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Pestome
* UnnocTpaumn NHdaHTVABHBIA cucTeMHbIN rnanuHo3 (UCT) ABNAeTCA peaKnM ay TOCOMHO-PeLIeCCUBHbIM 3ab0neBaHieM COeMHNTENBHON
K cTatbe — TKaHW, BbI3BaHHbBIM MyTaumamm B reHe ANTXR2. bonesHb xapakTeprsyeTca nporpeccrpyIoliiM OTI0KeHeM aMOPOHbIX -
Ha LIBETHON ANIMHOBbIX MACC B PA3/INYHBIX OPraHax v TKaHaAX. K OCHOBHbIM OTMUMTENbHBIM NPOoABNeHMAM VCT OTHOCAT yToNLIEHME KOXN,

BKMeWKe BKYpHan  3pUTEMY WU TUNEPIIUTMEHTALMIO KOCTHbBIX BbICTYMOB, MOPaXeH1e BHY TPEHHUX OPraHoB, CTOVIKYI0 Jnapeto, YacTble TAaxXerble

(cTp. VIII-IX). VHOEKUMM 1 33fepKKy Pa3BUTYA. B JaHHON CTaTbe npefcTaBneH cnyydail gnarHoctuku UCTy naumeHTKn B Bo3pacte 2 fneT,

K/io4eBoi 0COHEHHOCTbIO NPYBEIEHHOMO HaMM CJly4as ABNAETCA NOCTAHOBKA AMarHo3a Ha OCHOBAHWI OLIEHKI pe3ysbTaToB

EDN: HMATEN SHIOCKOMMYECKOrO ¥ NaToNoro-aHaTOMUYECKOro MCCeoBaHuWid. Lienb aaHHoM paboTbl B MOBbILIEHWN OCBEJOMAEHHOCTM
V1 HACTOPOXEHHOCTY Bpayeit pasHblx CNeLnanbHOCTel B CTONMb PeiKoM 3a001eBaHuM.

KntoueBble cnoBa: VIHGaHTUABHBINA CUCTEMHbIY TUANHO3, OBEHWNBHBIN M1ANMHOBbIA GUOPOMATO3, CUHAPOM FMANNHOBOIO
durbpomatosa

KoHOAMKT MHTEepecoB. ABTOPbI 3aABASAIOT 06 OTCYTCTBUM KOHMNKTA MHTEPECOB.
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summary
* Illustrations to Infantile systemic hyalinosis (ISH) is a rare genetic disease, which is associated with ANTXR2 gene defect. The disease is
the article are on characterized by progressive deposition of amorphous hyaline masses in various organs and tissues. The main distinguishing
the colored inset features of ISH include thickening of the skin, erythema or hyperpigmentation of bone prominences, damage to internal
of the Journal organs, persistent diarrhea, frequent severe infections and developmental delay. This article presents a case of ISH diagnosis
(p- VIII-IX). in a patient aged 2 years, the key feature of which is the establishment of a diagnosis based on the evaluation of the results of

endoscopic and morphological studies. The purpose of our work is to increase awareness and alertness of doctors of different
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specialties in such a rare disease.
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BeBepeHue

VnbauTnapubliil cuctemuslit ruannzos (VICT) - pen-
KOe ayTOCOMHO-pelLleCCHBHOE 3a00/IeBaHNe COeNN-
HUTETbHON TKAaHM, XapaKTepu3ylolieecsa Iporpec-
CUPYIOIMM OT/IOXEH)EM aMOpP(HBIX I'MaTMHOBBIX
Macc B KOXe, Xenyfoyno-kuuednom tpakre OKKT),
Cep/leYHOII MBblLIIle, HAfINIOYeYHNKAX, B CKeJIeTHBIX
MBIIIIIAX U [PYTUX )KUSHEHHO Ba)KHBIX OpraHax [1, 2].
VICT, xak nnpaBuio, NposBNAeTCA B TedeHMe MePBbIX
HeCKOJIbKMX HeJleIb XXVI3HU B BIJie 60/Ie3HEHHBIX KOCT-
HBIX BBICTYIIOB C TMIIEpIUTMEHTAIMell, KOHTPAKTyp
CYCTaBOB, [lafiee Pa3BMBAIOTCA XKeMUy>KHbBIE MAIy/IbI
(IpenMy1eCTBEHHO Ha JIUIie, BOTOCUCTON YacTy To-
JIOBBI U 1lIeN) U epyaHa/IbHble MACUCTBIE OITYXOJIeIIo-
HOO6HBIe y3enKM. XapaKTepHbIMU IPU3HAKaMU TaKXKe
ABNATCA TUIEPTPOdUA HeceH U yTONIeHMe KOXII,

YaCcTO OTMEYAETCs OCTEONEH NS, KOTOpast IPUBOJUT
K HOBBIIIEHHOJ ITPEeAPAacONOXEHHOCTH K IlepesioMaM
Kocreit [3, 4]. DHTeponaTus ¢ norepeit 6eKa IpUBO-
AWUT K TPYSHOM3TIEIMMOIT HMapee, KOTOpas SIBJIsIeT-
CSl PACIIPOCTPAHEHHBIM IIPOSIBIIEHIEM 3a60TeBaHUA.
bonbHbIe BOCIPUMMYMBBI K MH(PEKIMOHHBIM 3a6071e-
BaHMAM, 6ONBIINHCTBO MALMEeHTOB YMMUPAIOT B MJIa-
IeHYeCKOM BO3pacTe 110 IPUYIHE IPOrPecCUPYIOLIeit
HO/IMOPTaHHOI HEJOCTATOYHOCTH [5].

B maHHOIT cTaThe IIPefCTABIIEH CIydail AMArHOCTH-
ku VICI y manyeHTKu B BO3pacTe 2 1T, KOTOPHIN MIMeT
MecTo yxe 6onee 10 et Hasaz. Llens fanHOI paboThI
B IIOBBIIIEHN ! OCBEOMIEHHOCT) U HACTOPOXKEHHO-
CTY Bpadell pPasHBIX CHEL[MaIbHOCTEl B CTONb PEIKOM
3ab0/eBaHNN.
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KnuHnuyecknnm cnyyanm

IMannentka I1. nocrynuaa B Mopososckyto [ITKB ¢u-
nmman Ne 2 B mapre 2013 rofia B Bo3pacre 2 JIET € JKaJlo-
6aM1 Ha BATIOCTD, CTA60CTD, IIOXYI0 IPUOABKY MaCChI
Tefla, OrpaHIYeHe TBVDKEHNA B CyCTaBaX, M3MEHEH U
B obmacTu aHyca (IlepruaHa/lIbHble M3MEHEHN? BbIMA-
IeHNe CIM3UCTON mpsMolt kumku?). VI3 aHamHesa
6bI/I0 M3BECTHO, YTO PeOEHOK OT COMATUYeCKH 3[10-
poBoit MaTepy, 33 s1eT, 6paka TPOIPOFHBIX CUOCOB, 5
6epemeHHOCTH, mpoTekasiieit c OPBV B 3 TpumecTpe.
Oren 33 net, comaTuyecku 3gopos. Poxsl Ha 40 Hepe-
J7ie eCTeCTBEHHbIE, CTpeMUTeNnbHbIe. IIpy poxpennn
Macca tena 3400 1, pocT 52 cM, olleHKa 1o Amrap 8/9.
B popnoMe IIpyu 0CMOTpe BBIABICHO CHIDKEHNUE 00be-
Ma JBVKEHMIA B 7IEBOJ PyKe, BHIIIMCAH C IMaTHO30M:
ITapanuy Opba cresa.

B Bospacre 1 Mec. KOHCYIbTUPOBAaHA HEBPOIOTOM
T10 TIOBOAY TMITIOTOHMY MBIIII BEPXHUX KOHEUHOCTEI,
AMCTOHMM MBI HVDKHMX KOHEYHOCTEN C TEHI€HIIN-
ell K TMIIepPTOHYCY, TOCTaBjIeH Auaruos: «HatanbHas
TpaBMa IIETHOTO OT/ie/Ia MO3BOHOYHMKA, MOpakeHne
I1JIeYeBOrO CIJIETeHUs ¢ 2 CTOpOH». B 2 Mec. Bo3pac-
Te — GOpMMPOBaHUE KOHTPAKTYP KPYIHBIX CYCTaBOB,
crubarenbHas YCTAHOBKA 5-X Ma/bleB KUCTHU C BYX
CTOPOH.

C 3 Mec. Bo3pacra (CO CTIOB PORUTEIeNL, ITOCIIe IT0e3 -
KI B )KapKMI1 K/IMMAT) OTMe4aeTcs pe3Koe yXy/IeHe
COCTOSIHME B BUZE CTabOCTH, BSANOCTY, OTPAaHNYECHUA
IBVDKEHUA B CYCTaBaxX C IPOrpeccupoBaHyeM >Kanoo,
IOSIB/IEHIE KOXXHBIX Pa3pacTaHNil B 06/IaCTH YUIHBIX
PaKOBMH, I1I€pUOPATbHOI 30HE, KOKHBIX BbIChIIIAHMIA.
Ilo maHHBIM 06C/IenoBaHMiL: B 1 rox 1 4 Mec. BbIABIIEHA
nurToMeranoBupycHas uadekuusa. B 1 rog u 5 mec.
1m0 gaHHbIM Y3V BbIABIEHDI IPU3HAKY M3MEHEHNU
IIapeHXVMMBI TTeYeHN, Tab0paTOPHBIII CUHAPOM IIUTO-
/132 YMEPEHHOI CTeNeH) BhIPa>X€HHOCTH, CUHIPOM
xonecrasa, Y3V npusHaku Hedpomerannu. Pebenok
KOHCY/bTUPOBaHa T€HETUKOM, MCKITIOUEHbl MYKOJIN-
IUI03BI, TUPO3VMHEMM S, HedeKThl 6eTa-OKMCIeHN,
NM30COMasIbHbIe 60JIe3HN HAKOIICHNU A, CIIVMHAJIbHbIE
aMUOTpOpUM.

B ¢eBpane 2013 r. HaxOAM/ICA B CTallIOHApe U BbI-
cTaBjIeH Auarnos: OHomecknit monmapTpuT, CEpoHera-
TUBHBII. AKTUBHOCTD | cTenenn. PenTrenonornyeckas
cragu [. @ynxnnonanpublit knace I11. ITo nosony gan-
HOTO 3a00/IeBaHNA ALMeHTKA 0Ty Yaaa MeToTpekcaT
5 mr B/M 1 p/Hep. n npeguansonon 0.7 mr yrpom 1 p/g,
Jasee Ha3HadyeH npemnapaT dta”epuent 0,29 mn m/k 1
p/uen. Ha pone npuMeHeHus JTaHeplienTa BOSHUKIA
Iuapest, TabOpaTOpHbIe IPM3HAKYU KOJIITA, HA OCHOBA-
HUM 4ero ObII BBICTABJIeH AMarHo3 — 6onesHs Kpowa,
IIOCJIe YeTO TalYieHTKa Obl/Ta ITepeBefieHa Ha ITperapaT
Apanumymab. Afanumyma6 IpYMeHsICS B Te4eHMe 6
MeC. COBMECTHO C METOTPEKCATOM M IIPEJHU30JIOHOM,
METOTPEKCAT OTMEHEH POAUTENAMU CAMOCTOATEIbHO
B ceHTs16pe 2013 r. Ha ¢oHe mpoBoauMoit Tepannnu
OTMeYeHa BbIpa’keHHas OTpUIlaTe/bHASA JMHAMMKA:
yXyALIeHVe XapaKTepa cTy/a (pas)XIKeHHBI CTYII
CO C/IU3BI0), CHIDKEHE AlIIeTUTa, BAIOCTD, CTab0CTb,
Yyepenyomasica ¢ 6eCIIOKONCTBOM, CHUXEHIUE MaCcChl
TeJla, HapacTaHMe OTPaHMYeH A IBYOKEHIII B CyCTaBaXx,
MHOXXeCTBEHHbI€ KO>KHbI€ BbIChIIIAHMU A, M3SMEHEHU A
obmacTy aHyca (BbIIIafleHMe CIU3KUCTOI?), KPOMe TOTO,
OTMedYasnach CTOMKas IUI0aNbOYMIUHEMNA, B CBA3Y

¢ 4eM pe6eHOK OBbIJI TOCIIMTAIN3YPOBAH B FACTPOSHTE-
pororndeckoe oTaeneHne ¢unnana Ne 2 Mopo3oBcKoit
JTKB.

[Tpu mocrynneHnn COCTOSAHME MALIMEHTKY CPejHe
TSAXXECTU, KOXKHbIE TOKPOBBLI CMYT/IbIe, HA KPBIIbAX
HOCa, Ha MORX60POiKe, B 06/1aCTH IIeN OTMEYaI0OTCs
BBICBINTAHNA IO TUITY BE3UKYII, YYACTKM TUIIEPIINUT-
MEeHTaIlM! Ha Me>K(aTaHTOBBIX CYCTaBaX, Iponudepa-
TUBHbIE MI3MEHEHN A KOXKM ¥ CIU3UCTHIX TIOJIOCTH PTa,
B [IepMaHaTbHOI 06/IaCTI — HMAHOTUIHBIE KOXKHBIE
paspacTaHus rposfeBunHoN popmer. OTMedacs Ka-
MY1Ie06Pa3HbLT CTY/I C OOMIbHBIMI IIPUMECSIMU CTIU3Y
0 6 pa3 B CyTKM C IpeobIafiaHueM B HOYHBIE Jachl.
ITpu nposenenny Y3V opraHoB OPIOLIHOI IIOIOCTH
OTMeYaI0TCs MPU3HAKM TeIlaTOMeTanni, CIyIeHoMera-
IV, KOJINTA, yBeMYEHN A Pa3MepOB MO KeMyTOYHOM
JKenesbl 63 CTPYKTYPHBIX N3MEHEHNIL.

ITareHTKa KOHCY/IBTUPOBAaHA MHPEKIMOHUCTOM —
3aI0/I03PEHO TeYeHMe KaH/IM/03a, FepIeCBUPYCHOIA,
IIMTOMETaJIOBUPYCHOI MHPEKINN y pebeHKa ¢ Tpa-
HYJIEeMaTO3HO1 60/Ie3HbI0 HeACHOI aTnonorum. Ilo
manHbIM penTrenockonnu JKKT ¢ cynbdarom 6apus
1 IKT momomHUTENbHBIX U3MEHEH I He BhIABUIIO. [1o
pesynbTaTaM 9xoKappuorpadus: CTBOPKU He U3Me-
HeHBI (?); B HOJIOCTY IIPABOTO MpefiCePANs BU3YaIN-
3upyercs obpazoBanue (Tpom6). Takke oTMedaeTcs
yTOJIIeHNe 3aHell CTEHKI JIeBOTO JKeTygo4uKa, co-
KpaTUTeNIbHasA CHOCOOHOCTD YIOBIE€TBOPUTEIbHAA.

Ba)XHBIM 3TalOM JMAaTHOCTUYECKOTO Ipoliecca
ABUIOCH 9HTOCKONIYECKOE MCCIefJOBaHMe BEPXHUX
otzenos JKKT, B xofie KOTOPOTO GBIV BBISIB/IEHBI IPU-
3HAKM NYO[IEHNTA, PEaKTUBHONM IMIIEPIIasuu CIN-
3JICTOJ KapAManbHOTIO OTJeENa XenyJKa, KpyITHbIe
MMMGaHTMO9KTa3NM B HaYa/IbHBIX OT/Ie/IaX TOIIelt
KuiKy. I10 JaHHBIM KOTIOHOCKOINH GBI 06HAPYKeH
9p03UBHO-QMOPUHO3HBI TAHKOIUT, CTEHO3 30HBI
CeNe3eHOYHOrO yI/Ia.

ITo pesynbpTaTaM rucTOMOTMIECKOTO UCCIENOBA-
HUA OMONTAaTOB HOCTOYILOAPHOTO OTHE/NA ABEHA [ IIa-
TUTIEPCTHONM KMIIKY OTMEYAIOTCA KMCTO3HBIX PACIIN-
peHus npocseTa NMMQATUIECKUX COCYIOB B CTPOME
BopcuH. CO6CTBeHHAs IIACTMHKA C OYaTOBBIM TO-
MOTEHHBIM 303MHOPUIbHBIM IPOKPALIMBAHUEM.
BuomnTarhl cIM3UCTOM 060TOUKM TOACTOI KUIIKYU
C OOIIMPHBIMYU Y4aCTKaMIU TOMOTE@HHOTO 303MHO-
¢$uIBPHOTrO NpOKpalMBaHUA COOCTBEHHOI ITACTUH-
K11, B 30HE KOTOPOTO TOKPOBHBI MU TENNIA YIIOLIEH,
MecTaMM feckBaMypoBaH. OOHAPy>KMBaeTCs IIOBBI-
HIEHHOE KOJMYeCTBO MEKUX KaNuanApoB, 4acTh
U3 KOTOPBIX C paciMpeHHbIM npocseToM. IIpocser
KPUIIT TaK>Ke paclIMpeH, SMUTEINil ¢ fUCTpodu-
YeCKMMU M3MEeHEHUAMH, B OT[eNbHBIX KPUIITAX
MHQUIbTPUPOBaAH NeiikonuTaMu. B 6uonTare cur-
MOBUIHONM KMIIKM OTMeYaeTCs 3HAYMTENbHOE CO-
Iep>KaHIe TeIKOLUTOB B MHUIbTPaTe COOCTBEHHOI
IITaCTUMHKE C/IM3YCTON 060M0YKN. 3aKII04YeHe: TUM-
($aHrMO9KTa3UsA CIM3UCTOI 0OOTOUKM BEHALIATHU-
nepcTHOM KNIIKK. OTI0XKeHMe 903MHODUIbHBIX Oe-
KOBBIX MacC B COOCTBEHHOI I/TACTUHKE CIM3UCTON
000/10YKM TOHKOJ ¥ TONCTON KK, O4aropplit
AKTUBHBIN KOMTUT.

Takum 06pa3oM, Ha OCHOBAaHMM KIMHUYECKUX JaH-
HBIX M XapaKTE€PHBIX TMCTOMOTUYECKNX MPU3HAKAX
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aIieHTKe BIIepBble GBI BBICTAB/IEH AMATHO3 CUCTEM-
HOTO TMAJIMHO3A.

Ha npoTsi>xeHuu Bcero rnepuoya npeObIBaHusA B CTa-
L[MOHape OTMeYaJICs JIEKOLMTO3, TPOMOOLNTO3, IPH-
3HAKM IMIIOXPOMHOJ aHEMUM, TUIIOIIPOTEMHEMUA [0
35.7 /71, IpM3HaKM yMEPEHHOTO IINTONN3a, CHYKEHNe
KpeaTMHMHA 10 21 MKMOJIb//, a TaK)Ke HapyIleHUs
9/IEKTPOUTHOrO 06MeHa. OTMeYanuch MpOsBIEHNS
9H/IOTOKCUMKO34, B CBSI3M C YeM IIallMieHTKa Obl/a Ie-
peBefieHa B OTZe/IeHMe peaHUMalluH, Ie Ionydana
MHQY3UOHHYIO Tepanus ITTI0KO30-COEBBIMU PacTBO-
paMu, mapeHTepaIbHOE MUTAHNE; 0OeCIeInBanach
pecnupaTtopHas HOAepKKa: JOTalMA KUCIOPOAa de-
pe3 HOCoBble KOHION!; ITPOBOAMIACH TOPMOHAJIbHAA,

O6cyxpeHne

VICT u 10BeHU/TbHBIN TMaTNHOBLIN GubpoMaros
(YOT®) npepcraBnsiior co6oli Ba BapMaHTa OHOTO
3a00/1eBa N, Ha3bIBA€MOTO CHHIPOMOM I'Ma/IIHOBOTO
¢dubpomarosa (CI'D) [6]. Buepsbie CI'® 6b11 onucan
McMurray u gp. B 1873 1., ¢ Tex mmop 651710 3aperu-
CTPUPOBAHO BCero okomo 150 cy4yaesB gaHHOTO 3a60-
nesanu [7]. CI'D aBngeTcsa ay TOCOMHO-PELleCCBHBIM
3aboneBaHMeM, BBISBAHHBIM MYTallMsMU B IeHe
ANTXR2 (Anthrax Toxin Receptor-2), Takxe usBecT-
HoM Kak CMG2 (Capillary Morphogenesis Gene-2),
PAacIIONOXeHHOM Ha J/INHHOM IlIe4e 4 XpOMOCOMBI
(4q21.21) u xopupyoOLIeM TPaHCMeMOpPaHHBII Kle-
TouHbli1 perenTtop [6]. CT'D yamie Bcero BcTpedaeTcs
y apa6OB, SATIOHIIEB ¥ MHAMNIIEB, YTO, 110 BCEl BUAU-
MOCTH, CBA3aHO C BBICOKMM yPOBHEM KPOBHOPOJI-
CTBEHHBIX 6PaKOB Cpefy NpeCTaBUTeNel JAHHDBIX
Hapox [8, 9].

NsBectHO, uTo rTeH ANTXR2 yuacTByeT B romeoc-
Ta3e BHEK/IETOYHOTO MaTPUKCA, a TAK)Ke B PeTy/IALNN
anruorenesa. ANTXR2/CMG?2 siBnsieTCsl BLICOKOKOH-
CepBaTUBHBIM O€/IKOM, IIpeACTaBIEHHBIM B YeThIPEX
PpasIMYHbIX U30pOpMax, KOTOpbIe TeHEPUPYIOTCA IIY-
TeM aJbTePHATUBHOTO CIUIANICMHTA. BHeK/IeTOYHBI
KOMIIOHEHT peljenTopa COCTOUT U3 foMeHa GoH
Bunne6panga tuma A (VWA), 3a KOTOPBIM ClIefyeT
MMMYHOTTIO6YTMHOMOAOOHbII JOMEH, TPaHCMeMOpaH-
HBIIl JOMEH 1, HaKOHell, BHYTPUKJIETOYHBIN I[UTO-
m1asMaTudeckuii «xsoct» [10]. ITarorenes CI'® mo cux
nop HessceH. ANTXR2/CMG2, pefonoXxuTenbHO,
CBA3BIBAaeT IAMIMHWH V1 KOJTareH VI Tuia yepes MOTUB
TUNMYHOTO CaiTa MIOH-3aBUCUMOIL a[iT€3UM METAJI/IOB
(MIDAS) nomena VWA u nepepfaet CUrHaI BHYTpPb
KJIETKM, YTO HEOOXOMMMO /IS IN30COMAIbHOM Jie-
rpajianuy KoytareHa VI Bo BHEK/IETOYHOM MaTpUKCe.
MyTanusa B rene ANTXR2 npuBoauT k HapyIIeHNIO
dopmrpoBanus 6azanbHOI MeMOpPaHBI, HOBBILIEHNIO
TKaHEBOJ ¥ COCYAMCTON MPOHNI[AEMOCTH, IIPOIN-
TBIBAHUIO TKaHell IepUBaCKy/IAPHOTO IPOCTPAHCTBA
6enKaMy I1a3Mbl ¥ afcopOLMM UX HA U3MEHEHHBIX
BOJIOKHUCTBIX CTPYKTYPax C MOC/IeAYIOMIeil Mpenn-
nuranuest 1 obpasoBaHueM ruanuHa 2, 12, 13, 14].

Mupokyio GpeHOTUNNYECKYI0 U3SMEHINBOCTD, Ha-
6mronaemoro mpu CI'O, MO>XKHO 00BACHUTD PA3TNIHBI-
MU MYTalUMsMI OFHOTO ¥ TOTO e reHa. O6HapysKeHo,
4TO HecKonbKo MyTaunit B MIDAS fomena vWA ac-
COLMMPOBAHBI C pa3BUTHeM Hanboee HebGIaronpu-
satHoro ¢penoruma — VICI, 4To NPUBOJUT K TAXKETbIM
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aHTHOaKTepManbHas Tepalnysi, B TOM YMC/Ie BAHKOMU-
LITHOM; UMMYHOKOPPEKTHPYIOllas Tepanus; aHTuo-
TOHMYeCKas Tepalus; CMUMITOMATIYeCcKas Tepamnms.

Ha ¢one npoBoamMoro egeHn s oTMedanach Iono-
JKMTEeNbHAS JUHAMIKA, OFHAKO COCTOSHIME 10 OCHOB-
HOMY 3a60/IeBaHIIO IIO-IIPEXKHEMY OCTABAIOCh TsKe-
nbiM. [Tocte BBIIMCKY U3 CTALIMOHApPa AL eHTKa OblIa
rOCINUTANN3MPOBaHa B YHUBEPCUTETCKYIO KIMHUKY
Iroccenbpopoda, rie 6pi1a BoIABIEHA T€TEPO3UTOTHAS
myTtanysa reda ANTXR2, nogreeprk/jaromias gar€os
CHCTEMHOTO I'MaINHO3a.

HecmoTps Ha IpOBOAMMYIO Tepanuio MalieHTKa
CKOHYA/Iach B Bo3pacTe 3.5 eT oT 6aKTepuanbHbIX
0CIoXXHeHUIT Ha GoHe pecnpaTopHOit nHPpeKuN.

K/IMHMYECKUM IIPOABIEHNAM Y YaCThIM CMepTe/IbHbIM
MCXOJaM B MyIafieHuecKoM Bospacte [10, 11]. ANTXR2
9KCIpeccUpyeTcs NHOYTH BO BCEX OpraHax, OffHaKo He
00OHapY>XKMBaeTCs B TKaHAX T'OTIOBHOTO MO3Ta 1 TUMY-
ca, YTO COOTBETCTBYeT HOPMa/IbHOMY KOTHUTHBHOMY
pasBuTHIo 60MbHBIX [16].

Ha fanHbIil MOMeHT onmcaHo 6omee 40 MyTaruii
resa ANTXR2/CMG2, koTopble yCTOBHO pasfiensaoT
Ha YeTbIpe OCHOBHBIX kacca. Kimacc I cocrout us my-
Tanuit foMeHa VWA, He BIMAOIIMX HAa CBOpaYBaHue
[O/IMIENITU/{HOM €N IIa3MaTUIecKoil MeMOpaHHI,
HO yXY/IIAIOT cBA3bIBaHMe nmuranpa (10, 12]. Kmacc IT
OXBaTbIBaeT MyTanuu B Ig-mogo6xoM mmn vWA nome-
HaX, KOTOpbIe OKa3bIBAIOT BIMsIHIIE HAa CBOpaYMBaHNe
u crabunbHOCTh 6enka. Kimacc I1I comep>xut MyTanumu,
KOTOpbIE BBOASAT NPEKAeBPEMEHHBI CTOI-KOJ0H, YTO
npusopuT K ferpaganuu MPHK. Kmacc IV Bxmodaer
MYTaI[MM, PACIIONIOKEeHHbIE B MTO30TbHOM XBOCTE,
KOTOpbIe BIuA0T Ha pyHkumio ANTXR2, Ho He BmA-
10T H1 Ha ypoBeHb MPHK, Hu Ha mokanusanuio 6e1KOB
Ha IJIa3MaTn4ecKoit Membpane [17, 18, 19].

KnnHnvecku gByMs Haubo/mee YaCTBIMU IIPOsIBIIe-
HUAMMU ABIAIOTCA HOAKOXHBIE y3enku (85,7%) u ru-
neprpodus gecen (92,9%) [20]. K ocHOBHBIM OT/IM4M-
TenbHBIM pu3HakaM VICT Takke OTHOCAT yToONIIIeHNe
KOXKM, 3pUTEMY M/IM I'MIePIUTMEHTAl M0 KOCTHBIX
BBICTYIIOB, ITIOpa>keHUe BHYTPEHHNUX OPTaHOB, CTOI-
KYI0 Iapelo, 4acThle TsDKeTIble WHGEKIUM 1 3aIePIKKY
passuTys. [Tanuentsl ¢ FOITI uMeIOT TeHAEHIUIO K 60-
7lee KPYIHBIM y3eTKaM, KaK IpaBUJIO, PACIIONOKEeH-
Hble Ha KOXKe royoBbl. [InddepeHuanbHbIil JUarHo3
CT'® Bkmo4YaeT BpOX/EHHBIN reHepan30BaHHbIN
¢ubpomaros, nunorpanynemaros Papbepa, nuio-
UIHBII IPOTEMHO3, MYKOIIO/IMCAXapUA03 ¥ CUHPOM
Bunuecrepa [21].

B 2012 r. Denadai et al. paspa6otanu 4-cTynenya-
TYI0 KIaCCU(PUKALVOHHYIO CUCTEMY B 3aBUCHMOCTHI
OT TSXKECTU TeueHUs 3a60/IeBaHMS U BBKUBAEMOCTH
nanueHToB. [lepBas cTagus sABIAETCA CaMOI JIETKOI
M BK/TIOYAeT M3MEHEH S KOXKI U TUIIEPTPOdUIO TeceH.
Ha BTOpOII cTagum NpUCyTCTBYIOT U3MEHEHUA B CY-
CTaBaX U KOCTSX, Ha TPeThbell CTaguy IOpakaloTcs
BHYTpPEHHIe OpraHbl. YeTBepTas cTafgys — caMas TA-
XKestast, 06BIYHO FUATHOCTUPYETCS B TeUeHNe IePBBIX
TpeX MecsLeB )XU3HM, IpUieM NEePBBIM CHMITOMOM
SIBJISIETCSI CKOBAHHOCTD CYCTAaBOB, Me[llaHa BBDXKMBA-
€MOCTM TaKMX ITAI[MEHTOB COCTaBnsAeT 15 Mecanes [22].
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Ha MoMmeHT mocTaHOBKM AiuarHosa, 8 2013 rogy,
B OT€YECTBEHHOI TUTEPaType OTCYTCTBOBAIM y6/IN-
Kauuu, mocpamenHbie VICI, oqHaKO B HACTOAIIMI MO-
MEHT IOATOTOBKM JAHHOI CTaTb B PYCCKOA3BIYHBIX
UCTOYHUKAX HaM yJanoch OOHapyXUTb BCEIO TPU
CIy4asi AMarHOCTUKY 06CyXaeMOoro 3a60o/meBaHsL.

B nepsoM omy6nrkoBaHHOM Habmogennu (2015 r.)
npeacTrapieH caydai guarsoctuku VICT y manbunm-
Ka 1 roga u 3 Mec., KOTOPBII ObII TOCIUTATIUZUPO-
BaH B 0OJIbPHUIIY KMEBCKOTO MHCTUTYTa «OXMaTAeT»
B CBA3M C Pa3BUTUEM KOHTPAKTYP CYCTaBOB, pe3-
KOl 607Ie3HEHHOCTBIO U OrPaHMYeHUEM [ BYKEHUIT
B HUX, SIBICHUSIMU IePMATUTA, 32 P>KKOI IICUXO-
MOTOPHOTO I pe4eBOro pasButus. [Ins Bepuduka-
LMU [UarHO3a Mal[MeHTy OblIa MpoBe/eHa OMOICH s
IIOpPa>KeHHOI KOXX) B 00/IaCTY CIIMHBI, TaTepanibHON
JIOMBIKKYI 7IEBOII HYDKHEN KOHeYHOCTHU. MoeKynapHO-
reHeTHYeCKOe MCCIe0OBaHMe He IIPOBOAMUIOCH [23].
B crarbe Tpodumosoit C. V. u ap. (2018 1.) 6611 puBe-
meH cny4ait CI'® y neBouku 2 et 5 Mec. [Juarsos 6b11
yCTaHOBJIEH Ha OCHOBAHUY TUINYHOI KJIMHUYECKO

3aKknwuyeHune

VICT sBnsieTcst KpaliHe peIKUM FeHeTUIeCKUM 3a60-
neBaHueM. COITTaCHO MUPOBOJL IUTepaType 6OMbIINH-
cTBO KnuHu4eckux cnydaes VICI saperucrpupoBaHo
y )KuTenen u Borxopaes u3 baxHero Boctoka. Orerny
IeBOYKM, HAaXONMBIIEICA O] HALIMM HabII0geHN-
€M TaK>)Ke SIBJIAeTCA MpaHIieM. B cBA3u ¢ joctaTouHo
HIMPOKOJ MUTpalMelt Hace/leH Ul He ICK/TI0Y€EHO, YTO
CIy4au, KOTOpPbI€ PaHbllle CYUTAIUCH PETMOHATbHBIMM,
MOTYT OTMe4aThcs u B Poccuiickoit ®epepanun.

Ha ceropnamnmii nenb M3BECTHBI TEHETHYECKIE Me-
XaHW3MBI, /IeXKalllie B OCHOBE JAHHOTO 3a060/IeBaHM A,
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K crarbe

VHdaHTUIBHBII cHCcTeMHBII TnannHo3 ¢ nopaxkenreM JKKT nposBuBIINIICS CMHAPOMOM ManbabcopOumm

(cTp. 183-188)

To article

Infantile systemic hyalinosis with lesions of the gastrointestinal tract manifested by malabsorption
syndrome (p. 183-188)

PucyHok 1.

Figure 1.

PucyHok 2.

Figure 2.

PucyHok 3.
Figure 3.

PucyHok 4.
Figure 4.

PucyHok 5.

Figure 5.
PucyHok 6.

Figure 6.

VIII

Y3n0Batoro Buaa CMBaloLiMecs oTio-
KEeHUA MacC rManmHa B nepuaHanbHo
obnactu.

Nodular-shaped confluent deposits
of hyaline masses in the perianal area.

Bocxonsauwas kuiuka. Bo3sblwatowmecs
oyYary OTNIOXKEeHUA rManmHa ¢ Hanuum-
€M MeJTKMX MOOCTHBIX BKAKYEHUIA.
SHpodoTo.

Ascending colon. Elevated foci of
hyaline deposition with the presence
of small cavitary inclusions. Endophoto.

Cene3eHOYHbIN 13rnb 060A0YHON KL~
KM C YYaCTKOM CyXeHUs NpocBeTa.

Splenic flexure of the colon with an area
of narrowing of the lumen.

CnrmoBMaHaA KMLWKaA.

Sigmoid colon.

BronTat cam3mncToin 06010UKy TOHKON
KULLKW.

Biopsy of the small intestine mucosa.

BronTat cam3mcToin 06010UKM TONCTON
KULLKW.

Biopsy of the mucosa of the large
intestine.

AdTO3HbIE 0Yary C HanuMem MenKnx
NONOCTHBIX BKOUEHWIA. IHAOPOTO.
Aphthous foci with the presence of
small cavity inclusions. Endophoto.

BblpaxeHHas fedpopmaLina BOPCUHbI
TOHKOIA KULLKM, OTEK, 04aroBoe romo-
reHHOe 3031HOdUIbHOE OKpaLLMBaHe
(rmannHo3) co6CTBEHHON MIACTUHKMN

C NPaKTUYeCKM NOJIHBIM OTCYTCTBUEM
KNeTouHOro MHQUbTpaTa, pacluimpeHme
npoceeta Kanunnapos. YB. X400. Okpa-
CKa reMaToKCUIMHOM U 303UHOM.
Expressed deformation of the small in-
testine villi, edema, focal homogeneous
eosinophilic staining (hyalinosis) of the
intrinsic lamina with almost complete
absence of cellular infiltrate, dilation of
the capillary lumen. X400. Hematoxylin
and eosin staining.v

BosBbliwatowmecs adpTo3Hble nopaxe-
HUA, YaCTb 13 KOTOPbIX C reMopparnye-
CKIM BEHUMKOM, YaCTb C HANOXEHUAMM
dnbpunHa. Okpyxatowas cnmsmncran
060/10uKa runepemmpoBHa. IHA0GoTO.
Elevated aphthous lesions, some with
hemorrhagic corolla, some with fibrin
deposits. Surrounding mucosa hyper-
emic. Endophoto.

[leckBamauma NOKPOBHOrO 3nNnTenus

C oyaramu rmannHosa B cybanutennans-
HbIX 0TAeNax, yobiib KpUnT, BOCMNanu-
TenbHasA MHGUAbTPaLMA B COOCTBEHHOIA
NNacTUHKe CIN3KUCTON 06010UKM
NpeuMyLLeCTBEHHO NpeACcTaBeHHas
CermMeHTO-AflePHbIMY IeKOLMTaMU.

¥B. x200. OKpacka reMaTOKCUIMHOM

1 3031HOM.

Desquamation of the covering epitheli-
um with foci of hyalinosis in subepitheli-
al sections, loss of crypts, inflammatory
infiltration in the intrinsic lamina of

the mucosa mainly represented by
segmento-nuclear leukocytes. X200.
Hematoxylin and eosin staining.



PucyHok 7.
Figure 7.
PucyHok 8.

Figure 8.

BrionTaTt cnn3ncTon 060104KM TONCTON
KULLKW.

Biopsy of the mucous membrane of the
large intestine.

BrionTaTt cnn3ncToin 06010YKM TOHKOM
KULLKN.

Biopsy of the small intestine mucosa.

[MannHo3 cobCTBEHHOM NNACTUHKY CAIN-
31CTOI 060/104KN (FOMOTEHHOE PO30BOe
OKpalLVBaHVe COHCTBEHHON MNACTUHKN),
yObinb KpUNT, pacluMpeHne NpoceeTa
kanunnApos. YB. X400. Okpacka rema-
TOKCUJIMHOM U 303UHOM.

Hyalinosis of the lamina propria of the
mucosa (homogeneous pink staining

of the intrinsic lamina), loss of crypts,
dilatation of capillary lumen. X400.
Hematoxylin and eosin staining.

IMpu okpacke No MaccoHy yyacTkn
ranrnHo3a OKPaLLMBalOTCA B CYHe-rony-
60i1 LiBeT. ¥B. x250. OKkpacka no MaccoHy
C aHWAVHOBBIM CUHUM.

In Masson staining, areas of hyalinosis
are stained blue. x250. Masson staining
with aniline blue.





