCP —aHTUTeNa K LMKIMYeckoMy UMTPYNINHUPOBAHHOMY NenTuay

ANCA — aHTUHENTPODUNbHbIE LMTOMNNAa3MaTUUYECKNE aHTUTENA
ASCA - aHTuTeNa K Saccharomyces cerevisiae

ANA —aHTWTena K AlepHbIM aHTUreHam

aHTu-dsDNA - aHTuTena K AByxuenoyeyHon IHK

Rib-P, JO-1, Scl-70, SS-A (52 k[la), SS-B, SS-A (60 k[1a), Sm, RNP/Sm, PCNA, ueHTpomepa B — UMMyHOBNOT aHTUHYKI€apHbIX aHTUTeN

(BNA NCKNIOYEHUA CUCTEMHOI KPACHOW BONTYAHKNM)

PO - peBMaTONAHbBIN PpakTop

HIBI - HecTepomAHble NPOTUBOBOCNANMTENbHbIE NPenapaThl
I'KC - rniokoKopTMKOCTEpOMbI

Mec. - mecanasuH

Apa.-aganumymab

Mert. - meToTpekcat

PKNPHBIM LWPUGTOM BbIAENEHO OTKIOHEHWE OT HOPMbI

nepectpoiiku. OKpy>Karoijue MATKIe TKAH) YMEPEHHO
oTe4Hbl. 3aknodeHne: MP-nipusHaky He3sHaYNTEIbHO-
IO CMHOBMUTA, BBIPA)XEHHOTO TPabeKy/IsIPHOTO OTeKa
KOCTell Ha UccIeyeMoM ypoBHe. JlereHepaTuBHO-
RucTpodudecKue M3MeHEHUs B IEBOM TOTIEHOCTOITHOM
cycrase.

B 12 17 mec. mposopunack KT roneHocTOnHBIX Cy-
craBoB: KT-npusHaky HepaBHOMEpPHOTO BBIPa>KeHHOTO
CHYDKEHU S TVIOTHOCTY KOCTHOM CTPYKTYPBI B KOCTAX,
COCTaBJIAIONINX TOJIEHOCTOIHBIN CYCTaB M B KOCTAX
CTOIIBI.

Takum o6paszoM, ¢ 10 1 4 Mec. pe6eHOK HAXORUICS
1107; HaOJTIOfieH1IeM Bpada ¢ AuarHo3oM: «lOBeHMIbHBbIIT
UIMOTIATUYeCKUIT apTPUT, CycTaBHasA GopMa, IayIu-
apTUKY/IAPHBIN BapuaHT», a ¢ 11 1 - «lOHomecknit
apTpUT, cycTaBHasA GpopMa, Iyl MapTUKY/IAPHBII Ba-
puaHT akTUBHOCTD [-1I cTenenu, peHTreHONIOrMYeCcKas
cTtapus 2, GyHKIMOHAIbHAS HefocTaTo9HOCTD (OH)
IIA».

JleBOuKa HEOHOKPATHO KOHCY/IBTUPOBaHa 0 TasIb-
MOJIOTOM: JaHHBIX 3a YBeUT HeT, acturmarusm OU,
amb6mmonusa OD - cimabas, OS - cpenuas.

dnHamMnKa n3meHeHnin CO CTOPOHbI OPraHOB MULLEBapeHNIN

Hapsizy ¢ cycTaBHBIM CUHPOMOM, ¥ peberka ¢ 10 14
Mec. OTMeYaIUCh 6O/ B XKIMBOTE, HEYCTONYMBBIIL CTYIL.
ITpoBopuIOCh MabOpaTOPHOE MCCIIeAOBaHe KPOBU
(mabn. 1). Vickmoyena uennakusi. Komponorngeckoe
UCcCIefoBaHMe Kajla: JIEMKOLUTDI 2—4 B 1O/Ie 3peHus,
3PUTPOLUTHI - eAMHNYHBIE B TT0o7ie 3peHus. [Toces kama
Ha IATOTeHHYIO GJIOpY — He 06HAPYIKEHO.

ITpu PKT opraHoB OpHOUIHON MONOCTHU C KOH-
TPaCTHBIM yCUJIEHMEM OTpefle/IsANNCh PacCesIHHbIE

6pbpKeedHble TUMGOY3IBL pasMepoM o 9x11MM.
ITaTomOrMM CO CTOPOHBI BHYTPEHHMX OPTaHOB (IeUeHI,
JKETYHOTO ITy3bIPS, CeNIe3EHKM, HAZITIOYETHNKOB, TI0YEK,
MOYEBOTO ITy3bIpPs, IPSAMOII KMIIKY) He BBISABIEHO.
ITo manabIM OI'IC - TOBEpXHOCTHBIN TaCTPUT,
6yn1bOUT yMepEeHHO BhIpa)keHHble. [JMCKMHe3Ns
IIpUBPATHMKA. Pe3ynIbTaTsl nccIefoBaHms OGMOICHUIL-
HOTO MaTepuajna Ha4a7AbHOTO OTHENa CAUSUCTON
000/109K) TOHKOJI KUIIKI: BOPCHHBI Yallle 0ObIYHO

163
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BBICOTBHI, YITTyOIeHUsI KPUIT HeT. B smuTenuu Bop-
CHH, PeXKe B KPUIITaX CHIDKEHO 4MC/I0 6OKaTOBUT-
HBIX KJIeTOK. Yncno ITaHeTOBCKUX KJIETOK B ITyOMHe
KpUNT He u3MeHeHo. CKyfHasA MMMQaHIMO9KTA3NA.
B cTpome Menkue TuMQONHbIe CKOIICHN A, IPUMeCh
903uHOGuUNOB (2-3 B mmose 3peHusi). CooTHOLIEHNE
nMOLUTOB K IasMoruTaM 1:4 (B Hopme 1:5, 4To He
MCKIII0OYaeT CKIOHHOCTb K GOPMIUPOBAHMIO Ma/Tbab-
copbuumn). IHTpasnutennanpbHoro nuMdoinuTosa
HeT. buoncus cnmu3ncToi nyKoBUIbl 12-TI€pCTHOM
KVIIKJ: BOPCYHBI Pa3INIHON BBICOTBI C pacIIMPeHN-
eM IX B OCHOBaHUM, yITTyO/IeHre KpUIT yMepeHHOe.
OuaroBas fecKBaMaluA-MUKPO3PO3usA. JaKII0YeHNe:
KaTapa/IbHbII efoHNT. He McK/I0ueHa Manbanb6cop6-
A, MUKpO3pO3UBHBIN [yOJEHNUT

Ot ipoBeeHN A KOJTOHOCKOIIMM MaMa pebeHKa OTKa-
3ajacp. bbl BbICTaB/IeH iuarHo3: HemH}peKMoHHbI
9HTEpOKOMUT. BocmanurenbHoe 3a60oeBaHue Kuey-
nuka (B3K)?

B 10 1 5 Mec. 1o JaHHBIM KOJTIOHOCKONINM TIONTyde-
HO 3aK/T0ueHye: SI3BeHHbI 6ayrMHUT. ADTO3HBII
JIeBOCTOPOHHUI KONMUT. Pesynbrarsl 6uoncun: B yc-
C/IeflOBAaHHOM MaTepuaje ¢pparMeHTHl KMIIEYHIKA
C BBIpaXXeHHOT TMMGOIIa3MOL M TaPHO MHPUIBTPa-
e, C IPUMeChI0 HeITPO(PUIIOB IO BCeil TOMILIVHE
CTeHKU, MHPUIBTPALMs HeTpopuIaMu B COCyAax,
¢dopmupyolIecs rpaHyIeMsl. BocmamuTenbHbli Ipo-
ecc mpeo6maa B IOACIM3UCTOM CIoe. 3aK/TIOueHMe:
B nccenoBaHHOM MaTepuaste KapTHHA XPOHIYECKOTO
IIpepBIBUCTOrO A1(Py3HOTO aKTUBHOTO KOINTA, YTO
XapakKTepHO A/ 6oe3nn Kpona.

Y3W opraHoB rematobuanapHoit cuctembl: 9XO-
IPU3HAKM YMEPEHHOTO yBENMYEH M A Pa3MEPOB IeYeH
(+1,0 cm) u ceneseHkH, fUPPY3HBIX U3MEHEHMIT CTEHOK
BHYTPUIIEYEHOYHBIX ¥ BHENTEYEHOYHBIX KE/TIHBIX ITPO-
TOKOB, MOBBIIIEHN A 3XOT€HHOCTY CT€HOK >KeTYHOTO
IIy3bIPs, PEaKTUBHBIX M3MEHEHMI ITOMIXKENyIOIHOM
JKesesbl Y Me3eHTepUaIbHbIX TNMPATHUeCKUX Y37I0B,
BbIPAa>KEHHBIX CTPYKTYPHBIX U3MEHEHNI CTEHOK T10f-
B3JIOLIHOII 1 IIOIIePeYHO-000J0UHON KMIIKY (HEeb3s
nckmountsb B3K).

V3W nouex: 9XO-npusHaku fupys3HbIX U3MEHe-
HMI TAPEHXUMBI IIOYEK U CTPYKTYPHBIX U3MEHEHUIA
CTEHOK COOMPATeIbHOTO KOMIITEKCa TOYeK.

Ha ocHOBaHMM TPOBEJEHHBIX JOMOMTHUTENBHBIX
UCCTIe/IOBaHMIi yCTaHOB/IEH iuarHos: «bonesnb Kpona
BIIEpBbIE€ BbIABNEHHaA. IlOBEpXHOCTHBIN TacTPUT.
KrapanbHblii eloHUT. I3BeHHbIT 6ayruHNUT. AQTO3HBII
JIeBOCTOPOHHMIT KOMUT, o6ocTpeHne. PeakTuBHbIe
M3MeHEHU s IO >KeNyOUHO JKele3bl».

,D,I/IHaMI/IKa SHAOKPWHHDbIX HapyLLleHl/II?I

B 8 11 7 Mec jeBOYKa MOCTYNM/IA B 9HAOKPUHOIOTYe-
CKO€ OTJie/IEHMeE IETCKON GONTBHMIIBI B CBSA3M C OTCTaBa-
HueM B pusndeckom passuruu. Panee He o6ceoBa-
JTach, XOTSI CO CTIOB MaTepy, C pAHHETO BO3PACTA [I/I0X0
Habupasa Bec 1 OTCTaBaja B pocte. Poct poxureneit:
Marepu — 158 cm, otna - 178 cm. Ha momeHT obcre-
HoBaHMs pocT peberka cocrasn 108 cm (SDS -3,7),
Bec — 14 kr (SDS -4,35), UMT 12 kr/m? (SDS -3,0).
Ionosas popmyna o Taunepy: Ma , Ax, P, Me - Her.
Hapy>xHble 0n0Bble OpraHbl: cOpMUpPOBaHBI IIpa-
BuIbHO. [IpoBeieHO McCefoBaHe TOPMOHATIBHOTO
npoduns: nponaktul 331,1 MxkME/mn (HopMa 6,4
612,7 Mk ME/mn), koptuson 613,6 HMonb/n (HopMa
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B 11 ner pesynbratser ®I'JIC: 3p03uBHBIN TaCTPUT.
Helicobacter pylori - orpunarensao. KomoHockonus:
JIeBOCTOPOHHMIT ) TO3HBII KONUT.

Y3/ ToncToro KMuIeYHMKA: BU3yanu3upyemble
Y4YacTKM He pacIIVpeHbl, IepUCTanbTUKa HaNpaB-
nenHas. CTeHKU TOJ[B3/[OIIHON KUK TOHM>XEHHOI
9XOTeHHOCTH, TOMIMHOM 2,6 MM, fuddepeHIInpoBKa
HeOTYeT/INBasL, CTEHKH IOMePeYHO-000T0UHOI KIIIKA
C HEPOBHBIM BHYTPEHHUM KOHTYPOM, HE yTO/IIEHBI;
raycTpanusi HepaBHOMEpHas Ha BCEM NPOTSKEHUN
TO7CTON KNk, HucxonsAmuye oT/ensl MOBBIIEHHOM
9XOT€HHOCTH C YTOJIIeHMeM CTeHOK JI0 4 MM, C HeOT-
veTnBol AuddepeniuposKoit. Ilpunexxamas KieT-
YyaTKa YMEPEHHO MOBBILIEHHOI 3XOT€HHOCTU C MHO-
YKECTBEHHBIMU MeTKMMM TMM(aTUIeCKIMU Y3IaMu.
BusyanusupoBannuch MHOXXeCTBEHHbIE ME3€HTEPHAIb-
Hble MMMaTIYeCKe y3IIbl C MAKCYMa/IbHBIM pa3Me-
pom 10 9 Mm. 3axmoderne: OXO-IpU3HAKY BOCTIAIN-
TEeJTbHbIX M3MEHEHNI CTEHOK KMIIeYHIKA.

B 12 net mposefeHa konoHockonus: PacnpocTpa-
HEHHbIIT 9PO3UBHDIN KOINT.

Y3U toncroro kumevnnka: CTEHKM KMIIKY TPaBOi
MO/ B3[IOIIHOM 06/1aCTH, OTHE/Ia Me30TacTPys U JIEBBIX
0T/ieN0B (IPOKCYMAaJIbHbIE OTHEIbI IO B3IOIHO KMIII-
K1?) C HEPOBHBIM BHYTPEHHUM KOHTYPOM HECKOIBKO
yTOmNIIEeHbl, 3,6 MM; ONpefensAeTCs MOBbIIEHNE CKIafI-
gaToCcTV. CTEHKM HUCXOAIMX OT/IENIOB TOTICTOM KMIITKI
C HEPOBHBIM BHYTPEHHIM KOHTY POM, TONIMHOM 4,0 MM,
CHEOTYeT/IMBBIM BHYTPEeHHVM KOHTYpoM. [Tpnnexamnras
K/IeTYaTKa yMepEeHHO ITOBBIIIEHHON 9XOT€HHOCTY C MHO-
JKeCTBEHHBIMI MeIKUMI TUM(ATNIECKIMI Y3TaMIL.
BusyanusupoBaniuch yMepeHHOe KOMYeCTBO Me3€eH-
TepUaTbHBIX TMMGPATUIECKIX Y3/I0B C MAKCYMATbHBIM
pasMepoMm fo 10 mM. 3aknrodenne: 9XO-npusHaKK
CTPYKTYPHBIX U3MEHEHNUI CTEHOK KMIIEYHNKA.

V3 opraHoB renatobmunnapHoi cucrembr: 9XO-
npusHaky AudPy3HbIX M3MEHEHNUI CTEHOK BHeIle-
YEHOUHBIX JKeTYHBIX IPOTOKOB U CTEHOK YKeTYHOTO
My3bIps, peaKTUBHbBIX U3MEHEHNIT MOJ>KeTyL0IHOI
xenesbl. Y3V movyek: OXO-npusHaku guddysHbIx
M3MEHEHNI TAPEHXMMBI ITOYEK.

B 12 17 mec, mo ;aHHBIM KOJTOHOCKOTIN: SI3BEeHHBIN
nnent. PacnpocTpaHeHHBI 3pO3UBHBIN KOMUT.
OHJoCKoNMYecKas KapTUHA XapaKTepHas J/d BOC-
HanuTeIbHOI popMbl 601e3Hn Kpora HusKoit creneHn
akTuBHOCTH. [To ®TJIC - 3p03MBHBI TaCTPUT.

Pe6eHKy 6bI1 BHICTaB/IeH iMarHo3: «bonesnsb Kpona:
3PO3VBHBIN TaCTPUT, A3BEHHBII NJIENT, PacIpoCTpa-
HEHHBIN 3pO3UBHBIN KOJIUT, MOJOCTPOE TE€UEHNeE.
PeaxTuBHbBIE M3MEHEHNU S MTOJKETYJOYHOI XKee3bl».

28-1049 HMOIB/T), UHCYTVHOTIONOOHBII PaKTOP pocTa
I (ITIDP-1) 68,5 ur/mn (Hopma 57-277 Hr/min).

BBINOTHEHO MCCIefOBaHME COMAaTOTPOIIHOTO TOP-
MoHa (CTT) B mpobe ¢ KnodeanHOM 1 HHCYTNHOM.
1711 [OCTOBEPHOIT OLleHKYM COMAaTOTPOIIHOI GPyHKIINU
runodusa NpoBefeHO 2 CTUMYIMPOBAHHBIE IIPOOBI
¢ Ko eMNHOM U MHCYIITHOM C MHTEPBAJIOM B 2 Hefle/I.
PesynbTarsl npuBesieHsl 8 mabn. 2. Ilo pesynbrataMm
1po6 ObIT BBIAB/IEH MAPLVa/IbHbII HeUIIUT TOPMOHA
pocra.

ITposopunacs MPT ronosuoro (8 1 7 mec): popma
gyepemna 6paxnonedanndeckas. Ilonymapusa mosra
CYMMeTpPUYHBIE, TPAaHNIIA CEPOTO I 6eI0ro BellecTsa
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Ta6nuua 2.

Table 2.

YpoBeHb COMaTOTPOMHOro

Bpems 3a6opa KpoBu, MUH

YposeHb CTT, Hr/mn
rOpMOHa Npu NpoBeeHNH

CTUMYNMPOBAHHOW NPO6bI

C KJ'IO(I)GJ'II/IHOM N UHCYNTNHOM

Growth hormone level

during a stimulated test with

-15 30 45 60 90 120
I mpo6a ¢ kodennHOM 0,548 0,362 - 0,162 0,959 3,08
II mpo6a c knodenHOM 1,1 1,1 - 1,95 3,94 1,8
I npo6a c mHCy1TMHOM 1,13 1,74 2,9 1,52 2,68 3,523
II npob6a c MHCYynMHOM 3,75 2,16 7,53 3,15 1,25 1,12

clonidine and insulin

MpumeyaHue:

lMoBblweHe ypoBHA ropMoHa pocTa >10 Hr/mn (B 06enx npobax) CBUAETENbCTBYET O HOPMab-
HoMm ypoBHe cekpeuuu CTT. CtumynupoBaHHbIit yposeHb CTI <7 HI/Mn No3BoNAeT yCTaHOBUTb
AMarHo3 COMaTOTPOMHON HeJOCTaTOYHOCTH. YpOBeHb rOpMOHa pocTa B npefenax 7-10 Hr/mn
yKa3blBaeT Ha YacTUYHbil gepuumnt CTI

nuddepenunpyercsa. CpefHHbIE CTPYKTYPbI He CMe-
IE€HBI, IPU3HAKOB IMCIOKAlMM MO3Ta HeT. boxoBbie
JKETYOYKM YMEPEHHO pacIIMpeHsl o 16 mm, 11T xe-
nypodek mo 5 M. IV xemypmodex He pacHiuMpeH.
Cyb6apaxHoupgaapHble 061acTy TO6HBIX IPOCTPaH-
cTBa 1 60pPO3ABI pacIIMpeHbl, 60PO3AbI yIIyOIeHbI,
IpEeUMYIeCTBEHHO B 00/1aCTM TOOHBIX, TeMEHHBIX
poneit. T'unodus pasmepamu 15x8.5x5 MM, BbIOyXaeT
110 BepXHEMY KOHTYPY, AuddepeHnpoBKa ajjeHo-
u Heliporunodusa coxpaHeHa, HOXKa Tuodusa oT-
KJIOHEHa BIIPaBO, IPY AUHAMUYECKOM OOTI0CHOM KOH-
TPacTUPOBAHUM — HEIETKO OIPEfIENIAETCSA 30HA 2X3 MM.
Busyanusupytorcs yepennbie Hepsbl (II, VIII mapsr)
6e3 matomorny. OYary maToMIOrM4ecKoro HaKoIe-
HIUA KOHTPACTa B BeleCTBe MO3ra He OIpefleNngeTcs.
MuHJanMHBI MO3)XKe4YKa Ha YpPOBHE OOJIbIIOTO 3aThI-
no4HOTro oTBepcTuA. CTBONIOBBIE CTPYKTYPHI B IIpe-
menax HopMbl. 3akmodenne: MPT-nannble yMepeHHOM

[eHeTUYecKne nccnefoBaHuA

JeBouka Obl/Ta IPOKOHCY/IbTUPOBAHA T€HETHU-
KOM, TIPEJIIOMOXNUTE/NbHO BBICTABIANNCDH CIeRy-
onie AuMarHossl: cuaapom Hynan? CuHApoM
[lepemesckoro-Teprepa? I'mnoxongponnasusa? B 8 n
8 Mec MCK/TI0YanuCh Hac/leCTBEHHbIE aljUTOIaTUM,
OpraHMYecKue allMay puiL, fieeKThl MUTOXOH/|PUAJIb-
HOTO 6eTa-OKCU/ICHNU A, TM30COMHBIe 60/Ie3HI HaKO-
ieHus, runodocdarasns. PesynibraTsl MccnegoBaHUA

[OvHamuKa neyeHus
ITocre ycTaHOB/IEHNM S OKOHYATEILHOTO farHo3a (B 10 11
5 mec): «HOBEHMIBHBLI UAVOTIATUYECK T APTPUT, CY-
cTaBHasg QpopMa, MayUMapTUKYIAPHBI BapUaHT;
6orne3np KpoHa BrepBble BBISIBJIEHHAs, 9PO3MBHBIN
TaCTpPUT, KaTapajIbHbII €IOHUT, A3BEHHDIN OayTMHNT,
aTO3HBIIT IEBOCTOPOHHUIT KOTIUT, 000CTpeHIe; peak-
THUBHBbIE MI3MEHEHI O KeTy FOUHOI XeTle3bl», peOeHKy
611 HasHaveHbl Kypcl rmiokokoptukonpos (I'KC) -
MEeTU/IIPEJHU30I0H 15 MT, C TOCTETIEHHBIM CHIDKEHUEM
Io3bl, afjanmumymMa6 (20 Mr 1 pa3 B 2 Hefi, HOKOXXHO), Oa-
3MCHas Tepanus MecanasuHoM 1000 MT B ieHb, BHYTPb.
Opuako B 10 71 8 Mec ileBOYKa OTMevasia »Kanoosl Ha
CKOBaHHOCTD B CycTaBax (He BbIIep>KMBaa IpoMe-
JKYTOK MeX[y BBeeHIAMN aflanuMyMaba), B CBA3K
C3TUM OBIIO PeKOMEH/IOBAHO IIPOJIO/IKUTD CHYDKEHMe
no3bl I'KC 710 TOTHOI OTMEHBI ¥ K Tepanuy JOOaBUTD
6a3MCHBIII ITperapaT MeTOTpeKcar —7,5 Mr 1 pa3 B He-
menio, nopgkoxxHo. Ha pone mposopmumoit Tepanumu
Ha6I10[1a/I0Ch BBIpa)KeHHAs MOMOXUTEIbHAS JUHA-
MMKa: CHU)KEHVE T'YMOPaNbHOM aKTUBHOCTH, KYTIN-
pOBaHNe OTeYHOCTH 1 HapacTaHye 06beMa IBVKEHNUI

BEHTPUKY/IOMeTaIny, pacli¥peHs HApY>XHBIX Cyba-
PaxXHOM/A/IbHBIX IIPOCTPAHCTB M YINYO/IeHM I KOPKO-
BBIX 60PO3J OyIIapyii 6O/BIIOr0 MO3ra, HEOHOPO-
HOCTM CTPYKTYypbI runo¢usa. B uHaMuke — faHHBIX
3a 06beMHOe 06pasoBaHue rumodusa He MOTYUEHO
(9 14 mec.).

PenrreHorpa¢us obeux Kucreit pyk: B 8 17 mec.
KOCTHBIN BO3PACT COOTBETCTBOBA 4,5 rogam, B 10 11
4 mec. — 6 TomaMm.

Tupeonpustit 1podunb (3a BeCh MEPUOJ, UCCTIERO-
BaHMIT)— B IIpefje/iaX HOPMBI.

B 8 1 7 Mec. Ha OCHOBaHUU NIPOBeJIEHHBIX UCCIIe-
IoBaHMIT ObIT BbICTaB/IeH Anarno3: CoMaToTpomHast
HeJOCTATOYHOCTb. [TapuuanbHblil feduLuT ropMmoHa
pocta. Mukpoagenoma runodusa? B ganpHeimem
(c 10 1 4 mec.): Tunonutyurapusm. IlapunanbHbIi
medunut ropmona pocta. OT IpOBeeHN TeIEHM
TOPMOHOM POCTa MaMa OTKa3asach.

KapyMOTHUIIa — HOPMaJIbHbII )KeHCKMIT KapnoTui 46, XX.
B 10 1 5 mec o pesynbraTam cexkBeHnpoBanusA JHK
(manens “Noonan”) BbIsIB/IEH MATOTEHHBII BAPUAHT
HYK/IEOTUIHOI MOC/IefoBaTeNbHOCTH C. 4A>G B K-
3oHe 2 reHa SHOC 2, npuBonALMit K MICCEHC-3aMeHe
(p.Ser2Gly) B reTep0o3uroTHOM COCTOSIHY, ACCOLIUMUPO-
BaHHBI ¢ HyHaH-TIOZOOHBIM CHHIPOMOM C BBIIIaJie-
HUeM BOJIOC B ¢a3e aHareHa I tuma.

B CyCTaBaX, HOpManAu3anus CTyna, 4TO MO3BONUTIO
oTkasarbcA oT Tepanuu I'KC ¢ 10 1 10 mec.

C 11 1 geBoYKa IOTyYasa Kypc KOMILIEKCHOI Tepa-
uy 6asVCHBIMIY IIpellapaTaMi: METOTPEKCAT, Mecaia-
3MH U aflaTMMyMab B IIPEXHUX TO3UPOBKaX.

B 12 1 B cBA3M C COXpaHAWOLIENCA AKTUBHOCTDIO
KO/INTA, PEKOMEHT0BAHO MOBBILIEHME 103bl Mecasa-
31Ha 10 1250 Mr 1 yMeHblIeHYE IPOMEXYTKOB MEX/y
BBefleHMeM afanuMymaba fo 10 gHeit. B 12 1 7 mec
OTMEYa/IMCh aPTPAITUA B TOIEHOCTOIHBIX CyCTaBaxX
C OrpaHMYeHMEM IOABIKHOCTY, HEYCTOMYMBBIN CTYI
1o 3 pas B IeHb, COXPaHEHMe SPO3MBHBIX U3MEHEHMIA
B JKKT, ¢ yuyeToM 3HIOCKONMYECKOTO UCCIEI0OBAHNA
6bI/IO IPUHATO PellleHNe YBeINIUTD J03y afalnuMy-
Maba 1o 40 Mr moaKoxHO 1 pa3 B 10 fHeit.

AHaMHe3 )XM3HM: IeBOYKa pOJMNIacCh OT IepBOIl
6epeMeHHOCTY Ha pOHE IPesKTaMIICU Y, SKCTPEHHBIX
onepaTUBHBIX POJOB Ha CpoKe 39 Hefeb ¢ Maccom
tena 3550 1, IIMHOI Tela 54 CM, OKPY>KHOCTDIO FOIOBBI
36 cM, Ha 7/8 6an10B 10 IKae Anrap. B mepuope agan-
Tali HaXOU/IACh B TAXKETOM COCTOAHMM — Ha 4 CYTKM
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PucyHok.1.

Figure 1.
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TIPOM3OII/IA ACIMPALINA MOJIOKOM, B CBA3Y C YeM IOJ-
karodeHa k VIBJI (4 gaca). Ha 8 cyTku 6bl1a iepeBeieHa
B OTJie/IEHME TIAaTO/IOTMI HOBOPOXX/IEHHBIX C INAarHO-
3om: «Iepebpanpuast nmmemnsi I-1I crenenn. Cummnrom
MBILIIE€YHOM TMIOTOHUU. BHyTpuXenymoukosoe
KpoBousnusaHue. AcnupanmuoHHsiil cuagpom. BIIC:
JOMIIIL. KnanmaHHBI CTEHO3 JIETOYHOI apTepun».
BrinycaHa OMOJ B CTaOMILHOM COCTOSTHUM.

OrMedanach 3afiepKKa ICMXOMOTOPHOTO PasBUTHA:
TOJIOBY JI€PXXMUT C 7 MeC, CUJUT ¢ 8 Mec., XOgUT ¢ 1r
1 mec. B 4 roga -obmiee Hegopassutue peun 111 ypos-
us. [IpodunakTuyeckue NIpUBUBKY IPOBOAUIUCH IO
MHAMBY/IYaTbHOMY Ka/leH/apIo.

ITepenecennsie 3abonesanus: OPBY, ocTpsiit
KaTapaJbHBIN OTUT, OCTPBI OPOHXNT, FeMaHTMOMa

QOu3nKanbHas ONarHoCTunKa

IIpu ocmoTpe B Bospacte 13 ytet. CocTostHMe pebeHKa
CpeRHeil CTeNeHN TSHKECTH 3a CYeT OCHOBHOTO 3a607Ie-
BanusA. Poct - 121 cm (SDS -5,13), macca Tena — 19 xr
(SDS <-3), unpmexc maccol Tena — 12,9 kr/m2 (SDS -3,49).
OTtMmeyaeTcs 3afiep>KKa pusnyeckoro pasputus. Takoke
NIPOBOAMIIACH OLleHKa (PM3NIECKOrO PasBUTUA C UC-
TONb30BaHMEM CIIeIIMANbHbIX MIKa/ I/ MaljMeH-
TOB ¢ cuHfpoMoM Hynan no xoTopsiMm SDS Macchr
Tena <-2, SDS pocra -2, pe3ynbTaThl IpefcTaBlIeHbI
Ha puc. 1. [lonosas ¢popmymna no Tannepy: Ma,, Ax ,

TOgata, T T Nagal, S Yokoya: Clin Pediatr Endocrinol 26:153-164, 2017
© The Japanese Sodiety for Pediatric Endocarinology

B 00/1aCTH JIEBOTO IIJIeYa, aTONNYEeCKIIT epMaTHT,
yinb MATKUX TKaHelt T00HOI 06macTy, 3afepxKa
pedeBOro pasBUTHA, 6IKOBO-9HepreTUdecKas Hefo-
CcTaTOYHOCTD. C poxxieHus — MHOKecTBeHHBbIe [JMIIII,
K/IaIIAaHHBIN CTEHO3 JIETOYHON apTE€PUM JIETKON CTENIEHM,
TUTIONIa3uA 3alHell CTEHKY MUTPANbHOTO KIalaHa.
B 4 ropa npoBepena minactuka JMIIIL B 10 1 5 mec
yCTaHOBJIeHBI 607e3Hb KpoHa 11 10BeHVM/IbHBII MNO-
HNaTUYeCKNU apTPUT, TUIONNTYUTAPU3M, TapLMaIb-
HBIIT AepUIUT rOpMOHa pocTa, B 10 1 8 Mec — HyHaHn-
noJ06HBIM CHH/IPOM C BBINIaJIleHIEM BOJIOC B dase
aHaTeHa.

HacmegcTBeHHbIIT aHaMHe3: He OTATOLIEH, Opak He
POACTBEHHBII.

ConyanbHbIii aHAMHe3: He OTATOLIEH.

Pl, Me - HeT. BoisiBI€HbBI CTUTMBbL um33M6pM0reHe3a:
KOpOTKas Ies, KPbIJIOBU/HbIE CKIA[JK! LIeu, TUIIep-
Te/IOpU3M I71a3, CKOIIEHHbIe [7Ia3Hble Le/IN, HU3KO II0-
Ca>KeHHBbIe 11, Makpoliedanus, tepopmalus yepena,
BBICTYIaoIIMe T0OHbIe OyTpbl, BOPOHKOOOpasHas
medopManus rpygHOI KIETKY, BPOXKJEHHBII IIOPOK
ceppua (KOppUTMPOBAHHBIN), IOCTHATA/IBHOE CHIU-
JKeHIe pocTa. DKTofepMajbHble aHOMAJINU: PeJKIe,
TOHKME, MeJI/IEHHO pacTyllyie pycble BOIOCHI, CMY-
rnas Koxka. Ko>kHble IOKpOBbI ¥ BUVIMbIE CIU3UCTbIE
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o6omouky yncroie. JIuMmdaTndeckme ysnsl He yBennde-
HBIL. YMepeHHO BbIpakeHHas fuddysHas MbIlIeuHasA
ronotonus. Hapyienue ocaHKY — lepeKOC Ta30BOTO
U TIJIEYEBOTO T0SACa. YMEPEHHAs apTPA/TUs B IEBOM
TO/IEHOCTONHOM CYCTaBe C OTpaHMYeHNeM MOIBIXK-
noctu. [lluToBUIHAA JKe/le3a He ManbIupyeTca. 3eB —
CIOKOJHBIIA. IIpy aycKynbTaluu gplXaHue Be3UKyAp-
HOe, YacToTa JbIxaHus — 20/mMuH. Hacplenne KpoBu
Kucnoponom (carypanus): 99%. Ceppednbie TOHBI

JlabopaTtopHble nccneaoBaHus

O6mnit ananus kposu - COI - 28 mm/ uac.
BroxuMmudeckye ImoKasaTeny KpoBU: aabOyMUH,
TpaHCaMMHAa3bl, OUINPYONH, ITI0KO3a, CBIBOPOTOY-
Hoe xeneso, Ig A, Ig M, Ig G, antucrpentonusun O,
Kasuit, KaJbINit, KpeaTUHMH, MOYeBas KICIO0Ta, MO-
4YeBIHA, HATPMit, 061uit 6enok, PO, CPB, xonecrepus,

MHCprMeHTaJ’IbeIe nccnenoBaHnA

Y3U opranos 6proursoii momoctu: IXO-IpusHaku
TIOBBIIIEHN A 9XOTEHHOCTHU CTEHOK >KeTYHOTO My3bIps
Y BHY TPUTIE4€HOYHBIX YKETYHBIX IIPOTOKOB, AUCXONN,
Eu(Y3HBIX M3MEHEHMIT TOJ>KeTyJOUHOI >Kele3bl,
yBeU4IeHUs Pa3MePOB Cee3eHKI.

Y3U nouex: OXO-npusnaku gudpdysHbIX U3MeHe-
HMII TaPEHXMMBI NTOYEK, MOBBIIIEHN A 3XOT€HHOCTH
CTEHOK COOMPATe/IbHOTO KOMIITIEKCa IOYeK.

Y3/ nonsIx opraHoB (KenyfKa, KuiedHuka): 9XO-
TIPU3HAKM CTPYKTYPHBIX MI3MEHEHNI CTeHOK TOJICTOI
¥ TIOJIB3/IOTITHOV KMUIIIKIA.

Y3 TazobenpeHHbIX cycTaBoB: OXO-npusHaKu
He3HAYMTETbHOTO CHHOBUTA C 00€MX CTOPOH.

KnunHunuecknin gnarHos
IOBeHMTBHBII apTPUT, CTENIeHb aKTUBHOCTY 1-2, peHT-
reHojormyeckas cragys 2, PH 2A, acconnmpoBaHHBIN
¢ 60omesup0 KpoHa. DpO3uBHBIIT TaCTPUT, A3BEHHBI
UJIEUT, PACIPOCTPAHEHHDII 3PO3UBHBIN KONT, I10-
TocTpoe TeueHue. PeakTuBHbIE M3SMEHEHN A TIOfIXKe-
JTYOYHOI >Ke/e3Bl.

HyHaH-IIOBO6HbIT CMHIPOM C BBIIIafIeHNEM BOJIOC
B (ase anareHa. [unonuryurapusm. ITapuyanbHblit
medUINUT ropMOHa pocTa. benkoBo-sHepreTnyeckas
HEeOOCTAaTOYHOCTH I cTeneHu.

BpeMeHHaﬂ LWKana
XpoHosorus pa3BuTusA 601e3HY, KII0YeBble COOBITI

O6cyxpaeHne

B npepcTaBIeHHOM KIMHNYECKOM C/Iydae Mbl XOTe-
7Y IOXYEPKHYTh, YTO KIMHUIMCTAM CIeAyeT IIOM-
HUTb 0 GOPMUPOBAHUY Ay TOMMMYHHbBIX HapyIIEeHMIT
y manueHToB ¢ RAS-naTusamMu n3-3a BO3SMOKHOCTHI
pasBUTHUA Y HUX aHOMA/IbHOM aKTuBanuy mytu RAS/
MAPK, urparmoiero sHaduTe/JIbHYIO POIb B CO3pe-
BaHuu T-kimertok [14]. By mpoaHaaN3MpPOBaHBI
KIVHUYeCcKue 1 TabopaTopHble 0COOeHHOCTH 42 Ia-
IMEHTOB C Ras-maTusamu u Mony4eHo, 4To 14% maru-
€HTOB COOTBETCTBOBAN KIMHUYECKMM KPUTEPUAM
ayTOMMMYHHBIX 3a60/1eBaHuUII (CUCTeMHas KpacHas
BonyaHka (CKB), ayToMMMYHHBI TUPEOUNT, Lie/IN-
aKus, MepBUYHBII aHTUPOCHONUINTHBI CUHAPOM,
ayTOMMMYHHBIV FeTIaTUT, BUTU/INTO). AyTOMMMYHHBIe

PUTMUYHDIE, TPOMKNE, CKTOHHOCTb K TaXMKAPAUNL.
BricnymmBaeTca cucTonmMyeckuii myM Ha BepXyll-
Ke. HYacTora cepyiedHbIX cOKpamennii — 113 yu/mus,
apTepuanbHoe gasneHue — 95/80 mm pT. ct. JKusor
MATKUIL, IeYeHb Ma/IbINPYeTCA y Kpas pebepHolt [yTH,
ceneseHKa He nanpnupyrorcsa. CTy, co C10B MaMbl, 2-3
pasa B IeHb, 0POPMIEHHBII W KALINIe06pasHbIIL.
MouencnyckaHue He HapylIeHo.

TOPMOHBI M TOBMHOI XKeTle3bl B IIpefeniax pedepenc-
HBIX 3HAYEHU .

OO0 it aHa/M3 MOYM — HOpMa.

AHanus Kama — KOHCUCTEHIM: KalnieobpasHas;
pacTuUTenbHasA KjaeT4aTKa: MHOTO; KpaxXMasl BHeEKJIe-
TOYHBIN: MHOTO. JIeikonuThl Ha cnusu 5-10.

Y3U roneHocTonHbIX cycTaBos: 9XO-npusHaKku
MIHJMAaJIbHOTO CHHOBUTA C 06€MX CTOPOH.

9XO-kapauorpadus: COCTOSHUE MOCIIE MIACTUKY
IOMIIIIL. HesnaunTenbHOe yBeNMMIeHNE IPABOTO U JIe-
BOrO mpezcepauit. [JuacTommyeckas QyHKIUA IEBOTO
JKeTy/l0uKa He3HAuMTeNnbHO HapymeHa o I tumy. [IMK
¢ perypruTanueit I crenenn.

KT opraHoB rpyHOIt KJIeTKH: 6€3 aTOMOTUI.

PeHTreHorpadus npaBoit 1 1eBOI KUCTYU B IPSIMOIL
TIPOEKIMN: KOCTHBII BO3PACT OTCTAET OT MACIIOPTHOTO
(coorBercrByer 10 rogam mo arnacy GR). Penrren-
IPU3HAKM OCTEONOPO3a.

JIMacKkmHTECT — OTpUIATENbHBIA.

Cocrosnne nocne mnactuku IMIIIL IIMK c peryp-
rutanmit 1 crerrenu, HKO.

PexoMeHI0BaHO MPOJO/IKUTH KOMIITIEKCHYIO Tepa-
Iy 6a3MCHBIMU IIperapaTaMi: MecalasiuH BHYTPb
1250 Mr B CyTKM, METOTpEKCAT 7,5 MI' B HEfIeNI0, IOJI-
KOXXHO VM TeHHO-MH>KEeHePHBIM 6MOTOrMYeCKUM Ipe-
mapaTtoM — afanuMymab 40 Mr, TogKOXHO, 1 pas B 10
IHeIT C MOC/IeA YoM JUHAMIYeCKUM HaO/MoeHIeM
3a COCTOSIHIEM 3[JOPOBbA.

TALVIeHTa IPEACTAB/ICHBI Ha PUc. 2.

aHTHTe/NIa ONpeNenAnuch y 52% manuenrtos. Crexyer
OTMETHTD, YTO ¥ 7% IAIIEHTOB BBIFEIANUCD CIEI -
¢uveckne ayToaHTUTENIA K XKETYAOYHO-KNLIIETHOMY
TPAKTY U IedeHn 6e3 KIMHNYeCKUX IposBaenHuii [15].

Yro xacaeTca MMMYHOJIOTMYECKUX ITapaMeTpOB
c HIIC, y Tpex manuenTos ¢ BapuantoM SHOC2 6b111
[IOIOKUTETbHbIE aHTUHYK/IeapHble aHTUTeNna (ANA)
u aHTUTeNA K iByxuenodeyro [JHK (ds-ITHK), y oxn-
HOTO — TIO/IOKUTENIbHbIe aHTUTEIA K aHTU-Sm (3T0
anturena x Ul-, U2-, U4-puboHyKIeonpoTenHam,
KoTOpble ABIs0TCA crenuduansivu gt CKB u cay-
JKaT OfIHUM 13 KPUTEPUEB JI/IA ee [MAarHOCTUKM) U ellje
OJJHOTO — HM3KMe yPOBHM KOMIIeMeHTa Kak C3, Tak
u C4 [16, 17, 18].
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PucyHok 2.

MpumeyaHua:

Figure 2.
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XpoHonorus pa3suTus
6onesHu

OMMM - pedekT mexnpea-
CepAHON NeperoponKu,
HMBIM - HecTpepouaHble
NPOTNBOBOCNANNTENbHbIE
npenaparbl,

TMC - TaHAEMHaa Macc-
cnekTpomeTpus,
B3K-BocnanutenbHble 3a60-
NeBaHUA KULWEYHNKa,

B3H - 6enkoBo-
3HepreTMyeckas HefoCTa-
TOYHOCTb,

IOUA - 10BEHUNbHBIN nANO-
naTUYEeCKUiA apTpuT,

I'KC - rnokokopTuKo-
cTepougpl,

OH - dyHKUMOHanbHas
HefoCTaTOYHOCTb,

HMC - HyHaH-nopo6Hbli
CUHAPOM C BbiNafeHNEM
BOJIOC B CTAfAUM aHareHa
noaTBepPXAEH

Chronology of the disease
development

0 mec
« [lnarHos: «LlepebpanbHan nwemus

|-l €T., CUMNTOM MbILLIEYHOW FTUMOTOHUMN.

BHyTpuXenynoukoBoe KpoBousnusaHme.
AcnupaunoHHbIn cuaapom. BIC MMM,
KnanaHHblIii CTEHO3 IeroyHon apTepumn»

8 net 4 mec
+ [le61oT cycTaBHOro CHAPOMA
+ lnarHo3: «<ApTponarua nesoro rosne-
HOCTOMHOrO, NPaBOro Ta306eapeHHOro
CyCTaBOB»
« Jleyenwe: HIBI, aHTUOUOTHKK

10 net 4 mec

+ [1e6IoT KNLWeYHOro CMHAPOMa

+ [narHo3: «lOUA, cyctaBHaa dopma, na-
YUMapTUKYNAPHbI BapuaHT? 3aaepxka
¢dusnyeckoro passutuA. lMnonutyuta-
pv3m. Cungpom HyHaH? HenHpeKumoH-
HbIl SHTepokonuT. B3K? BIH Taxenoii
cTeneHm»

JNeuenue: HMBM

10 net 7 mec

CekBeHupoBaHue [IHK: natoreHHbIl
BapuaHT reHa SHOC2 B retepo3nrotHom
coctoaHuu (c.4A>G (p.Ser2Gly)
[narHo3 HyHaH-noAo6HbI CMHAPOM

C BbiMaieHNeM BOJIOC B CTaAUM aHareHa
NOATBEPXAeH

JNeuenne: TKC, mecanaswH, aganumymatb
(20 mr/14 pnHen)

12 net

[IuarHos: «lOUA, cyctaBHasa dopma, nay-
LIMapTUKyNAPHbI BapMUaHT, akTUBHOCTb
I-Il cT, peHTreHonornuyeckan cragus ll,
OH 2A. bonesHb KpoHa. po3uBHbIit

racTput. PacnpocTpaHeHHbli SpO3nBHbIN

KONWT, NOAOCTPOe TeyeHue. mnonutym-
Tapu3m. HMC»

JleyeHve: mecanasuH, MeTOTpeKcar,
afanumymab (20 mr/10 gHeit)
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4 ropga

[LnarHos: «kMHoxecTBeHHble MMM,
KnanaHHbIli CTEHO3 IErOYHON apTepun.
[vnatauma npasbix OTAEN0B cepaua.
Jlerounas runepteHsua. lMnonnasua
3a/iHell CTEHKM MUTPaNbHOTO KnanaHa,
HK 11A»

Jleyenue: nnactuka AMMMN

8 net 8 mec

lMporpeccmpoBaHye CycTaBHOTO CYH-
Apoma

Kapwotun 46, XX. TMC — 6e3 natonorui
[narHo3: «[TpaBOCTOPOHHUIN KOKCHT.
ApTpUT NeBOro rofleHOCTOMNHOrO CycTaBa.
[ebioT tOWA? 3apepxka dprsmnyeckoro
pa3BuTuA. leduumnt ropmoHa pocta»
Neyenue: HMBM

10 net 5 mec

[IuarHo3:«lOUA, cyctaBHasa ¢popma,
nayLMapTUKynApHbIii BapuaHT. bonestb
KpoHa Bnepsble BbiAiBNeHHas. 1o-
BEPXHOCTHbIN racTPUT, KaTapasbHbili
€IOHUT, A3BEHHbIiA 6ayrnHNT, ahTO3HbIN
NeBOCTOPOHHMIA KONUT, 060CTpeHMe.
[wnonutyutapnsm»

Neuenne: TKC, mecanasuH, aganumymatb
(20mr/14 gHen)

10 net 8 mec

[IuarHos: «lOUA, cyctaBHasa dopma,
nayLMapTUKynApHblii BapuaHT. bonestb
KpoHa. f13BeHHbIN 6ayreHUT. AGTO3HbI
NeBOCTOPOHHUIN KONUT, MOJOCTPOe Teue-
Hue. funonutymtapusm. HMC»

Jleuenue: 'KC (nocTenHHas oTMeHa),
MecanasvH, MeToTpeKcar, afanumymat
(20 mr/14 nHen)

12 net 7 mec

[IuarHos: «lOUA, cyctaBHasa dopma, nay-
LIMapTUKyNAPHbI BapyaHT, akTUBHOCTb
I-Il cT, peHTreHonornuyeckas cragus ll,
OH 2A bonesHb KpoHa. Spo3uBHbIit
racTpuT, A3BEHHbIN MNEUT, pacnpocTpa-
HEHHbII 3PO3MBHbIN KOJIUT, NOJOCTPOE
TeyeHwe. lnnonutyntapmam. HMC»
JleueHne: mecanasuH, MeToTpeKcar,
afanumymab (40 mr /10 gHein)

Hapsipy ¢ 9TuM, co06111a/IoCh O MATH MalMeHTax:
Tpex - ¢ BapuanTtamu resa SHOC2, ogHoM - ¢ Ba-
puantom PTPNI11 un ogHoM - ¢ Bapnantom KRAS.
boino nokasano, uro papuanT rena SHOC2 moxxeT
MIPeACTaBIATb COO0IT OTHOCUTENBHO PaCIPOCTPaHEH-
HBIII Tpefpacnonararomuii pakrop kK passurnio CKB
cpenu reHoB RAS-maTuit. ABTOpBI Ipefonaranim,
4yTO0 CcBA3h MexAy Bapuantom SHOC2 n CKB npen-
cTaBsAeT cob6oit 6osee, 4eM CIy4danHyo cBA3b [19].
Taxo>ke B IMTepaType HpeAcTaBIeHa MHPOpMAIUA

0 PasBUTUM MOHOTEHHONM CUCTEMHON KPacHO BOJ-
yaHKM y 13-neTHero Manpuuka ¢ HIIC [20].

L. Liu et al. (2023), onucanu 7-1eTHIOIO geBOY-
Ky ¢ BapuantoM rena SHOC2 c.4A> G (p.Ser2Gly),
COOTBeTCTByIIIUM cuHApOoMY HyHaH, ¢ Bima-
HalmMUMHU BolocaMu B (ase aHareHa, y KOTOPOIL
OMAaTHOCTUPOBAHA TPOMOOTUYECKAS TPOMOOL M-
TONEHMYeCKast IyPIypa M ayTOMMMYHHas TeMOJIN-
TU4YecKas aHeMMus. B Bospacre 2 MecsleB eit 6bI1a
HpoBefieHa XMPYprudeckas Koppekuus gedeKToB
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MEXOKeTyJOYKOBOM U MEXIIPeNCepAHONM Iepero-
POJIOK, B BO3pacTe 2 JIET — ONepanus 1o yaaneHunIo
MUHJaJIUH U aJJeHOUJIOB, a B 5 JIeT — omepauus 1o

IIOBOZY CpefHero otura [21].

3aKknuyeHune

HyHaH-IOFOOHDI CMHAPOM C BbIIIaflecHUEM BOJIOC
B ¢ase aHareHa OBII IPEI/IOKEH B KaueCTBe HOBO-
ro curapoma B 2003 romy ¢ MOXOXXMMU Y€EPEITHO-
JINLEBbIMM aHOMAaIUAMMN 1A CUHAPpOMA HyHaH, HO
C HUBKUM POCTOM, COIIPOBOXAAIOIMMCS epuiiuTom
rOPMOHa POCTa, MaKpoledanme, 1erkoi NCuxoMo-
TOPHOJ1 3a/IepXKKOIY, C Hanmn4yeM feduiyra BHUMaHNA/
TUIIEPAKTUBHOCTY U1 CIIEKTPOM Cep)le‘{HO-COCYJII/ICTI)IX
IIOPOKOB Pa3BUTHA. DTO COCTOSHIE XapaKTepPU3yeTcs
yHI/IKa}IbeIM COYE€TAHNEM IKTOEPMAIbHBIX aHOMa}II/II/ul,
BK/TIOYAIOIVX 1 DY3HY IO TUIIePIIUTMEHTAL[UI0 KOXKI
U pefiKiie, MeJIJIEHHO PacTy1iye BOMOCHI C MUKPOCKOIIN-
YeCKVIM MPOsIB/IEHNEM BBIIIaleHM sl aHaTeHHBIX BOJIOC.

NHdopmuposaHHoe cornace

Bompoc o coueTaHHOM Te4eHUM I0BEHUIBHOTO ap-
TpuTta u 6onesuu Kpona o cux mop ocraercs muc-
KyabenbHBIM. Ha Hall B3IJIAJ, B Ipe/ICTaBIeHHOM
K/IMHNIECKOM CTydae IOBEHVIbHBIN apTPUT ABIAETCA
BHEKMIIEYHBIM NTposAB/IeHeM 6ose3un Kpona.

B cBOeM ncceoBaHNM MBI COOOIaeM O PeTrucTpa-
LMY HOBOTO ciy4as y 13-neTHeli feBouku ¢ Hynan-
IIOfOOHBIM CHHIPOMOM C BBINIafieHNEeM BOJIOC B (ase
aHareHa C pasBUTHEM ayTOMMMYHHBIX HapyIIeHWIL:
I0BEHV/IBHOTO apTPUTa, aCCOIMMPOBAHHOTO C 60-
nesHpio KpoHa, panee He OMMCAaHHOM B IMTEpAType.
KnuHMIucram crefyeT HOMHUTD 06 aKTyalbHOCTH
PUCKa pa3BUTHA NpefCTaBIeHHBIX 3a00/IeBall y ma-
IMeHTOB ¢ RAS-naTusamu, Heo6X0AMMOCTH OBICTPOIL
IVMarHOCTUKM, HallPAB/IEHN A BbIABIEHHBIX TAIJIEHTOB
K CIIELIMANINCTY ¥, B KOHEYHOM CYETE, a/IeKBaTHOTO
JIeYEeH N A,

3aKOHHbIM NpeaCTaBrTeNeM NaLyeHTa aaHo noanMcaHHoe MHGOPMUPOBaHHOE JOBPOBOMbHOE COracke Ha NybnmnKauUuio
OMNMCaHNA KIMHUYECKOTO CIlyYas 1 UCMOMb30BaHMe MeAULIMHCKIX AaHHbIX NalueHTa (pe3ynbTaToB 06C/ej0BaHNs, NeYeHus
¥ HabnoaeHVA) B HayuHbIX Lienax (aata noanucanna 30.05.2024).

Informed consent

The patient’s legal representative signed informed voluntary consent on the publication of clinical case description and use
of the patient’s medical data (examination, treatment and observation results) for scientific purposes (signed on 30.05.2024).
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