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B craThe mpeacraBiieHO KINHUYECKOe HAOMIOgeHHe pedeHKa 2 JieT ¢ coueTaHueM cuHapoma sKéna
(Jeune) (TopakoacurTUUecKas TUCTPO(PuUA, AUCTPOodHS TOpPaKaJbHO-Ta30BO-(halaHTOBasg, XOHI-
poaucrodua yaymaromas TOPaKaJbHAA C NbIXATeJbHBIMU HAPYUIEHHUAMH) — PEIKOr0 ayTOCOMHO-
peueccuBHOroO 3a00JIeBaHU, XapPaKTEPU3YIOLIEroCs PA3BUTHEM THUIMYHBIX CKEJIeTHBIX TUCILIA3WM,

¢ OHOI M3 HauboJiee YaCTO BCTPEYAIOUIUXCS OIyXoJeii — HedpobGiaacToMoil (omyxoisi0 Buiasmca).
IIpencraBiaeHbl pe3yabTaThl KOMILJIEKCHOTO 00CIeJOBAHUA, B T.4. T€HETUYECKOT0, U YCIEIIHOTO Jieye-
HUS pe0eHKa y OHKOTeMAaToJIoTa.
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NEPHROBILASTOMA AND ASPHYXIATING THORACIC DYSTROPHY
(JEUNE SYNDROME) COMBINATION IN A 2-YEAR-OLD CHILD
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The article presents a clinical observation of a 2-year-old child with a combination of Jeune synd-
rome (asphyxiating thoracic dystrophy, thoracic-phalangeal dystrophy, chondrodystophy choking
thoracic with respiratory disorders) — a rare autosomal recessive disease characterized by the
development of typical skeletal dysplasias, with one of the most common tumors, nephroblastoma
(Wilms tumor). The results of a comprehensive examination, including genetic and successful
treatment of a child with an oncohematologist, are presented.
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Cungpom Kéna (Jeune) (TopakoacpuKTHuecKas OpaThbeB M CecTep C CUJIBHO Y3KOM I'PDYAHOM KJETKOI, a

npuctpodusa, gucTpodusA TOpaKaIbHO-Ta30BO-(asaHro-
BadA, XOHAPOAMCTODUA YAYIIAOIIad TopaKaabHasd) — pel-
KOe ayTOCOMHO-peIleCCUBHOE 3a60IeBaHNe, XapaKTepU3y-
[olneecs PasBUTHUEM TUIINUYHBIX CKEJIEeTHBIX AUCIIIA3UN C
IBIXaTeJbHBIMU HapyllleHuaMu [1], BepBble OmUCaHHOE
dbpaunysckum neguarpom Jeune Mathis B 1955 r. y mapsr
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3aTeM IIPe/iCTaBJIE€HHOE B PAZLe KIMHUYECKUX HabIronxe-
HU# u 6ojsee TIy60KO M3yUeHHOE B TeUeHUe IIOCTIeTHUX
mecarumiaeruii [2—5].

HecmoTpsas Ha Haquyue TUIUYHOTO CHUMIITOMOKOM-
IJIeKca, O HACTOAIEero BPeMeHU WCTHHHAsA dYacToTa
BCTPEYAaeMOCTH CHUHAPOMA TOUYHO HEMW3BECTHA M COCTaB-

Contact Information:

Sushkova Tatyana Vladimirovna — pulmonologist,
pediatrician, Samara Regional Children’s Clinical
Hospital named after N.N. Ivanova

Address: Russia, 443056, Samara, K. Marxa str., 165A
Tel.: (846) 207-30-98,

E-mail: sushkova.t.v.@gmail.com

Received on Sep. 14, 2018,

submitted for publication on Jan. 30, 2019.



asiet, mo gaHHbIM J.D. Phillips u J.A. van Aalst, or
1:100 000 mo 1:130 000 HoBopo:xkAeHHBIX [6]. Muar-
HOCTHKA 0asupyeTcsa Ha BBHISBJIEHUN MATOTHOMOHUYHBIX
KJIMHUYECKUX U PEHTTeHOJIOTUYECKUX ITpoABIeHut. [na
MAIMeHTOB XapaKTepPHbl TUINYHBIE CKEJeTHbIE aHOMAa-
JINU: HUSKUM POCT, y3Kas, YIJMHEHHAS UJIU KOJOKOJIO-
obpasHas IpygHasi KJIEeTKa, YKOPOUeHre KOHEeUHOCTeH u
nanbIeB [7]. PeHTreHoMOTNUeCKMe IPUSHAKY BKJIIOYAIOT
B ce0s1 KOPOTKUeE, MIUPOKKe pedpa, BHICOKO PACIIOJIOMKEH-
Hble KJIIOUWIbl, M3MEHEeHHYI0 (GOopMy Tasa, YKOPOUEeH-
HYIO MOAB3IOIIHYI0 KOCTh C XapaKTEePHBIM TPe3yblieM B
obsiacTy BepTay:KHOI BuaamHbl [8]. Cy:KeHue pasmepoB
rPYAHON KJIETKU y ManueHToB ¢ cuHapomom Kéua mpu-
BOJUT K CHABJIEHUIO BHYTPEHHUX OPraHOB U (DOPMUPO-
BaHUWIO BTOPUYHON JIETOYHOHN I'MIIONJIA3UU, YTO ABJIAETCA
NPUYMHON BBIPAYKEHHBIX PECIUPATOPHBIX HAPYIIEHUH,
KOTODBbIE B COBOKYIIHOCTU CO CKEJIeTHBIMU aHOMAJIVAMU
SIBJISTIOTCSI OCHOBHBIMM KJIMHUYECKUMU IPOSBIEHUAMUI
3aboseBanusa [9]. OgHako B paAne caydaeB IpU JAaHHOM
CUHIPOME MOYKET PasBUBATHCS IATOJIOTUS NPYTUX Opra-
HOB U CHCTEM: IIOPAYKEHUA MTOUYEK, [TeUeHU, IO/KeyI0U-
HOU JKeJjie3bl, Peke — JKeJYIOUHO-KUIIEUHOTO TPAaKTa,
HepBHOI cucTeMbI u ri1as [10].

Bapua6esbHOCTh KJINHUYECKUX IIPOABJIEHUN CHUH-
IpoMa CBs3aHA C ero IeHeTUUYECKOUW TIeTepPOTreHHOCTBHIO.
TlokasaHo, 4TO MPUYNUHOMN 3a60/I€BAHUA MOTYT SIBJISTHCS
myTanuu B renax [FT80, DYNC2H1, WDR19, TTC21B,
DPACIIOJIOKEHHBIX B JIOKYCaX PAa3JUYHBIX XPOMOCOM
(15913, 3925.33, 11922.3, 4pl4, 2q24.3 m HEKOTOpbIE
Ipyrue), IPUBOAAIINE K PASBUTHIO Y IAI[MEHTOB CUCTEM-
HBIX I[[WJIMONATHUM, YTO U JIEKUT B OCHOBE IIOPAKEHUS
PasINYHBIX OpPTaHOB u cucreM [11].

IIporuos mpu cuazpome HKEHa Tak:ke BapuabeJieH.
Tlo maHHBIM JIUTEPATYPHI, JIETAILHOCTE B II€PBBIE 2 rofa
sxkusHU cocTaBaseT 60—80% u o6ycaoBIeHA IPEXK e BCEro
[aTOJIOTHE OPraHOB ABIXAHUS U PA3BUTHEM AbIXATeJb-
HOM HEJJOCTATOYHOCTHU, XOTs Y BEIXKUBIIUX JeTel rpyqHas
KJIETKA CO BPEMEHEM MOJXKEeT PAaCIIUPATHCI, U IIPOUC-
XoquT HaBepcThiBaHMe pocta [5]. Kpome Toro, Gsaro-
naps PasBUTUIO W BHEAPEHWIO B KIMHUUYECKYIO IPAKTH-
KY DPaAuKaJbHBIX METOHOB Tepamuu (TOPaKOIIACTHUKA,
TPAHCILIAHTAIIAS OPTaHOB) IPOTHO3 HOBOPOYKIEHHBIX C
TOpPaKoacPUKTUUECKON nucTpodreil CTaHOBUTCA 6Gojee
06J1arOIPUATHBIM.

HecMoTpsi Ha HAKOIJIEHHBIE K HACTOSIIEMY BPEeMEHH!
CBeJleHNUs, BeJ[eHre MalueHToB ¢ cuaapomom JKéua siis-
eTCsl CePbEe3HOM MPoBJIeMOIl B CBA3U C HAJIUUYNEM MHOKE-
CTBEHHBIX KOMOPOUJHBIX COCTOSAHUM, II0O9TOMY OIIKCA-
HUE KaKJ0r0o KJIMHUYECKOTO CJIydas IPeACTaBisier co60i
WUCKJIIOUUTEJIbHBINA HAYUHBIN U IPAKTUYECKUN UHTEpeC.

IIpexncrasisiem caydail HabGa0AeHUSA pebeHKa ¢ coue-
TaHueM cuHApoMa +HKéHa u He(ppoOIaCTOMBI.

Maunbuuk I1., 2 e, B HacTosAIee BpeMs HaOII04aeTcs
¢ puarHo3oM: [IBycTopoHHaAsa Hedpobmacroma TVNOVO,
HeomacTuyeckuii Bapuant. CocTosiHME IIOCJe IIpeorie-
PAllMOHHON IOJIMXUMHUOTEPAIINY, OIePaluu — TyMOD-
HedpoyperepsrkTomuu, xumuorepanuu. Cungpom sKéua.
SazeprkKa GU3MIECKOro U IICUXOMOTOPHOT'O PA3BUTHA.

B Hacrosiee BpeMs POAUTENN aKTUBHBIX »KaJI00 He
IPebABISIOT.

Anamnesis vitae et morbi: mama — 24 rozma, 3m0poBa;
orer; — 27 Jjer, 3qopoB. O6a poauTesd UMEIOT MPABUJIb-

HOE TeJIOCJIO}KEHEe, CPeJHUEe IT0OKA3aTeJ POCTA U MAaCChI
Tejia, He ABJAIOTCSA POACTBEHHUKaMu. BepemeHHOCTH 1.
IIpu mpoBegenuu Y3U myioma Ha Cpoke GepeMEHHOCTU
20 Hemenb OTMEUYEHO YKOPOUEHHE TPyOuaThIX KOCTeil,
KOTOpOEe IOATBEPAWJIOCh Ha cpoke 36 Hexmenb. Poxbl B
38 Hemenb recranuu, CaMOIPOU3BOJIBHBIE, OIEHKA IIO
mkase Anrap 7-8 6as10B, Macca Teja IPU POYKAEHUU
3050 r, pocT 52 ¢M, OKPY’KHOCTb T'OJIOBBI 35 CM, OKPYIK-
HoCTh Ipyau 28 cm. Ilpu poskaeHmu obpaliaoT Ha ceds
BHUMAaHUE Y3Kasg M KOPOTKAas I'PyAHAs KJIETKa, YKOPO-
YeHUe IMPOKCUMAJIbHBIX OTAEJIOB KOHEUHOCTe!, YKOpoue-
HUE MPOKCUMAJbHBIX (DajlaHr, HEOHATAJNbHAA JKeJITyXa.
Popurenu oTKasasuch OT mepeBojia pebeHKa B OTHeJIeHNe
MaTOJIOTUY HOBOPOXKAEHHBIX, MAJLYNK BBIIUCAH JOMOM.
Hanee mabaogancsa amOysaTopHo. BaHo, 4TO B IepBbIe
MeCSAIbl JKU3HU OCOOEHHOCTU KOCTHOM CHCTEMBI pefeHKa
VHTEPIPETUPOBAJINCH KaK BPOKIEHHAS aHOMAJIUS I'PY/I-
HOM KJieTKU. BrepBble MaJbuMK ObLI OCMOTDEH TeHeTHU-
KOM B 7 MeCSAIEeB: He UCKJIIOUEH CUHAPOM HeauddepeHIN-
POBaHHOU MUKDPOAHOMAJWU XpomocoM. IIpu yabTpasBy-
KOBOM WCCJIEOBAHUU IOYEK BBISIBJIEHO 00beMHOe o6Gpa-
3oBaHue obeux mouek. Ilpenpiayiee obcie 0OBaHMIE IPO-
BOJMJIOCH B BO3PACTE OIHOTO MECHIla, MaTOJOTHYECKUX
M3MeHeHUH He BbIBJIeHO. Pe6eHOK OBbIJI cpa3y rocruTa-
JIM3UPOBaH B cranmuoHap. 10 maHHBIM KOMIIBIOTEDHOMN
romorpaduu, B 06enx MOYKax IMOATBEPIKAEHBI 00'beMHbIE
00pa30BaHUA; 110 JAHHBIM OMOICUY IPABON MOUYKU: Kap-
TrHA HedPOoOJACTOMBI ¢ IpeobJaZaHueM O0JIaCTEMHOTO
kKommoHeHTa. IlocraBimen mmarHos: Hedpobaacroma Vb
CT., HeaHANJIa3MPOBAHHLIA Tun (cupasa). [lanee mocie
6-HeeJBbHOr0 Kypca IMOATOTOBUTEIBHON XUMUOTEPAINT
pebeHKy ObLia IPOM3BeAeHa onepanus — Tymopaedpoype-
TepIKTOMUSA cupasa. B gampueitem n0 1 roga 5 mecsnes
MaJIbYUKy OBLI MPOBEJEH KYPC XUMHUOTEPAIUU IO IIPO-
Torkosry SIOP 2001.

C 6 MmecsIIeB 10 OAHOTO Tola MaJIbYUK IIepeHec 4 91u-
30/1a OCTPBIX GPOHXUTOB, COMIPOBOKTAIOIIIUXCSH TAKEIBIM
cuagpomoMm OpouxoobcTpykimu (CBO), mocme 1,5 mer
MAaJIbYUK HECKOJILKO Pas IepeHec OCTPhIE PeCIUPATOPHEIE
uHpeKknuu ¢ Jerkum teuenuem 6e3 CBO. HeomHokpaTHO
MIPOBOJUJIACH PEHTreHOrpadusa IPYAHON KJIETKY, HA PEHT-
reHOTpPaMMax O0paIarwT Ha ce0d BHUMAaHUE KOJOKOJIO-
obpasHas opMa rpyJHON KJIETKU, KOPOTKUE, IITNPOKUE
pebpa, BBICOKO PACIIOJIOKEHHBIE KJIOUWI[bI, NMEIOI[e
BUJ «BEJIOCUIEIHOro PyJsd» (cM. pucyHOK). Ilo pesyib-
raram KT Jsierkux: HepaBHOMEDHAs ITHEBMATU3AI[US
C 30HAMU MATOBOI'O CTEKJIA M 30HAMU KOHCOJUAAIUU.
OTmeuaercsi 3a/ep/KKa (PUBUYECKOT0 U TICUXOMOTOPHO-
ro pasputus. [luHAMUKA JaHHBIX AHTPOIOMETPUYECKUX
uccaeIoBaHui pedeHKa OT PosKAeHus 10 1 roga mpeacTas-
JleHa B Tabaure.

B BospacTe 2 jyerT (husnuecKoe pasBUTHE MaJbUUKa
mocTurJsio Bodpacra 1 roma: macca tena 10,5 Kr; poct 84
CM, OKPYSKHOCTb I'PYAY 42 ¢M, OKPYKHOCTH T'OJIOBBI 47 CM.
ObparaoT Ha ce0a BHUMaHVE YKOPOUEHHBIE BEPXHUE U
HUKHUE KOHEYHOCTHU, IIPOKCUMAaJIbHbIE (DAJIaHTU AJIBIEB
DPYK, momepeuHas 00posjga Ha JamZoHAX. I'pyaHas Kjer-
Ka yMeHbIIeHA B pasMepax, (popMa IUJIMHIDPUUYECKAs.
B moxoe Taxunnros (471 60 B MuH), mpu HarpyskKe TaXuim-
HOY YCUJIUBAETCA, OPIOIITHOM THUII AbIXaHusA. ['oJ10Ba 00bIU-
HOU (hOPMBI, YIITHBIE PAKOBUHBI, YEPTHI Jinila 63 0cobeH-
HocTeli. Koyka 1 BUAUMBIE CIM3UCThIe 000JIOUKH UKCTEIE,




Tabruua

IZ[I/IHaMI/IRa JaHHBIX aHTPOIIOMETPUYECKUX
nccieqoBaHNil pedeHKa ¢ cuHapomoMm JKéna

Bospacrt Macca | Pocr, Olipym:;);Tb OKpy:KHOCTH
peGeHka, mec | Texa,r | cM pyx TOJIOBBI, CM
KJIETKH, CM
IIpu posxgennu | 3050 52 28 35
3 mecsAna 5000 60 34 40
6 mecsanes 6400 66 36 43
9 mecsLes 7000 69 38 44
12 mecsines 7200 74 39 45

PucyHnok. PeHTreHorpaMmMa OpPraHoB IPYAHON KJIETKH MaJjb-
yuka II. ¢ cunagpomom JKéuna B Bozpacre 1 roma 11 mecsues.

00BIUHON OKpacku. Ilepudepnueckne JuMpaTndecKue
y3JbI 0e3 0co0eHHOCTeN. AYCKYJIBTaATUBHO IbIXaHUE TPO-
BOJAWTCSA BO BCE OTHEJbI, BHIJOX He YIJWHEH, XPUIbl He
BRICJIYIINBAaIOTCSA. TOHBI cepAlla 3BYUYHBIE, PUTMUYHBIE.
ITeuens +1 cm, cenesenka y Kkpasa pebepuoit gyru. JKusot
MATKuit, 6esbosiesHeHHBIN. CTyJI, MOUYeHCIYCKaHUE He
HAPYIIEHELI.

IIo COBOKYIHOCTM KJMHUYECKUX U PEHTTEHOJOTH-
YEeCKUX CHUMIITOMOB ¥ pe0eHKa OBbLI 3alI0J03PeH CHHAPOM
JKéua. IIposemeHo mcciaemoBaHNMEe KPOBM HA KAPWOTHUII:
BBISIBJIEHO YMEHBIIIEHNE TeTePOXPOMATUUECKOr'0 paiioHa
IJINHHOTO ILJIeYa XPOMOCOMBI Y, PACIEHEHO KaK Bapu-
aHT HOpMBI. B Bospacte 1 roma 10 mecsAleB pebGeHKY
OBLIO IIPOBENEHO I'eHEeTHMUYeCKOoe 00CIeJOBaHHE METOAOM
TAPreHTHOTO CEKBeHMPOBAHMUSA. BBIABICHBI N3MEHEHUS
HYKJEOTUIHON mocaenoBarenbHoct: DYNC2H1:NM
001080463:ex0n89:¢.T12716G:p.L4239R B rereposu-
TOTHOM COCTOSHMHM. BTOPOro MyTaHTHOI'O aJIjIe/id 00Hapy-
JKeHO He ObLI0. [IJIsi MOATBePIKIeHN HAUJeHHBIX U3Me-
HeHN# OBbLIO IPOBELEHO AOMOJHHUTEIbHOE 00CIeI0BaHIe

pebeHKa W poOAUTesiell METOJOM IIPAMOTO aBTOMATHUYe-
CKOT0 CeKBEeHUpOBaHUA. BriaBieHa myTanus B 89 sK30He
reia DYNC2H1 B reTepo3uUroTHOM cOCTOAHHUU. Takike
TaHHAA MyTanus o0Hapy’KeHa B TeTePO3UTOTHOM COCTOS-
HUU y MaTepu pebeHKa, ¥ OTIIa MyTalusa He oOHapysKeHa,
YTO He UCKJII0UAET ee HAJUUNS, UCXOA A N3 OTPAHUYEHHBIX
BO3MOXKHOCTel MeToza. TakuM o6pasoM, ObLIO IOIYUEHO
TeHeTUUYeCcKOoe MOATBEPKAeHNe cuHapoMa JKeéra.

B Hacrosiee BpeMa peGeHOK CTabMIeH, HAXOAUTCA
O AWHAMHUUYECKUM HAOJIOLeHUEM: €KeMeCAUYHO IIPO-
BOAUTCA KOHTPOJb OOIIEro aHajm3a KPOBU, MOYU, OMO-
XMMUYECKOTO HCCIENOBAaHUA KpPOBU, Y3U BHYTPEHHUX
oprauos, 9KT'.

Ha nmamm B3rasan, couetanme y pebeHKaA JBYX CEPHE3-
HBIX, T€HETHUYECKU [eTEPMUHUPOBAHHBIX 3a00J€BaHUN
(cungpoma JKéHa 1 HePPOOIACTOMBI) MOKET OBITH HECTY-
yaiiEbIM. OCHOBaHMEM [Jid DAHHOTO IIPEAIOJOKEHUA
ABNAIOTCA cienyiomue (akThl: npu cuHApome Kéna
maToJiorus mouek BuiaBaderca y 30—40% namuenTos[10,
11]; y yacTu 60JBHBIX ¢ HePOOIACTOMOM OTMEUEHBI aHO-
MaJInM Pa3BUTHUA cKesera [13]; reHeTHUecKUe MyTaIuu,
acconuUpPoBaHHEIE ¢ onyxoJbio Bunsmca (WT1, WT2) u
cuagpomom JKeéua (DYNC2H1), 10KaaIu3yOTCI B XPOMO-
come 11[11, 14].

Tem He MeHee, HECMOTPSA HA TaKOe PEKOE U CIOKHOE
coueTaHue, Hallle HAOJIOJEHNE WJIIOCTUPUPYET OJaro-
IPUATHOe TeueHUe cuHApoMa JKEHa, He COMPOBOKIAIO-
meecsa TAMKEJBIMU OCJIOKHEHUAMHU CO CTOPOHBI OPTaHOB
IBIXaHUA B IIepBbIe 2 roja KusHu. Heo6xogmumo o6paTuTh
BHUMaHNe Ha OTCYTCTBUE IOJO3DEHUA Ha BPOKIECHHYIO
TIAaTOJIOTHIO Y JAHHOTO pebeHKa B IPEHATATILHOM IIEPUOJE,
B IIEPBBIE MECAIBI JKU3HU, XOTA XapaKTePHBIE IAaTOTHO-
MOHUYHBIE CUMIITOMBI OIMCAHBI B MIEPBUYHON MEIUIIVH-
CKOI moKyMeHTaruu. MOKHO IPEAIIOJOKUTL, UTO PAL
CIy4YaeB DPeIKUX TeHETUYECKUX CHUHIPOMOB, OCOOEHHO
IIPA OTCYTCTBUM TSAKEJIBIX KJINHUUECKUX MPOABJIEHUMH,
He IMarHOCTUPYETCA BpauaMU IIePBUYHOTO 3BEHA, UTO, C
OZHOM CTOPOHEI, OIIPeesiAeT Hu3Kue IudphI pacupocTpa-
HEHHOCTU HAaHHOM NaTOJIOTHU, II0 JAHHBIM OGUIINATbHON
CTATUCTUKU, & C IPYTOI CTOPOHBI, HE [aeT BO3MOYKHOCTH
o0ecIeunTs IAIMEHTOB BCEM CIEKTPOM JieueGHO-peadu-
JIUTAIMOHHBIX MePOUpUuATHii. B cBA3M ¢ aTUM KpaiiHe
aKTyaJIbHOU ABJAETCA HEOOXOJUMOCTE IIOBBIIIIEHU S MeHe-
THUYECKON I'PAaMOTHOCTU Bpaueil, UYTO U ABJIAETCA IEJIHIO
TaHHOTO OIMCAHUA.

Kongaukxm unmepecoé: asmopuvl coodwunu 06 om-
cymemeuu KORMPIUKMa uHmepecos.
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H.I' Kopomkut, A.C. bomkuna, A.A. TuxomupoB

CAVUAM CMHAPOMA OAMCTEAA YV PEBEHKA 2 AET

PAKB, ®T'BOY BO PHUMY um. H.U. ITuporoBa M3 PO, Mocksa, PO

JlagouHo-nmogouBeHnsie Kepatonepmuu (JIIIK) npexcraBiaaioT co6oil reTeporeHHyI0 Ipymiy 3aboJie-
BaHMII HACJIEACTBEHHOTO UJIN IPHOOPETEeHHOT0 XapaKTepa, OHIM U3 KJII0UYEeBBIX CHMIITOMOB KOTOPBIX
ABaA0TCcA TUddy3HbIe HIN 0YaroBble YTOJIIIEHNsI POTOBOTO CJIOS 3MUAEePMuUca MPEeuMYyIeCTBEHHO B
00J1aCTH JIaJOHEH ¥ IOJOINB, B COUETAHUM C JHMCILIa3Hell COeIUHNTENIbHON TKaHu. B craThe mpuso-
IUTCSA KINHUYECKHUH CIIydail OqHOM U3 pearux (GopM HacjexcTBeHHOH Au(PGYy3HONH MYTUIUPYIOLIEH
JIIK — cuagpoma Ommcrena.

Knrwouesvie cnosa: kepamodepmus 1a00HHO-N000UBCHHAS, 26HO0ePMAMO3, 2UNepMOOULbHOCMb CYCma-
808, demu.

Hum.: H.I'. Kopomkuii, A.C. BomkuHna, A.A. Tuxomupos. Cayuait cundpoma Oamcmeda y pebenka 2
nem. ITeduampus. 2019; 98 (2): 259-262.

N.G. Korotkiy, A.S. Botkina, A.A. Tikhomirov

THE CASE OF OLMSTED SYNDROME IN A 2-YEAR-OLD CHILD

Russian Children's Clinical Hospital, Pirogov Russian National Research Medical University, Moscow, Russia

Palmoplantar keratoderma (PPK) as a heterogeneous group of hereditary or acquired diseases, one
of the key symptoms of which are diffuse or focal thickening of epidermis stratum corneum, mainly
in palms and soles, combined with connective tissue dysplasia. The article presents a clinical case of
one of the rare forms of hereditary diffuse mutilating PPK — the Olmsted syndrome.

Keywords: palmoplantar keratoderma, genodermatosis, joint hypermobility, children.

Quote: N.G. Korotkiy, A.S. Botkina, A.A. Tikhomirov. The case of Olmsted syndrome in a 2-year-old
child. Pediatria. 2019; 98 (2): 259-262.

KepaTuHusanus SBISETCA CJIOKHO DPEryJNPyeMbIM
POIeCCOM, B KOTOPOM IPUHMMAIOT yuyacTue Oosiee 54
resHoB. MyTamnus B JIIOOOM M3 HUX MOXKET IIPUBECTHU K pas-
BUTHIO PA3INYHBIX 3a00I€BaHNI, B YACTHOCTH JIAJLOHHO-
nopoIBeHHbIX KepaToaepmuii (JITIK). JITIK npexncrasiis-
IOT COOOM TeTepPOreHHYI0 IPYIITY HAPYIIeHU KepaTuHN-
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3aIMU C M30JUPOBAHHBIM TI'MIIEPKEPATO30M Ha JIAJOHAX
¥ MOJOIIBAX WJX B COUETAHUY C PA3JINYHBIMU aHOMAJIHA-
MU, B OCHOBHOM 9KTOAepMaJbHBIME [1].

Enunoit kinaccudpuranuu JIIIK B Hacrosiee BpeMs
He cyirecTByeT. 1o IpOMCXO0MKIEHUIO BBIAEIAIOT IIPUOO-
perenubie (mpodeccroHaNbHbIE BPEIHOCTH, SHIOKPUH-
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