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Pesiome

0O60ocHoBaHMe. HyHaH-NofobHbIi CYHAPOM C BbiNafeHem BONocC B Gase aHareHa OTHOCUTCA K RAS-naTvaAm v xapaktepusy-
eTCA YepenHo-n1LEeBbIMM 0COHEHHOCTAMM, HANMOMUHA LMY CUHAPOM HyHaH, CnekTpoM cepaeuHO-COCYANCTbIX aHOMANNI,
KOrHUTUBHbBIM AeDULITOM M NOBEAEHYECKMM PACCTPOVCTBAMY, HU3KIM POCTOM, 0ObIYHO CBA3AHHBIM C AEULIMTOM rOPMOHA
POCTA, YHMKANbHbIM COUETaHMEM SKTOAEPMANbHbBIX HapyLleHniA. OH BO3HMKAET B pe3ynbTaTe MUCCEHC-BapuaHTa (C. 4A>G,
c.Ser2Gly) B reHe SHOC2, pacronoeHHoM Ha xpomocome 10g25, KOTOPbIY KoaupyeT 6enok, 0bneryaioLLui nepefady CUrHanos
no nyTv RAS-MUTOreH-accoummnpoBaHHO NPOTEMHKMHA3bI, 3aMyCKaloWWX PALA KNETOUHbBIX TPOLECCOB. PacnpocTpaHeHHOCTb
CMHAPOMA cocTaBnAeT meHee, uem 1 Ha 1000 000 (no Bcemy mmpy). MonydeHbl faHHbIE O TOM, UTO HapyLWeHNA YPOBHA 3KC-
NPEeccUn 1 aKT1BaLUM CUrHaNBbHOTO Ny Ty cemeincTBa RAS 1 ero HKeCToAwwmx KuHa3, Takmx Kak Raf/MEK/ERK1-2, BHocAT
BKNafl B NaTOreHeTMUeCKMe MeXaHN3Mbl Pa3BUTUA ayTOMMMYHHBIX 3a00neBaHuiA.

OnuncaHme KNMHNYEeCKOro cyyas. Hamv NpeAcTaBieH paHee He ONMCaHHbIA B IMTepaType KNMHUYECKWIA Cllydal pa3BuTHA
I0BEHWIBHOTO apTPUTA, aCCOLMMPOBAHHOTO C 6onesHbio KpoHa y 13-neTHeld ieBouky ¢ HyHaH-Nofo6HbIM CUHAPOM C BbiMa-
JeHvemM BoNocC B Gase aHareHa.
Mpy poXxaeHnM y NaLMeHTKI Obll AMarHOCTUPOBaH BPOXAEHHbIN MOPOK cepAla (MHOXeCTBEHHbI AedeKT Mexnpeacepa-
HOW NeperopoiKy), KOPPUIMPOBaHHLIY B 4 Tofla, CYCTaBHOW CUHAPOM AebTpoBan B 8 NeT 4 Mec, KuweuHbli — B 10 net 4
Mec. [eHeTUYeCKMin aHanm3 6ol NpoBefieH TonbKo B 10 N1eT 7 Mec, NosyyeHbl pe3ynbTaThl cekBeHnpoBaHna [IHK 1 BbiaBneH
NaTOreHHbIA BapUAHT HYKNeOTUAHOM NocneaoBatenbHOCTH reHa SHOC2 B reTepo3nroTHom coctoaHun (CAA>G, p.Ser2Gly).
B pe3ynbTaTe aHanu3a KAMHUYECKMX AaHHbIX, MPOBEAEHHbIX 1ab0PaTOPHO-MHCTPYMEHTANbHBIX UCCeA0BAHMIA BbICTaBMEH
AnarHo3: «K0BeHMAbHbIN apTPUT (MayLUMapTUKYNAPHBIA BAPUAHT), aCCOUMMPOBAHHBIN C 60ne3HbIo KpoHa (A3BeHHbIN 6ayrMHKT,
A3BEHHbI UNeNT, KaTapanbHbIi eIOHUT, adTO3HbIN NEBOCTOPOHHWIA KOAWT, 3PO3UBHbIA racTpuT). HyHaH-NOA06HBIA CUHAPOM
C BbiNafieHVieM BONOC B CTaAMK aHareHa 1. funonutyntapusm. MapumansHblii aeduunt ropmoHa pocta. CocToaHue nocne
EDN: KRMMMI nnactvkn MMM .
[leBouka nonyuyana neyenue: Kypc roKOKOPTUKOCTEPOUAOB (METUANPEAHM30NO0H) C NOCTENEHHOM OTMEHO, METOTPEKCAT,
afanvMymat 1 MecanasuH C NonoXUTENbHOM ANHAMUKON.

3akntoueHue. Bpauam-neamatpam HeO6XoAMMO MOMHWTL O BO3MOXKHOCTM Pa3BUTIA 3y TOMMMYHHbIX 3aboneBaHnil y fgeteit
C HMNC, HeobxoaMMOoCTy X paHHe AnarHOCTUKI, CBOEBPEMEHHOTO HaNPaBEHNA K CeLnanincTam 1 NpoBeeHNs aeKBaTHoOM
Tepanuu.
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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 is 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, articular
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 in-
strumental 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.

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.

Keywords: Children, Noonan-like syndrome, SHOC2, RAS-pathy, Crohn'’s disease, juvenile arthritis
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0O60CcHOBaHue

HyHaH-110f00HBIII CUHAPOM C BBINaJieHMEM BOIOC
B ¢ase aHareHa 1 (manee HIIC) (OMIM 607721), Tak-
)K€ M3BECTHBII Kak cuHApoM Toctu mam CuHIpOM
ManuanTy, npeacrasnser coboit RAS-naruro, xa-
PaKTePU3YIOIL[YIOCS YePerHO-TNIIeBBIMI 0COOEHHO-
CTAMM, HanoMuHawmumu cuappom Hynan (OMIM:
163950) [1], mopokamu cepala, KOTHUTUBHBIM fiedu-
LAITOM M NOBeleHYeCKUMU IpobreMaMy, HU3KUM
POCTOM, OOBIYHO CBA3aHHBIM C Ae(PUIITOM TOPMOHA
POCTa, yHMKAJIBHBIM COYETAHIEM 9KTOREPMAIbHbIX
aHomanuii [2]. Bce cnyyan HIIC BbI3BaHbBI efiuH-
CTBEHHBIM PeLMIVBUPYIOLIVM MUCCEHC-BAPUAHTOM
(c. 4A>G, c.Ser2Gly) B rene SHOC2, pacronoxeH-
HOM Ha xpoMocome 1025 (OMIM: 602775), KOTOpbIit
KOAVpyeT 6e0K, 60TaTblil JIeMIIMHOM, COflep KAl
IIOBTOPBI, 06/IerYaomit mepefady CUrHaa 1o Iy Tu
RAS-MuTOreH-acconumupoBaHHOl NPOTEMHKIHA3ZHI
(MAPK) [3]. Bbis10 TOKa3aHO, YTO GONBIIMHCTBO reTe-
posurotHbix BapuanToB B rene SHOC2, npuBopamux
k HIIC nacneoBanuch 1o ayTOCOMHO-/JOMMHAHTHOMY
TUITY, XOTsI HEKOTOpbIE 13 HUX BO3HMKanu de novo [4].
Brepssie A. Tosti et al. (1991, 1997) coobugun o 2
netsix ¢ HIIC [5, 6], 3atem L. Mazzanti et al. (2003) [7]
IIOBTOPHO M3YUNJI 9TUX AeTell U OMUCATI ellje OTHOTO
pebenka. Bce oHM MMenu HUBKUIL POCT, OBMHAKOBbIE
deHoTMnIMYECKMe IPU3HAKN: MaKpolledanuio, ru-
[epTeIOpNU3M I71a3, IITO3, CKOIIEHHbIE [TTa3HbIe LIe/N
¥l HM3KO IIOCa)KeHHbIe VI, IOBEPHYThIE K31, KO-
POTKYIO IIef0, KPBUIOBUAHBIE CKITAfKI KOXKI B 00/1aCTH
en. Habmogamoch moCcTHATaIbHOE CHIDKEHVIE POCTa,
KOTOpO€ 0OBIYHO aCCOLMMUPOBATIOCH C feUIUMTOM
TOPMOHA POCTa, PETUCTPUPOBAINCH IIOPOKY CEPALIA,
AVCIITa3VsI MUTPAJIbHOTO K/IaIlaHa, iepeKThI IPYAHOM
KJIETKW, KOTHUTUBHBIN JeUIUT U TIOBE[eHIYECKIE
aHoMmanuu (C cuHApoMOM feduiinta BHUMAaHUsI/TU-
[IepaKTUBHOCTM), THYCaBBIif To10c. OTINYNTeNbHbIE
NPU3HAKY BKII0OYA/IM 9KTOJepMabHble aHOMAINM,
Hayuboree XapaKTePHBIMI 13 KOTOPBIX SABJISINCD JIeT-
KO BBIIMIIBIBAE€MbIE, PeIKNe, TOHKME, MEIJICHHO pa-
CTyliue, cepebpIUcTO-pychle BOMOCHI, BhITIaaoLIye
B CTAJ{/M aHATEHA, & TAK)Ke TUIIEPIIUTMEHTUPOBAHHA S
koxa (OMIM 600628) [8]. L. Mazzanti et al. (2003)
MIPEATIONIOKIIN, YTO PACCTPONCTBO Y STUX AETEN OT-
nndaetcs ot cuHapoma Hynaw [7].
PacpocTpaHeHHOCTDb CUMHAPOMA, IO lAHHBIM MeX-
myHapopnHoit 6aspl Orphanet, cocraBuia MeHee 1 Ha
1000 000 (o Bcemy Mupy) [9]. VimeroTcs faHHbBIE O TOM,
gt0 B CIITA HIIC ctpagatoT oxono 1000 uenosex [10].

KnuHnuyecknn cnyvanm

ITannent C., >XK€HCKOTO 10Ja, BO3pacT 13 ser, 06-
paTuiach 3a KOHCyJIbTal[Mell B CBA3M C Xanobamu
Ha OTCTaBaHMe GU3NIECKOTO PasBUTHUS, apTPAITUA
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HIIC, xkak 1 HeKOTOpble Apyrue paccTpoiicTBa
(nertpodubpomaros 1-ro tuma, cunppom Hynas,
cuHapoM HyHaH ¢ MHOXeCTBEHHBIMU JIEHTUTO (CUH-
npowm Jleonapaa), CMHAPOM KalVJIIAPHON M apTe-
puoBeHO3HBIIT Manbdopmauny, cuagpom Kocrenno,
Kapyno-daiyo-KoXXHbIil CHHAPOM, CuHApoM Jlernyca)
oTHOCATCA K RAS-natnam, KoTopble MpefCTaBAAI0T
c06071 KIVHNYECKN ONpefie/IeHHYI0 TPYIITY MeJVKO-
TeHEeTUYECKNX CHHJPOMOB, BBI3bIBAE€MbIX MYy TallVIAMMI
3apOJIBILIEBON TMHNUM B TeHAX, KOAUPYIOLUINX KOMIIO-
HeHTHl v perynaropbl nytu RAS [11]. RAS-RAF-
MEK-ERK curnanpHblit Iy Tb, KOTOPBIil IIpe[iCTaB/AET
€000l 1leIb IOCIe0BATENbHO B3aYMO/EIICTBYIOIINX
6eJIKOB, TIepealolNX CUTHAT C MOBEPXHOCTU KIIeT-
KI OT MEMOPaHHBIX PeLieITOPOB BHYTPb Afipa KJIETKU
x JHK, ¢ moMoI b0 KOTOpOro BHEK/IETOYHBIE IUTaH b
(dpaxTops! pocTa, INTOKUHBI, TOPMOHBI) PETYIUPYIOT
KJIETOYHBII UK. RAS-6€nKy MOTyT CylecTBOBAaTb
B 1ByX GOpMax: HEaKTUBHOI U aKTUBHOI. OHU HefICTBY-
€T KaK «MOJIEKY/IAPHBII IIepeK/II0YaTe/Ib» CUTHa/IbHOTO
KacKaJia, Iepexofis U3 aKTUBHOJ (OPMBI B HEAKTUBHYIO
Iy TeM I'U/IpON3a ryaHo3uHTpudocdaraspl. Y 4aCTHUKI
CUTHAJIBHOTO IIYTH B3aUMOJENCTBYIOT MEX/Y co60ii
¢ momo1bio pochopunmposHus u gedpochopunnposa-
HMA. OTH IIPOLIECCHI U ABJIAIOTCA MEXaHM3MaMy aKTHUBa-
LIVIM M1 leaKTUBAIY 6€/IKOB CUTHAJIBHOTO KacKaza [12].

CemeiictBo RAS BK/TI09aeT HECKOTIBKO ITy Teil B KIIETKe,
KOTOpBIE 3aITyCKAI0T PO/ epalinio, MUTPALINIO, BBDKU-
BaHue, IubdepeHIpoBKY, GMOPO3 ¥ UTPAIOT BAXKHYIO
ponb B aKkcnpeccyun reHoB. Hapyuenns ypoBHs skcipec-
CHMM ¥ aKTMBALIMM CUTHAJIBHOTO ITyTH ceMeiicTBa RAS
1 €er0 HIDKECTOAIX KIHa3, Takux Kak Raf/MEK/ERK1-2,
BHOCAT BK/IaJ B IATOTeHETIYeCKIe MEXaHM3MBbI Pa3BUTILA
peBMaTH4YeCcKuX 3a00/IeBaHMIl, BKII0YasA HapyLIeHNe
Pperynanyy MMMYHHON CHCTEMBbI: paspylleHre 1 BOCTIa-
JIeHVe CYHOBYAJIbHOI TKaHY IIPY PEBMAaTOMIHOM apTpUTe,
BBIPAOOTKY ayTOAHTHUTE ¥ POPMIPOBAHIE IMMYHHBIX
KOMIUIEKCOB IIpY CUCTEMHOIT KpacHOiT BomyaHke [13].

Ilenbro HamIero MccaefOBaHNA ABIIOCH IIPEJCTaBIIe-
HIie I0BEHWIbHOTO apTPUTA, ACCOLMMPOBAHHOTO € 6071e3-
Hbio KpoHa y 13-71eTHei1 feBouku ¢ HyHaH-ofo6HBIM
CUHIPOMOM C BBIIIAfieHMEM BOJIOC B (ase aHareHa.

Knmanyeckne faHHbIe, a TAKOKe TeHETYECKIIT aHa N3,
ybenuTeIbHO OKa3am, 4To y pebenka ¢ RAS-marmeit,
BBI3BAHHOII MuCceHC-BapuaHToM B reHe SHOC2, acco-
LUMPOBAHHO C MPeNCTaBIeHHBIMI ay TOMMMYHHBIMI
3a60/1eBaHUAMMY, paHee He ONMCAHHBIMU B JIUTEPaTy-
pe, HabIIFAIOCh HapyIIeHe MMMYHHOI PeryIsaLui.

B JIEBOM TOJIEHOCTOITHOM CYCTaB€ C OTPaHMYIEHNEM
MOJIBUXKHOCTY, TIEPUOAUIECKI BOSHUKAIOW NI HEY-
CTOMYMBBIN CTYIL.

AHaMmHe3 3a6oneBaHNA (MO AaHHBIM MeAULIMHCKON fOKYMEHTaLUN)

p,I/IHaMI/IKa N3MEeHeHN co CTOPOHDI Cepp,e‘-lHO-COCYﬂVICTOﬁI cncrembl

C poxpeHus eBoYKa HabIIOaNach y KapAMoaora
¢ AMarHo3oM: MHOXeCTBeHHbIe TedeKThl MeXIIPes-
cepnHoit neperopku (JMIIII). KiamaHHbI cTeHOS TTe-
TOYHOJI apTepNH JIETKOI CTeneHN. JInmaTanusa npaBbIx

oTZenoB cepala. Jlerounas runeprensus. ['nmnonnasmsa
3aJjHell CTEHKV MMUTPa/IbHOTO KIalaHa, HapylLIeHue
KpoBoobpaienus I1-A crenenn. B 4 roga nposeznena
mractuka JJMIIIIT.
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Ta6bnuua 1.
Pe3ynbrathl
nabopaTopHbIX
nccnenoBaHuin

Table 1.
Laboratory results

Bospacr (net, mec)/neyenune

MNokasarenu, eanHuubi, 10,5 10,8 1 11,6 12 12,7
Hopma 8,7 104 (TKC, mec., (TKC, mer., (meT., mec., (meT., mec., (MeT., mec., (meT., mec.,
(HNBIM) (HNBM)
apa.) Mmec,apa.) apa.) apa.) apa.) apja.)
PO, Ex/mn (0-10) - 7,5 6 14,1 9,1 3,9 9,1 5,4
HLA B 27 H;B‘:’“ H;Bljf"' - - - - - -
cream rer = Heouap - - - - - -
ANA (tutp < 160) Otp - Orp 1:160 Otp - OTtp -
(oTp)
j(xoritzls—)dsDNA, en/Min B 31 4,98 B ~ B B _
Anti-CCP, E/mn (0-7) <7 (orp) <7 (oTp) - - - - - -
ANCA, E/mn (0-1) - 0,4 - - - - - -
ASCA Ig A, E/mn (0-20) - 86,62 - - - - - -
ASCA Ig G, E/mn (0-20) - 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/n (0,9-1,8) - 1,37 1,42 - - - - -
C4 mr/n (0,1-0,4) - 0,37 0,34 - - - - -
CO2 mm/4 (2-15) 22-42 25-35 28 4 12 6 12 14
CPB mr/n (0-5) Otp 7,5 7,0 3,1 4,0 3,0 4,0 4,0
Kan Ha KaZbIPOTeKTUH- _ 113 _ B B _ B _
MKr/T (0-50)
MpumeyvaHua:
Anti-CCP —aHTUTENa K LMKAMYeckoMy LUTPYIANHUPOBAHHOMY PO — peBMaTouaHbIin pakTop
nentuay HMBI — HecTeponaHble NPOTUBOBOCNANUTENbHbIE Npena-

ANCA — aHTMHENTPODUNbHbIE LMTOMNNA3MaTUUYECKME aHTUTENA
ASCA —aHTuTena k Saccharomyces cerevisiae

ANA - aHTUTena K AlepPHbIM aHTUreHam

aHT-dsDNA - aHTuTena K ayxuenoyeyHon AHK

Rib-P, JO-1, Scl-70, SS-A (52 kla), SS-B, SS-A (60 k[1a), Sm, RNP/
Sm, PCNA, ueHTpomepa B — »MMyHO60T aHTUHYKNeapHbIX
aHTUTen (ANA UCKIOYEHUA CUCTEMHON KPACHOM BOMYaHKM)

Jo 8 mer MaMa ¢ pe6eHKOM IIpaKTIYeCKN He 06-
paljanach 3a MeJMLIMHCKON nomoubio. JKamob co
CTOPOHBI CePIeYHO-COCYUCTOI CUCTEMBI He OBLIO.
C 8 et meBOYKa perynApHO HaOMOANach KapAno-
norom. Ilo ganubIM npoBenenHoi 9xo0-KI, B 8 net
OTMe4Yanoch YMepeHHOe yBeNndeHye IpaBoro xe-
TyA04Ka; B 9 JIeT — MPOJIAIIiC MUTPATIbHOTO K/IallaHa
(IIMK) ¢ perypruranueii I crerenu; B 10 et — pas-
MePBI IIOTOCTeN CepAlia B IIpefielax HOPMBI, IIPOJIaTC
TPUKYCIIMAAABHOIO K/IallaHa M K/IallaHa JIETOYHOM
aprepuu ¢ peryprutanueii I crenenn; B 11 et — He-
3HAYUTEbHOE yBeIMYeHNEe Pa3MEPOB IIPABOTO U JIe-
BOTO IIpefcepauit; B 12 1eT — yMepeHHoe yBelu4eHne
pasMepoB IPaBOro U JIEBOTO IpefcepANIi, PaBOro

[AnHamnKka nsmeHeHU co CTOPOHbI CYyCTaBOB

B 8 et 4 Mmec pe6eHOK CTa HpefbABIATD XKATOOBI
Ha 60K 1 OrpaHMYeHNe B IBV)KEHNUY B JIEBOM TOJIe-
HOCTOITHOM CYCTaBe, 60/IN B JIEBOJL CTOIIE, B IPABOM
Ta3obepeHHOM CyCTaBe, COPOBOXKAOLINeCs Hapy-
IIeHVeM IIOXOfK M. Pe3ynbTaThl 1a60paTOpHBIX JaHHBIX
MpecTaBeHsl 8 mab. 1.

Ha ¢one nposefeHHO aHTMOAaKTepUaNTbHOI Tepa-
IIMU M HECTEPOUJHBIX IIPOTHBOBOCIIAIUTENbHBIX IIPe-
naparos (HIIBII) cycTaBHOI CHMHAPOM KyTIMPOBAJICH,
ofHaKo B nocenyomeM (c 8 et 8 Mec) HabIIO[ATOCH
ero mporpeccupoBanime. B aHannsax KpoBy oTMeva-

patbl
I'KC - rniokokopTUKoCTepOuabl
Mec. - mecanasux
Apa.—-apanumymab

MeT. — MeTOTpeKcaT

KupHbIM LIJpI/Id)TOM BblA€/IEHO OTK/IOHEHNE OT HOPMbI

Kenmygouka. TonmmHa MuoKapsa B Ipefie/lax HOPMBL.
Cucronuyeckas GYHKIUA JIEBOTO >KeTyJOUKa 110 TU-
HepKMHETNIeCKOM THUITY, HapyLIeHNe JUaCTONNIeCKOit
¢yuxnuy, I tun (Hapyumenue penakcanun). OfHaKo
B pe3y/IbTare MPOBe/IeHNA KOMIIBIOTEPHOI TOMOTpa-
¢uu (KT) opraHoB rpyAHOI K/I€TKM IATONIOTNIECKIe
M3MeHeHUs He BbISBICHBI.

ITo gannbIM OKI' perucTpupoBanuch: CHUXXKeHNE
aMIIMTYABI 3y611a T BO BCeX OTBEJIEHNAX, HEIOTHAA
671oka/ja mpaBoit HOXKKM ITyuka ['mca (8 et), 3ameqsieHne
BHYTPIDKENTYROYKOBOIT npoBopumoct (10 ert), mpu-
3HAKY TUIEePTPOGUM IEBOTO U IIPABOTO IIPefCePAiL,
HeTo/THa s 6/10Kafja TpaBoit HOXKY my4ka ['iica, auddys-
Hble HapyILIeHNs IIpolieccoB penossApusannu (11 ner).

noch croiikoe noseimreHre COI B npefenax 22-42 Mm/
vac. Pe6eHOK HEOTHOKPATHO KOHCY/IBTUPOBAJICS 1 Ha-
XOJIMJICS TTOf] HAOMIOfieH1ieM PeBMATO/IOra C JUAaTHO30M:
«ITpaBOCTOPOHHMIT KOKCUT, HeTuddepeHIMPpOBaHHBII
apTPUT JIEBOTO TOIEHOCTOIIHOTO CycTaBa. Jle6IoT IoBe-
HUIBHOTO upnonarndeckoro aprpura (FOVA)?»

B 10 ner 4 Mec BBUIY COXPaHAIOIETOCA CYCTaBHOTO
CHApOMa 1N HeyCTOﬁqMBOFO CTy/lIa [€BOYKa HaXOO-
J1acb Ha CTallMOHaAapHOM 06C]IC)IOB3.HI/II/I U JICYCHUN.
PesynbpTaThl TabOPAaTOPHBIX IOKa3aTeNell IpefCcTaB-
JIeHsI 8 maos. 1.
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Penrtrenorpadus 6efpeHHBIX KOCTEIl, KOCTeN ro-
7eHn B npsimMoit mpoekuu (10 11 4 Mec): cycTaBHbIe
Ie/ B Ta300e/IpeHHbIX, KOIEHHBIX, TOJIEHOCTOITHBIX
cycraBax IpocnexxnBaTca. CycTaBHbIE TIOBEPXHOCTH
C POBHBIMU, YeTKMMM KOHTypaMu. BripaxkeH ocTeo-
TIOPO3 MPECTABIEHHBIX KOCTEN, CTPYKTypa KOCTelt
HEOJHOPOJHA.

YnprpasBykopoe nccnenoBanye (Y3M) Tazobenpen-
HbIX cyctaBoB (10 1 5 Mec): 9XO-npusHaKM HeBbI-
Pa>KeHHOTO CMHOBMTA M MOJiBEPTE/IbHOTO Oypcura
c 006enx CTOpOH, B AMHAMIKe MCCTIeJOBaHNA — Ha pOHe
Kypcosoro npuema HIIBII maTtomoruu He BbIABIEHO
(10 1 8 mec).

Y3MU ronexocronHsix cycraBos (10 1 5 mec): 9XO-
HpU3HAKM BBIPAXKEHHOTO CTHOBITA C/IeBa (AKTYBHBII
IIPOLiecC), MOAAXMIOBOTO OYpCUTa U TeHAOBaTMHUTA
IJIMHHOTO crybaresisa OO/IBIIOTO Malblia CTOIIBI CIeBa.
B qunamuxe (10 1 8 mec, 11 11, 12 1) Habmroganuch IXO-
MPU3HAKYM MUHMMAIBHOTO CIHOBUTA C 06€UX CTOPOH.

PenTtreHoBcKas KoMbroTHOHas Tomorpadus (PKT)
Tasa (10 1eT 4 Mec): 0OTMeYasICACA He3HAYMTETbHbIN BbI-
IIOT B IIPaBOM Ta300€e[JpeHHOM CYCTaBe C yTOJIeHueM
KaIICy/bl (KOKCUT).

MaruutHo-pe3onascHas Tromorpadus (MPT) je-
BOTO TOJIEHOCTOITHOTO CycTaBa 1 cromsl (10 11 4 mec):
Ompegensncs cyOXOHAPaIbHBbII 0OTeK 60/blIe6epIIO-
BOII, Man06epu030171, IATOYHOI, J1a/beBUIHO, TapaH-
HOIA, Ky6OBI/I,E[HOI7[, KJIVMHOBUAHBIX KOCTE, OCHOBAHUIT
TITIOCHEBBIX KocTelt. CycTaBHBIE IeNN pacIInpeHsl
3a CYeT BBITIOTA, ONPeJe/IAEMOTO B TOIEHOCTOITHOM,
TapaHHO-TaAbeBUIHOM, IATOYHO-KYOOBUTHOM COU-
JIEHeHMAX, a TaK)Ke B MPeJIIII0CHe-TIIOCHEBBIX COY-
neHeHuAX. ¢ y3HO OTeYHBI IepUapTUKYISPHBIE
MATKME TKaHU — MBIIIEYHbIe CYXOXWINA U CBA3SKU
(6e3 moTepy MX LETOCTHOCTHM) 3a CYET CKOIICHU
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BBITIOTHOJ XUAKOCTH. 3aKknodenne: MP-npusnakn
apTpuTa C BOBJI€YE€HNEM B BOCHIA/MTE/IbHBIN IIPOIlecC
JIEBOTO TOJIEHOCTOITHOTO CYCTaBa U IPOKCUMaTbHbIX
CYCTaBOB CTOIIBI.

MPT 51eBOro roIeHOCTOIHOTO CYCTaBa ¥ CTOIBI
(10 1 8 mec): CycTaBHbIE TOBEPXHOCTY KOHTPYSHTHBDI.
IInpuna cycraBHBIX 1enelt He cy>keHa. OTMedanoch
HE3HA4YMTE/IbHOE TIOBBILIEHNE KOMMYECTBA XKUJKOCTI
B TOJIEHOCTOITHOM, TIAITOYHO-TAPaHHOM CyCTaBe, MeJI-
KMX cycTaBax cronbl. CHHOBMANbHAsA 000/I0YKa He
yTomneHa. [MannHOBEIN XPAIT NCTOHYEH, HEOTHOPOJ-
HOoCcTh MP-curnama. Cy6xoHfpaibHble TIOBEPXHOCTHI
PpOBHBIE, OTMEYAETCs IPU3HAKM KMCTO3HOI IIepecTpoii-
k1. Okpy»Karomue MATKME TKAHU YMEPEHHO OTEYHBI.
3akmodenne: MP-pusHaky He3HAYMTENTBHOTO CHOBU-
Ta, BBIPa)KEHHOTO TPabeKyIIAPHOTO OTeKa KOCTell Ha IC-
cegyeMoM ypoBHe. [lereHepaTyBHO-IUCTpOdIdecKme
V3MEeHEeHM A B I€BOM TOJIEHOCTOITHOM CYCTaBe.

B 12 n 7 mec nposogunach KT ronenocronupix cy-
ctaBoB: KT-npusHaky HepaBHOMEPHOTO BBIPa’k€HHOTO
CHVKEHU A IIOTHOCTY KOCTHOM CTPYKTYPBI B KOCTAX,
COCTaBNAKIINX TOJIEHOCTOMHBIN CYCTaB U B KOCTAX
CTOMBI.

Takum o6pasom, ¢ 10 1 4 Mec pe6eHOK HaXOfMICA
oy, Hab/ofeHeM Bpaya ¢ 1arHo3oM: «OBeHMIbHbII
UAMOMATUYECKUIT apTPUT, CycTaBHas GopMa, IayIu-
ApTUKY/APHBI BapuaHT», a ¢ 11 1 - «lOHomecknit
apTpuT, cycTaBHasg GpopMa, MayLuapTUKYIAPHBIIT
BapuaHT akTUBHOCTD I-1I cTenenu, penrrenonornye-
cKaf cragud 2, GYHKIMOHAIbHAsA HeOCTaTOYHOCTD
(®H) I1A».

JleBouKa HEOFHOKPATHO KOHCY/IBTUPOBaHa OpTab-
MOJIOTOM: JaHHBIX 3a YBEUT HeT, acTurmatusm OU,
ambmonus OD - cnabast, OS - cpenHsis.

JnHaMnKa n3MeHeHN CO CTOPOHbI OPraHOB NuLLeBapeHNN

Hapspy ¢ cycTaBHBIM CUHPOMOM, ¥ peberka c 10 14
Mec OTMeYaNCh 60N B XKMBOTE, HEYCTOIYMBDII CTYIL.
ITpoBofuMIOCh MTabopaTOpHOE MCCAeNOBAHME KPOBYU
(maé6n. 1). VickmoyeHa yenuanus. Konponoruyeckoe
UccIefoBaHMe Kajla: IEMKOLUTHI 2—4 B IIOJIe 3peHus,
SPUTPOLUTHI - efTHNYHbIE B N0OJIe 3peHn . [Toces kana
Ha IIaTOTeHHYIO GJIOpY — He 06HAPYIKEHO.

ITpu PKT opraHoB GPIOIIHON [IOTOCTY C KOHTPACT-
HBIM YCUTIEHNEM OIIpefie/AINCE PacCessHHbIe OpblKeey-
Hble TM$OY3/Ibl pasMepoM o 9x11mm. [Tatomoruu co
CTOPOHBI BHYTPEHHUX OPTaHOB (IIeYeHN, KETIHOTO
ITy3bIPS, CeIe3eHKM, HaIMTOYeYHNKOB, IOYeK, MOYEBOTO
Iy3bIpA, IPAMOJL KMIIKM) He BBIABJICHO.

ITo panabiM OTJC — MOBEepXHOCTHBIN TacTpUT,
6ynbO6UT YMEpEHHO BbIpakeHHble. [JMCKMHe3N
IpUBpATHMKA. Pe3ynIbTaThl McclIefoBaHMA 6GMONICUIL-
HOTO MaTepuaja HadaJbHOTO OTJena CIM3VUCTOI
000/I0YKM TOHKOJ KUIIKJ: BOPCUHBI Yallje OOBIYHO
BBICOTBI, YITTyO/IeHust KpUIT HeT. B smuTenuu Bop-
CHH, peXKe B KPUITaX CHIDKEHO 4MC/I0 GOKaTOBUS-
HBIX KIeToK. Uncro [TaHeTOBCKUX KIETOK B ITyOuHe
KPUINT He u3MeHeHo. CKyfHasA MMMQaHIMO9KTA3NA.
B crpome Menkme muMdonsHble CKOIIEHNU A, TPUMECh
303uHOGuUIOB (2-3 B mmose 3peHnusi). CooTHOLIEHNE
nuMQonUTOB K 1asmoruram 1:4 (8 Hopme 1:5, 410 He
UCK/TI0YaeT CKIIOHHOCTD K (pOpPMUPOBAHNIO Manbab-
copbuun). IHTpasnutennanpbHoro nuMdoiurosa
HeT. buoncusa camsucroit mTyKoBuubl 12-nepcTHOI

KMIIKJ: BOPCYHBI PAa3INYHONM BHICOTHI C pacIMpeHy-
€M X B OCHOBAHMH, YITIyO/IeHNe KPUIIT YMePeHHOe.
Ou4arosas fecKBaMalusA-MUKPO3PO3usA. 3aKI0IeHNeE:
KaTapa/lbHbI eloHNT. He McKII0UeHa Manbanb6copo-
1A, MUKpO3pO3UBHBIN [yOeHNT

Ot mpoBefeHIst KOIOHOCKOIINY MaMa pebeHKa OTKa-
3asacep. bbin BoicTaBeH fuarHo3: HemHgeKnoHHbIi
9HTepOKONUT. BocmanurenbHoe 3aboneBaHue KMLIey-
nuka (B3K)?

B 10 1 5 Mec o JaHHBIM KOJIOHOCKOINM TOTy4Ye-
HO 3aK/TI04eHNe: 3BeHHbI 6ayrHNT. ADTO3HBIN
TIeBOCTOPOHHUIT KONMUT. Pesynbrarer 6moncun: B mc-
C/IelOBAaHHOM MaTepuase GparMeHThl KMIIEeYHNKA
¢ BbIpa’keHHOI1 TMMOIIa3MOLUTapHOI MHUIbTPa-
1Meit, C IPUMeChI0 HeITPOUIIOB [0 BCeil TOMLIHE
CTEHKM, MHQUIbTPAMA HeNTPOPUIaMu B COCYAAX,
¢dbopMupyouecs rpanyaeMbl. BocrannTenpHblit Ipo-
Iecc mpeo6maia B IOACIM3UCTOM CIoe. 3aK/TI0UeHe:
B nccnenosannom Marepuase KapTUHA XPOHUIECKOTO
HIpepbIBUCTOrO A1 Y3HOro aKTMBHOTO KOIUTA, YTO
XapaKTepHo A/ 6omnesHu KpoHa.

Y3W opraHoBs remnaTo6unmuapHoit cucreMpr: 9XO-
HNPU3HAKM YMEPEHHOTO YBe/IMYEHNA Pa3MePOB IIeYeHN
(+1,0 cM) u ceneseHkH, fUQPy3HBIX U3MEHEHMIT CTEHOK
BHYTPUIIEY€HOYHBIX Y BHEII€UeHOYHBIX )KeTIHBIX ITPO-
TOKOB, MOBBIIIEH) A 3XOT€HHOCTY CTEHOK >KeTYHOTO
My3bIps, peaKTUBHBIX U3MEHEHMUII MOJ>KeTyOIHOI
KeJIe3bl ¥ Me3eHTePUATbHBIX TMMpaTHYeCKNUX Y3/I0B,
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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 kodenHOM 1,1 1,1 - 1,95 3,94 1,8
I npo6a c mHCyTMHOM 1,13 1,74 2,9 1,52 2,68 3,523
II mpo6a ¢ MHCYyNMHOM 3,75 2,16 7,53 3,15 1,25 1,12

clonidine and insulin

MpumeyaHus:

MoBblweHe ypoBHA ropMoHa pocTa >10 Hr/mn (B 06enx npobax) CBUAETENbCTBYET O HOPMaSb-
Hom ypoBHe cekpeumn CTI. CtumynupoBaHHblit ypoBeHb CTI <7 HI/MA NO3BOAAET YCTaHOBUTH
[IMarHo3 COMaToOTPONMHON HeJOCTaTOYHOCTN. YpOBEHb rOPMOHa pocTa B npegenax 7-10 Hr/mn
YKa3bIBaeT Ha YacTUYHbIi geduuut CTI

BbIPa)KEHHBIX CTPYKTYPHBIX M3MEHEHMI CTEHOK TIOJ-
B3JIOLIHOJ U OIIePeYHO-000JOYHON KUK (HeIb3s
nckmounth B3K).

Y3W nouex: IXO-npusHaku fudpys3HbIX M3MeHe-
HMIA TAPEHXUMBI II0YeK U CTPYKTYPHBIX U3MEHEHMIA
CTEHOK COOMPATe/IbHOTO KOMIITIEKCa ITOYeK.

Ha ocHOBaHMM TPOBEJEHHBIX HONOTHUTENBHBIX
MICCTIe[IOBaHMIT yCTaHOBJIEH iuarHos: «bonesnp Kpona
BIepBble BbIABNEeHHaA. [IoBepXHOCTHBIN TacCTPUT.
KrapanbHblit eloHNUT. I3BeHHbIiT 6ayrnHnT. AQTO3HBII
JIeBOCTOPOHHMIT KONUT, 060cTpeHme. PeakTuBHBIE
M3MeHEHU A MO/ KeNMyTOUHOM JKele3bl».

B 11 net pesynbraTrsl OPI'TIC: 5p03uBHbII TaCTPUT.
Helicobacter pylori — orpunarensao. Komoxockomms:
JIEBOCTOPOHHMIT () TO3HBIN KOMNUT.

Y3MU ToncToro KuMuleYHMUKa: BU3yanu3upyembie
y49acTKM He pacIIMpeHBbl, IepUCcTanbTUKA HAIpaB-
neHHast. CTEHKY HOAB3OIIHON KUKV ITOHM>KEHHO
9XOTeHHOCTH, TOMIINHOI 2,6 MM, K depeHIpoBKa
HeOTYeT/IMBAas, CTeHKH ONlepeYHO-0000IHOI KUK
C HEPOBHBIM BHYTPEHHUM KOHTYPOM, He YTOJIIIEHbI;
raycTpanus HepaBHOMepHas Ha BCeM NMPOTSKEHUN
TOJICTON KUIIKU. Hucxopsiue oT/ienbl MOBBIIIIEHHON
9XOTE€HHOCTH C YTONI€HMEM CTEHOK /10 4 MM, C He-
oTdeTnuBOI fuddepennnposkoir. Ilpunexamas
K/IeT4aTKa YMEPEHHO MOBBIIIEHHOI 3XOTeHHOCTH
C MHOYKeCTBEHHBIMM METIKMMM TMMPaTHIeCKUMM y3-
nmamMu. BusyanmsnpoBanich MHOKeCTBEHHBIE Me3€H-
TepyuajbHble TMMQaTIYeCKe y3/Ibl C MaKCUMaTbHbIM
pasmepoM fio 9 MM. 3akntoyerne: OXO-npusHaku
BOCTIa/INTENbHBIX M3MEHEHMII CTEHOK KUIIEYHMKA.

AnHamuka OHAOKPWUHHDbIX HapyLLIEHI/II‘/'I
B 8 1 7 Mec fieBoYKa oCTynmaa B 3HAOKPUHOIOTIYE-
CKO€ OTZe/IeHNe IeTCKOI GOTIbHIIIBL B CBSI3Y C OTCTaBa-
HueM B pusndeckoM passutuu. Panee He o6ctenoBa-
71acb, XOTSI CO CJIOB MaTepH, C PAHHETO BO3PACcTa IIJI0XO0
Habupaa Bec 1 OTCTaBala B pocTe. PocT popurerneit:
Mmartepu — 158 cm, orua - 178 cm. Ha momenT obcre-
moBaHus pocT pebenka cocrasmsin 108 cm (SDS -3,7),
Bec — 14 kr (SDS -4,35), UMT 12 xr/m? (SDS -3,0).
[onosas hopmynano Taunepy: Ma , Ax, P, Me - Her.
Hapy>xHble 11010BbIe OpraHbl: cOpMUPOBAHBI IIpa-
BuIbHO. I[IpoBeieHO McCIeoBaHIe TOPMOHATBLHOTO
npoduna: nponaktud 331,1 MKME/Mn (Hopma 6,4
612,7 MmxME/mn), koptnson 613,6 umonb/n (Hopma
28-1049 HMO/IB/TT), UHCYTMHOTIOROOHBI paKkTOp pocTa
I (ITIPP-1) 68,5 ur/mn (Hopma 57-277 Hr/mi).
BbImO/THEHO MCCIefOBaHMe COMATOTPOIIHOTO TOP-
moHa (CTT) B mpo6e ¢ k1openTnHOM U MHCYIUHOM.
[/ ;OCTOBEPHONT OLIEHKM COMAaTOTPOIIHOM GYHKIIMU

B 12 net nmposefieHa KomoHockonus: PacnpocTpa-
HEHHDIN 3PO3MBHBIN KONINT.

V3 Toncroro kumreynyka: CTeHKY KUK IIPAaBOTL
IIOAB3[OLIHOI 06/IACTH, OT/{e/Id ME30TaCTPUS I JIEBBIX
0T/1e70B (IIPOKCYMaIbHbIE OT//IbI O B3/IOMIHO KMIII-
K1?) C HEPOBHBIM BHYTPEHHUM KOHTYPOM HECKOTBKO
YTOINIEHb, 3,6 MM; ONIPEJeNAeTCs MOBbIIIEHNE CKIaf-
yaTocTy. CTEHKM HUCXOAAMIMX OTAEIOB TONCTOM KUIIKA
C HEPOBHBIM BHY TPEHHUM KOHTYPOM, TONMIIHOM 4,0 MM,
CHEOTYETIMBbIM BHYTPEeHHVM KOHTYpoM. [Ipunexamas
K/IeTYaTKa yMepPEHHO MOBBIIIEHHON 9XOT€HHOCTY C MHO-
SKeCTBEHHBIMI MeTIKUMM TUMPATUIeCKUMM Y3/TaMIA.
BusyanusupoBanuch yMepeHHOE KOMMYIECTBO ME3€H-
TepUATbHBIX TMMGAaTIIECKUX Y3/I0B C MAKCHMAIbHBIM
pasmepoMm o 10 mMm. 3akmiouenne: IXO-npusHaKK
CTPYKTYPHBIX U3MEHEHN CTeHOK KUIIeTHNKA.

Y3W opraHoB rematobuanapHoi cucrembl: 9XO-
npusHaky gudpPysHbIX M3MEHEHNUIT CTEHOK BHeIle-
YEHOYHDIX K€TYHBIX IPOTOKOB U CTEHOK XKETYHOTO
My3bIps, PEaKTUBHBIX M3MEHEHMII TIO/IKeTyJOIHOI
xesne3pl. Y3V nouek: 9XO-npusHaku audpdysHbix
M3MeHEHUIT MapeHXMMBbI TOYeK.

B 12 17 mec, 110 JaHHBIM KOJIOHOCKOIINU: SI3BEHHBIN
uneut. PacnpocTpaHeHHBIl 9pO3UBHBIN KOJIUT.
OHJIOCKONMYECKAA KapTUHA XapaKTepHas /i BOC-
IaIMTeNbHOI popMbl 6051e3HY KpoHa HM3KOII cTeneHn
aktrBHOCTH. [To OT'IC - 5p03MBHBI TaCTPUT.

PebenKy 6b171 BHICTaB/IeH uarHo3: «bonesns Kpona:
SPO3UBHBIN TaCTPUT, A3BEHHDIN UIEUT, paCIIPOCTpPa-
HEHHBIN 3PO3UBHBINA KOIUT, IOJOCTPOE TE€YEHUE.
PeaxTuBHBIE N3MEHEHN A IO/ >KEMYOUHOI JKe/Te3bl».

runodusa MpoBefeHo 2 CTUMY/INPOBAHHbIE IIPOOBI
¢ KJ10(e/IMHOM C MHTEPBAJIOM B 2 Hefien . Pe3ynbrarn
npuBefeHsl 6 mabzn. 2. Ilo pesynprataMm npo6 6bi1
BBIIBJICH NapLMaTIbHbI AeULUT TOPMOHA POCTA.
ITposopgumacs MPT ronosHoro (8 1 7 mec): ¢pop-
Ma depera 6paxuonedannyeckas. ITorymapus Mo3-
ra CUMMeTpPUYHbIe, TPaHUIA Ceporo u 6enoro Belie-
ctBa fuddepennupyercsa. CpefHHBIE CTPYKTYPBI
He CMeIleHbl, IPM3HAKOB JUCIOKAIINM MO3ra Her.
BOKOBbIE JKeTyZOUKI YMEPEHHO PACIINPEHBI 1O 16MM,
III >xenymodek mo 5MM. IV kenyfodek He pacHIMpeH.
Cyb6apaxHoupganbHble 06/1aCTy TOOHBIX IIPOCTPaH-
cTBa 1 6OPO3MBI paclIMpeHbl, 60PO3/bl yIIYOTEHBI,
NIPeNMYIeCTBEHHO B 06/1aCTI TOOHBIX, TeMEHHBIX
poneit. Tunmodus pasmepamu 15x8.5x5 MM, BbIOyXa-
eT 110 BepXHeMY KOHTYDY, fuddepeHINPOBKa afe-
HO- U Heifporumnodusa coxpaHeHa, HOXKKa TUIIodpu3a
OTKJIOHEHa BIPABO, IIPU JMHAMUYIECKOM OOTI0CHOM
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KOHTPAaCTUPOBAHUN — HEUETKO OIpeJie/IAeTCA 30Ha
2x3 MM. Busyanusupytorcs gyepennbie Hepssl (I, VIII
mapsl) 6e3 maTonoruy. O4ary IaTONIOTNYECKOTO HaKO-
IIJIEHN s KOHTPACTA B BEIJeCTBE MO3Ta He OIpeJieNAeTCs.
MuHpamMHBI MO3)Ke4YKa Ha Y pOBHE 60JIBIIIOT0 3aThI/I0Y-
Horo oTBepcTusA. CTBONOBBIE CTPYKTYPHI B IIpefieNiax
HOpMBI. 3akmioueHne: MPT-nanHble yMepeHHOI BeH-
TPUKY/IOMETa/INH, PaCIINpeHNsI HAPY KHBIX cybapax-
HOMJA/IbHBIX IIPOCTPAHCTB ¥ YITy6/IeHNS KOPKOBBIX
60p0o371 IOy IITapyit 60/IBLIOr0 MO3T'a, HEOJHOPOTHOCTI
CTPYKTYpbl runo¢usa. B nuHaMuke — JaHHBIX 32 00b-
eMHOe 06pa3oBaHme runodusa He HoaydeHo (9 14 Mec).

leHeTUuecKne nccnegoBaHNA

JeBouka Oblla IPOKOHCYIbTUPOBAHA TeHETHU-
KOM, MPEeJIIOI0XKUTENIbHO BBICTABISINCD CIEAY-
omue AuarHosel: cuHApom HyHnan? CuHApoM
Mepemesckoro-Teprepa? ['mmoxonpponnasus? B 8 n
8 MecC UCK/ITI0YaaNCh HAC/leICTBEHHbIe allUOMaTUN,
OpraHM4YecKue aluaypu, fedeKTbl MUTOXOH/PUaIb-
HOTO 6eTa-OKCUJIEHU S, TN30COMHbIE 6OTE3HM HAKO-
wteHus, runodocdarasus. PeaynbraTsl nccnefoBaHusa

AvnHamuka neyeHnA

ITocne ycTaHOB/IEHM A OKOHYATEIbHOTO AMarHosa (B 10 11
5 mec): «HOBEeHMIbHBII MANONATUYeCKIUIT apTPUT, CY-
craBHas ¢opMma, MayluapTUKYIAPHBI BapUaHT;
60me3nbp KpoHa BriepBble BbIsABJIEHHAs, 9PO3MBHBII
TaCTPUT, KaTapajbHbII CIOHUT, A3BEHHBII OayTMHUT,
adTO3HBDIIT IEBOCTOPOHHUI KOTUT, 000CTpEeHNe; peak-
THBHbIE I3MEHEHI S [IOJXKe/TY FOTHOI XKeTIe3bl», peOeHKY
6b11M1 Ha3HaueHbI Kypcbl rmokokopTrkonnos (FKC) -
MeTU/IIPEIHMU30IOH 15 MT, € TOCTeNIeHHbIM CHIDKEHMEM
Io3blL, afanumyMa6 (20 mr 1 pas B 2 Hefi, TOKOXHO), Oa-
3JICHas TepanusA MecanasuHoM 1000 Mr B ieHb, BHYTPb.

Opnako B 10 1 8 Mec ieBOYKa OTMeYasia kano6bl Ha
CKOBaHHOCTD B CyCTaBax (He BBII€pP>KMBaja IpoMe-
JKYTOK MeX/[y BBe[leHIAMU afanuMyMaba), B CBA3H
C3TUM OBLIO PEKOMEH/JOBAHO IIPOOKUTH CHIDKEHE
mo3b1 'KC [0 OTHOI OTMeHBI 1 K Tepanuyu f06aBUTb
6a3MCHBIII ITperapaT MeTOTpeKcar —7,5 Mr 1 pas B He-
mento, nogkoxHo. Ha ¢poHe mpoBoaMMoOIt Tepanum Ha-
6/110712710Ch BBIpa>KeHHa A IIOJIOKMUTEIbHAA JUHAMUKA:
CHVKEHIE TYMOPa/IbHOI aKTUBHOCTY, Ky POBaHMe
OTeYHOCTM) ¥ HapacTaHue o6'beMa ABVKEHMII B CyCTa-
BaX, HOpMa/nu3aluA CTY/a, YTO TI03BOJIMTIO OTKA3aThCsA
ot Tepanyu I'KC ¢ 10 1 10 mec.

C 11 1 peBouKa rmonydana Kypc KOMIUIEKCHOM Tepa-
iy 6a3UCHBIMY IIPerrapaTaMiL: MeTOTPEKCAT, Mecaria-
3UH 1 aflaMMyMab B IPEXHUX JO3MPOBKaX.

B 12 11 B cBA3M ¢ coxpaHA©LIelcA aKTUBHOCTDIO
KOJIUTA, PeKOMEH/I0BaHO IIOBBIILIEHE NO3bl Mecasia-
3uHa 10 1250 Mr 1 yMeHbIIEHVE IPOMEXXYTKOB MEX/Y
BBefleHMeM afanuMyMaba go 10 gueit. B 12 1 7 mec
OTMeYa/uCh aPTPAITUA B TOIEHOCTOIHBIX CyCTaBaxX
C OrpaHMYeHMEM NOABIKHOCTY, HEYCTOMYMBBII CTY T
To 3 pa3 B IeHb, COXpaHeHMe 3pO3MBHBIX U3MEHEHNIt
B JKKT, c yuyeTOM 5HIZOCKONNYECKOTO UCCIeOBAHNA
6bLIO IPVHATO pellleHNe YBeIMYNTD K03y afjanuMy-
maba o 40 Mr nopkoxHo 1 pas B 10 gHeit.

QdusuKanbHas guarHocTuKa

IIpn ocmotpe B BospacTe 13 net. CocTosiHUE pe-
6eHKa cpejiHell CTeleHN TSHKECTH 3a CYeT OCHOBHO-
ro sabonesanus. Poct - 121 cm (SDS -5,13), macca
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Penrrenorpadus obenx kucreit pyk: B 8 17 mec
KOCTHBIJ BO3PAacT COOTBETCTBOBA 4,5 rogam, B 10 11
4 Mec — 6 roTaM.

TupeoupHslit npoduis (3a Bech IePUOJ, UCCIERO-
BaHMIT)— B IIpeJie/laX HOPMBI.

B 8 17 Mec Ha OCHOBaHUM ITPOBEEHHBIX MICCTIE0BA-
HUIT GBI BBICTaB/IeH AuarHo3: CoOMaToOTpOIHASI HELO-
CTAaTOYHOCTH. IlapuyanbHblii feuIUT rOpMOHA POCTA.
MuxpoaseHoMa runodusa? B ganpueitnrem (c 10 1 4
Mmec): I'mnonuryurapusm. [TapunanbHbli gedunur
ropMoHa pocra. OT IpoBefieHNA TedeHN A TOPMOHOM
pocTa MaMa OTKa3anach.

KapMOTHUIIa — HOPMaJIbHbII >KeHCKMIT KapnoTui 46, X X.
B 10 1 5 mec o pesynpTataMm cekBeHuposanua JHK
(maHenp «Noonan») BpISIBJIEH ITaTOT€HHBIV BapUaHT
HYKJICOTU/IHON MOCTef0BaTenbHOCTH C. 4A>G B 3K-
3oHe 2 reHa SHOC 2, mpuBoaAmnii K MICCEHC-3aMeHe
(p.Ser2Gly) B reTep0O3UrOTHOM COCTOSIHY, ACCOLIUIPO-
BaHHbIIT ¢ HyHaH-TOZOOHBIM CMHAPOMOM C BBIIIAJie-
HIeM BojIoc B dase aHareHa I tuma.

AHaMHe3 XM3HU: IeBOYKA POAMIACH OT IepBOIi
OepeMeHHOCTH Ha OHE TPeIKTAMIICUN, IKCTPEHHBIX
OIlepaTUBHBIX POJOB Ha CpoKe 39 HeJlenb C Maccoi
Tenna 3550 1, IMHOM Tena 54 CM, OKPY>KHOCTBIO TO/IOBBI
36 cMm, Ha 7/8 6annoB o mkane Anrap. B neprone agan-
TaIMV HAXOZIM/IACh B TAYKEIOM COCTOSHIY — Ha 4 CYTKM
MPOM30IIIA ACHMPALIVA MOJIOKOM, B CBA3M C YeM IOJI-
kmodena k VIBJI (4 uaca). Ha 8 cyTku 6b11a IIepeBefieHa
B OTJie/IEHME TIaTO/IOT MY HOBOPOXX/IEHHBIX C IMarHO-
3oM: «IepebpanpHas nimemusi I-11 crenenn. Cummnrom
MBIIIEYHON TMIOTOHMUU. BHYyTpMXenymoukoBoe
KpoBousnusaHMe. AcnupannoHHsi cuagpom. BIIC:
JMIIII. KnanaHHBINA CTEHO3 JIETOYHOI apTepum».
Boinucana oMol B CTabuIbHOM COCTOSHUM.

OTMeyanach 3ajiepKKa ICMXOMOTOPHOTO PasBUTH A:
TOJIOBY JEPXKUT C 7 MeC, CUAUT ¢ 8 Mec, xoauT ¢ 1r 1
Mec. B 4 rona -o6uiee HefopassuTye peun I1I ypoBHs.
ITpodmmakTryecKkme IPUBUBKA IIPOBOAVIINCD TI0 UH-
IVBHUIyaTbHOMY Ka/leH/japIo.

ITepenecennsie 3aboneBanst: OPBV, ocTpblit KaTa-
PaJIbHBI OTUT, OCTPBIIl OGPOHXUT, TEMaHTUOMA B 00-
JIaCTM JIEBOTO IJIeYa, aTONMYEeCKMIl lepMaTUT, yuno
MATKMX TKaHell TOOHOI 0671acTH, 3a/iep>KKa pe4eBOro
pasButTus, 6€1KOBO-9HepreTrdeckas HeJJoCTaTo4-
HocTb. C poxpaenns - MmHokecTseHHble [IMIIII, kna-
MIaHHbI CTEHO3 JIETOYHOI apTEePUM JIETKON CTEIeHN,
TUITIONIa3uA 3a/lHell CTEHKY MUTPAZbHOTO K/IalaHa.
B 4 ropa nposepena nnactuka JMIIIL B 10 1 5 mec
yCTaHOBJIeHBI 6071e3Hb KpoHa 1 10BeHVM/IbHBII MNO-
HMaTUYeCKNI apTPUT, TUIONNTYNTAPU3M, TTapIyaib-
HBIIT AepUIUT ropMoHa pocra, B 10 1 8 Mec - HyHaHn-
noJ06HBIM CMH/IPOM C BBINIaJileHNEM BOIOC B dase
aHareHa.

HacmepcTBeHHbIIT aHAMHe3: He OTATOLIEH, Opak He
POACTBEHHBII.

ConuanbHbIil aHAMHe3: He OTATOIIeH.

tema - 19 kr (SDS <-3), napekc maccol Tena — 12,9 kr/
M2 (SDS-3,49). OTmevaeTcs 3aiep>KKa Gu3NIeCcKOro
pasBurus. Tak)Ke IPOBOAYIIACD OLieHKA (pU3NYECKOro



KNMHWuYeckne HabnopeHusa | clinical cases

PucyHok.1.

Figure 1.
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Source: T lscjima, S Sekazume, T Hasegawa.

Pa3BUTHUA C UCIOTb30BAHMEM CIElMaTbHBIX UIKAT
A1 MalEeHTOB ¢ cuHApoMoM HyHaH 1o KOTOphIM
SDS maccel Tena <-2, SDS pocTa -2, pe3ynbTaTsl Ipesi-
craBieHbl Ha puc. 1. [Tonosas popmyna no TaHHepy:
Mal, AXI, Pl, Me - HeT. BoIsiB/IeHBI CTUTMBI JU39M-
6puoreHesa: KOPOTKas Iesi, KPbIIOBMHBIE CKIAJ-
KM Iey, TUIIePTe/IOPU3M I71a3, CKOLIEHHDbIE I7Ia3HbIe
I[e/IM, HU3KO MOCa’KeHHbIe yIIM, MaKpoledanns,
medopmanus yepena, BEICTY ALV TOOHBIE Oy TPbI,
BOpPOHKOOOpa3Has fedopMalysa IpyfHON KIETKH,
BPOXX/IEHHBI IIOPOK cepAilla (KOPPUTMPOBAaHHBI),
[IOCTHATaIbHOE CHIKEHME POCTa. DKTOflepMaIbHbIe
aHOMAaNNM: pejKue, TOHKME, MEJJIEHHO PacTy-
e pychble BONIOCH, CMYyTnas Koxka. KoxxHble mo-
KPOBBI U BUFVIMBIE CTIM3VCThIe 0OOTIOUKM YUCTHIE.
JIumdarnyeckne y3nbl He yBeIMYEHBI. YMEPEHHO

JlabopaTopHble nccnegoBaHus

O6uuit ananus kposu - COD - 28 MM/ yac.
BroxmMudeckue mokasatean KpoBu: aaibOyMuH,
TpaHCaMMHa3bl, OUINPYONH, ITI0KO3a, CBIBOPOTOY-
Hoe xene3o, Ig A, Ig M, Ig G, autucrpenronusun O,
KaJ/Inif, Kanbl M, KpeaTUHUH, MOYeBas KUC/IOTA, MO-
4YeBUHa, HATPpuL, 061nit 6enok, PO, CPB, xonecrepus,

NHCcTpyMeHTanbHble nccnefoBaHna

Y3W opranos 6prourHoii monoctu: IXO-IpusHaku
TIOBBIIIEHN S 9XOT€HHOCTHU CTEHOK >KeTYHOTO My3bIps
Y BHY TPUTIEI€HOYHBIX )KeTYHBIX IIPOTOKOB, AVICXO/IN,
nrddysHBIX M3MEHEHUIT TONKeTYLOUHOI XKeTle3bl,
YBEIMYEHUA Pa3MePOB Cele3eHKN.

Y3U nouex: OXO-npusHaky fuddysHbIX M3MeHe-
HUII TAPEHXUMBI I10YeK, IOBBILIEH) A 3XOT€HHOCTHI
CTEHOK COOMPATeTbHOTO KOMIIIEKCa IOYeK.

Y3V nonbix opraHoB (xenynKa, KuileyHuka): 9XO-
MPU3HAKM CTPYKTYPHBIX M3MEHEHNI CTeHOK TOJICTOI
Y TIOB3OIIHO KUIIKMA.

Y3W razobenpeHHBIX cycTaBoB: 9XO-Ipu3sHaKu
He3HaYMTETbHOTO CHOBHUTA C 00€MX CTOPOH.

C The Japanese Soaety for Pedatric Endocrnoiagy

BhIpa’kKeHHasA AudQysHasa MplllledHas TOMOTOHMUS.
Hapymenne ocaHkM — mepeKkoc TasoBOro U Ijede-
BOTO I05ica. YMEPEHHad apTpanArus B IEBOM roje-
HOCTOIIHOM CYCTaBe€ C OTPAHMYEHMEM IIO/IBYYKHOCTIL.
IuToBMAHAA Xee3a He HanbIuUpyeTcsa. 3eB — CIO-
KoliHblit. [Tpy ayckynbTanum fbixaHue Be3UKYIAP-
HO€, 4acToTa ibixaHus — 20/MuH. Hacpimenne Kposu
KucnoponoM (catypanus): 99%. CepredHble TOHDI
PUTMUYHBIE, TPOMKME, CKTOHHOCTD K TaXMKapAWU.
BricmymmBaerca cucTonmyeckuii IyM Ha BEpXyIl-
Ke. YacToTa cepfiedHBIX COKpamennit — 113 yu/muH,
apTepmanbHoe faBneHne — 95/80 mm pr. ct. JKupor
MATKUIL, Ie4eHb MaJbIUPYeTCsA ¥ Kpas pebepHoit
IyTHU, ceneseHka He nanpnupyroTcsa. CTym, co cnoB
MaMBl, 2-3 pa3a B IeHb, 0pOPM/IIEHHBII MY KaLIN-
neo6pasHbIil. Modencnyckanme He HapyIIeHo.

TOPMOHBI LM TOBY/JHOI )Ke/le3bl B IIpefienax pedepeHc-
HbBIX 3HAYEHUA.

OO6muit aHamM3 MOYM — HOpMa.

AHanns Kama - KOHCUCTEHIMSI: KalunieobpasHasi;
pacTuTenbHas KleT4aTKa: MHOTO; KpaxMaJjl BHEK/Ie-
TOYHBIN: MHOTO. JIeikonuTsl Ha cnusu 5-10.

Y3U roneHoCTONHBIX cycTaBoB: IXO-npusHaKku
MMHUMA/TbHOTO CIHOBUTA C 06eMX CTOPOH.

9XO-kapauorpadusi: COCTOsIHME TTOC/Ie ITACTUKN
IOMIIII. HesHaunTenbHOE yBENMMIEHME IPABOTO U JIE-
BOTO Impefcepauit. Juactonmdeckas QyHKIUA IEBOTO
JKeJTy[o4Ka He3HauuTeIbHo HapyuieHa mo I tumy. IIMK
c perypruranueii I crenenn.

KT opraHoB rpyRHOIt KJIeTKI: 6€3 TaTOIOTU .

PeHTreHorpadus npaBoii 1 1eBOI KUCTYU B IPSAMOIL
IIPOEKIMIU: KOCTHBIi BO3PACT OTCTAET OT IIACTIOPTHOTO
(coorsercrByet 10 rogam mo arnacy GR). Penrtren-
TIpU3HAKM OCTEOIIOPO3a.

JIMacKkuHTECT — OTpUIATENbHBIA.

2N
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PucyHok 2.
XpoHonorus pa3su-
VA 6onesHn

Figure 2.
Chronology

of the disease
development

212

0 mec.

« [narHo3s: «LlepebpanbHas uwemus I-1l cT.,
CYMNTOM MbILLEYHON FMNOTOHWW.
BHyTpur>KenyaoukoBoe KpoBOM3NAHME.
AcnupaumoHHblit cuHapom. BIC AMIIM.
KnanaHHbIN CT@HO3 NIeroYHON apTepum»

8 net 4 mec.
« [le610T CycTaBHOro CMHAPOMA
« [lnarHos: «<ApTponarus neBoro
rONIEHOCTOMNHOrO, NPaBOro Ta306epeHHOro
CyCTaBoB»
« JNleuenue: HMBIM, aHTMONOTUKM

10 net 4 mec.

« [e61oT K1LeyHoro cHapoma

« narHo3s: «lOUA, cyctaBHas ¢popma,
nayumapTUKynapHbIi BapraHT? 3agepxka
dusnyeckoro passutua. lmnonuTymtapmsm.
CrHapom HyHaH? HenmHdeKLMOHHbIN
3HTepokonuT. B3K? B3H TAXenoii cteneHn»

« Jleuenue: HMBM

10 net 7 mec.
+ CekBeHupoBaHue [JHK: natoreHHbIn BapuaHT
reHa SHOC2 B reTepo3nMroTHOM COCTOAHUN
(c.4A>G (p.Ser2Gly)
[narHo3: HyHaH-nogo6HbI CMHAPOM
C BbiNafileHneM BONOC B CTaAUK aHareHa
noATBEPXKAEH
JleueHue: TKC, mecanasuH,
apanumymat (20 mr/14 gHein)

12 net
[OwnarHo3: «OUA, cyctaBHas dpopma,
nayLMapTUKYNAPHbI BapraHT, akTUBHOCTb
I-Il cT., peTreHonornyeckas ctagusa I, OH 2A.
BonesHb KpoHa. 9po3uBHbIN racTpuT.
PacnpocTpaHeHHbli 3p03MBHbI KONNT,
nogoctpoe TeyeHue. lmnonutymtapusm. HMC»
JleyeHne: mecanasmH, MeToTpeKcar,
apanumyma (20 mr/10 AHein)

COKPALLEHUA:

JMIM - nedekT mexnpeacepaHoi neperopogku, HMBM -
HeCcTpepouaHble NPOTUBOBOCMANMUTENbHbIE NPenapartbl,
TMC - TaHaeMHaa macc-cnekTpomeTpua, B3K — Bocnanu-
TenbHble 3aboneBaHnaA KnuweyHnka, bBH - 6enkoso-
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4ropa
« [lnarHos: «MHoxecTBeHHble M.
KnanaHHbIil CTeHO3 neroyHom aptepun.
[unaTauma npaeblx OTAENOB cepAaua.
Jlerounas runepteH3ua. lunonnasua 3agHen
CTEHKM MUTpanbHoro Knanaxa, HK MA»
« JleueHne: nnactuka MMM

8 net 8 mec.

« MNporpeccnpoBaHye CycTaBHOro CMHAPOMA

+ Kapuotun 46, XX. TMC — 6e3 natonoruit

« [lnarHos: «[paBoCTOPOHHNI KOKCWUT.
ApTpUT NEBOrO rofIeHOCTOMNHOrO CyCTaBa.
[e6ioT ONA? 3apepxka dusnyeckoro
pa3suTtua. Jeduunt ropmoHa poctar»

« Jleyenue: HIBIM

10 net 5 mec.

« [narHo3: «KOUA, cyctaBHasa popma,
nayumapTUKynapHbi BapuaHT. bonesHb KpoHa
BMepBble BbiABNeHHaA. [TOBEPXHOCTHbIN racTpuT,
KaTapanbHblii €IOHUT, A3BEHHbI BayrHWT,
adTO3HbIN NEBOCTOPOHHUI KONNUT, 060CTPeHNME.
[unonutyntapusm»

« Jleuenne: TKC, mecanasuH,
apanumymab (20 mr/14 gHein)

10 net 8 mec.

« [lnarHos: «lOUA, cyctaBHasa dopma,
nayuuapTUKynapHblii BapuaHT. bonesHb
KpoHa. i3BeHHbI 6ayreHuT. AQTO3HbIN
NeBOCTOPOHHWI KONKT, NOJOCTPOE TEYEHNE.
funonutyntapusm. HMNC»

« JleueHue: TKC (nocTeneHHas 0TMEHaA),
Mecasnia3uH, MeToTpekcar,
apanumymabo (20 mr/14 pHen)

12 net 7 mec.

- [uarHo3: «KOUA, cycTaBHas dopma,

nayLnapTUKyNApHbI BapuaHT, akTuBHOCTb 111 cT.,
peTtreHonornyeckas ctagua ll, OH 2A. bonesHb
KpoHa. Op0o3mBHbI racTpuT, A3BEHHbIN UNEWT,
PacnpoCTPaHeHHbI 3PO3UBHbIN KONUT, NOAOCTPOE
TeyeHue. lunonutyutapusm. HMC»

- JleueHne: MecanasuH, MeTOTpeKcaT,

apanumymab (40 mr/10 gHeir)

3HepreTMyecKasn HepoCTaTouHoCTb, KOVIA — oBEHWNbHDIN
nanonatnyeckuin aptpur, N'KC — rnokokopTukoctepougpbl,
OH - pyHKuMOHanbHasa HefocTaTouHOCTb, HINC — HyHaH-
NoAo6HbIN CUHAPOM C BbiNafieHNeM BONOC B CTagnUK
aHareHa NoATBePXKaeH
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KnuHunuecknin gnarHos
IOBeHMIbHBI ApTPUT, CTENIEHb AKTUBHOCTH 1-2, peHT-
reHosorndeckas cragus 2, PH 2A, acconumpoBaHHbI
¢ 60mesHp0 KpoHa. SpO3uBHBIIT FaCTPUT, A3BEHHBIN
WJIENT, paCIPOCTPAHEHHBIN 3pO3UBHBIN KOMUT, ITO-
DOCTpoe TedeHMe. PeakTuBHbIE M3MEHEHM A MO Ke-
JIy OYHOIA JKeTIe3bl.

HyHaH-110706HBIIT CMHAPOM C BbIIIaJeHIEM BOIOC
B (ase anareHa. [umonuryurapusm. ITapuyanpHslit
HeduUNUT rOpMOHA pocTa. benkoBo-sHepreTnyeckas
HEeNOCTAaTOYHOCTD I cTeneHn.

BpemeHHas wKana
XpOHOJ’IOI‘I/IH pa3BuTUA 60H63HI/I, KJII0YeBble COOBITUA

O6cyxaeHne

B npencTaBieHHOM KIMHMYECKOM Cy4Yae Mbl XOTe-
JIY IOZYEPKHYTh, YTO KIMHUIMCTAM CIeHyeT IIOM-
HUTD 0 GOPMUPOBAHUY Ay TOMMMYHHBIX HapyLIEHMIT
y nanueHToB ¢ RAS-maruamMu us-3a BO3MOXHOCTHU
PasBUTHUA Y HUX aHOMA/TbHOM aKTuBanyy mytu RAS/
MAPK, urparmoujero sHaduTe/NbHYI0 POIb B CO3pe-
BaHuy T-knerok [14]. beinu mpoaHanu3upoBaHbI
KIMHUYeCcKue 1 TabopaTopHble 0COOeHHOCTH 42 Ia-
LMeHTOB ¢ Ras-maruamu u nonyyexo, 4yro 14% manu-
€HTOB COOTBETCTBOBANN KIMHNYECKMM KPUTEPUAM
ayTOMMMYHHBIX 3a00/IeBaHNit (CUCTeMHasA KpacHas
Bomyanka (CKB), ayTOMMMYHHBI TUPEOUINT, IIe/IN-
aKMs, NepBUYHBI aHTU(HOCHONMMINIHBI CUHIPOM,
ayTOMMMYHHBIJ TeNIaTUT, BUTUINTO). AyTOMMMYHHbIe
aHTUTENA ONpefenAnuch y 52% mauuentos. Cnenyer
OTMETUTD, YTO Yy 7% HaIVIEHTOB BBITENANNCH CIeIN-
¢buyeckre ayTOAaHTUTENA K JKETYOYHO-KUIIEYHOMY
TPAKTY U IedeHu 6e3 KIMHIYeCKUX IposABaeHui [15].

Yro xacaeTca MMMYHOJIOTMYECKUX ITapaMeTpoB
c HIIC, y Tpex manuenTtos ¢ BapuantoM SHOC2 6b1111
[IO/IOXKUTENbHbIE aHTUHYK/IeapHble aHTUTena (ANA)
u aHTHUTeNA K ByxuenodeyHont [JTHK (ds-ITHK), y oxn-
HOTO — IIOJIOKMTEe/IbHbIe aHTUTeNa K aHTU-Sm (3T0
anturtena Kk Ul-, U2-, U4—pM60HyKneonp0TeMHaM,
KOTOpble ABsATCA cnenuduyunbiMu ana CKB n cny-
JKaT OfIHUM 13 KPUTEPUEB /1A ee JMarHOCTUKM) U ellje
OIIHOTO — HU3KMe yPOBHM KOMIIeMeHTa Kak C3, Tak
u C4 [16, 17, 18].

3aKknwuyeHune

HyHaH-TIOf06HBIT CHHAPOM C BBINaZeHUEM BOIOC
B ¢ase aHareHa ObI IIpef/IOKEH B KaueCTBe HOBO-
ro cunjgpoma B 2003 rofy ¢ IOXOXMUMU YEPENHO-
JIUIIEBBIMM AaHOMANMUAMM And cuHapoma Hynan, Ho
C HM3KMM POCTOM, CONIPOBOKAAIOIIIMCH leuImMTOM
TOPMOHa POCTa, MaKpoledame, 1erkoi NcuxoMo-
TOPHOII 3a/iePyKKOIL, ¢ Hamn4uyeM feduinTa BHUMaHWs/
TUIIEPAKTUBHOCTY U CIEKTPOM CEPAEYHO-COCYAUCTHIX
TIOPOKOB PasBUTKA. ITO COCTOSTHIE XapaKTEPUSYETCS
YHUKaTbHBIM COYETaHMEM SKTOflePMa/IbHbIX aHOMAINIA,
BK/TIOYAIOIVX 1 QY3HY IO TUIIePIIMTMEHTAI[II0 KOXKI
Y PENKIE, MEJIEHHO PACTYIIM€ BOTIOCHI C MUKPOCKOIIN-
YeCKMM IIPOSBTIEHNEM BbINA/IeHM A aHAT€HHBIX BOJIOC.

Cocroanne nocne nnactuxku JMIIIL IIMK ¢ peryp-
rutanuit 1 crenenn, HKO.

PexomMeHOBaHO IPOJOMKUTH KOMIIZIEKCHYIO TEpa-
muio 6a3MCHBIMU IIperapaTaMy: MecanasH BHYTPb
1250 Mr B CyTKM, METOTPEKCAT 7,5 MI' B HEJIe/II0, ITOJ-
KOXXHO VM TeHHO-MH>KEHePHBIM OMOTOIMYeCcKUM Ipe-
mapatoM — aganuMymab 40 Mr, TOKOXHO, 1 pas B 10
JIHeII C TOC/IeAYOIIM JMHAMMYEeCKIM HabMoleHueM
32 COCTOSIHMEM 3[JOPOBbA.

TMalVi€eHTa IPEeACTAB/IEHbI HA PUC. 2.

Hapspy ¢ 9TuM, co06111a/Ioch O MATH MaleHTax:
Tpex - ¢ BapuaHTamu reia SHOC2, ogHOM - ¢ Bapu-
aHToM PTPN11 u ogxoM - ¢ BapnanToM KRAS. Brio
1oKa3aHo, 4To BapuaHT reHa SHOC2 moxer npep-
CTaBJIATDb COO0JT OTHOCUTENTBHO PaCIPOCTPaHEHHDIN
npeppacnonaramomuii pakrop K passuruio CKB cpenn
reHoB RAS-martuit. ABTOpBI Ipefinonarani, 4To CBA3b
mexay Bapuantom SHOC2 n CKB npepcrasnser co-
6011 6ortee, yeM cy4aitHyIo cBs3b [19]. Takxe B nute-
paType IIpeficTaBlIeHa MHGOPMaIVs O Pa3BUTUU MOHO-
TE€HHOJ CUCTEMHOI KpaCcHOM BOMYaHKM y 13-nmeTHEro
manbunka ¢ HIIC [20].

L. Liuetal. (2023), onucanmu 7-1eTHIOI 1eBOYKY C Ba-
pnantom resa SHOC2 c.4A> G (p.Ser2Gly), coorBeT-
cTBylomuM cuHpoMy HyHaH, ¢ BbImajalommnMm Bo-
nocaMy B hase aHATeHa, y KOTOPOI IMaTHOCTUPOBaHa
TpOMOOTIMYeCKas TPOMOOLMTOIIeHNYecKas Iy pIypa
" ayTOMMMYHHasA TeMONUTHNYecKas aHeMus:. B Bo3-
pacTe 2 MecsIieB eif Obl1a IPOBefeHa XUPYpriudecKast
KOPpeKIys TedeKTOB MeXKKeTyHOUKOBOI M MEXXIIPef-
CepIHOII IIeperopoyioK, B BO3pacTe 2 JIeT — onepanus
T10 y7la/IeHNI0 MUHIA/IVH U aJIeHOU/IOB, a B 5 JIeT — orle-
palus o MOBOJY CpefHero otuta [21].

Bompoc o coueTaHHOM Te4eHUN I0BEHMTBLHOTO ap-
Tputa u 6onesnu Kpona o cux mop ocraercs guc-
KyabenpHbIM. Ha Hall B3I/IAf, B IPefCTaBIeHHOM
K/ITHMYECKOM CITy4ae I0BEHW/IbHBII apTPUT ABIAETCA
BHEKUIIIEYHBIM IIposABTIeHeM 6ore3Hy Kpona.

B cBOeM mccregoBaHNM MBI COOOIAaEM O PeTuCTpa-
LMM HOBOTO ciiy4as y 13-nmeTHel1 fieBouku ¢ Hynan-
MTOKOOHBIM CHH/IPOMOM C BBIIIafIeH/eM BOIOC B dase
aHareHa C pasBUTIEM ayTOMMMYHHBIX HapyIIeHNIt:
OBEHMJIBHOTO apTPUTA, aCCOLMUPOBAHHOTO C 60-
nesubio KpoHa, paHee He ONMCAHHOM B IUTEPAType.
KnrHunucram cnefyeT HOMHUTb 06 aKTyalIbHOCTU
pYCKa pasBUTHUS NPefCTABIEHHBIX 3a00eBail y ma-
1MeHTOB ¢ RAS-naTusamu, Heo6XoaMMOCTH OBICTPOIL
IDVIaTHOCTMKY, HAIIPaBJICH A BBISIBJICHHBIX ITALIVIEHTOB
K CIIEMAaNINCTy U, B KOHEYHOM CUeTe, a/leKBaTHOTO
JIe4eHu 1.
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WHOOPMWPOBAHHOE COMACKE

3aKOHHBIM NPEeACTAaBUTENEM MaLWeHTa AaHO NofANMCaHHoe
MHOPMUPOBAHHOE J06POBOSBHOE COrnacve Ha My6anKaLmio
OMMCaHWA KNMHWUYECKOTO Crydas 1 NCMOMb3OBaHMe MeULMH-
CKUX laHHbIX NaLUueHTa (pe3ynbTatoB 06Ce0BaHms, leyeHuns
¥ HabnoeHA) B HAYUHbIX Lienax (ata noanucanma 30.05.2024).
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