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IIpeacrasieno KiMHAYECKOe HabmoeHne peGeHKa ¢ CHHAPO-
MoM JKeHa, quarHo3 y KOTOPOro ObLI yCTAaHOBJIEH Cpa3dy HoOcCIe
poxnennsi. Kpome toro, y peGeHka [uarHocTHpOBaHbI MHOKECT-
BEHHbIE BPOJK/ICHHbIE IIOPOKY pa3BuTHs: anoMasms lenan—Yoke-
pa, reKcaJakTHIMsl JIEBOIl KMCTH, PacuieMHa MsrKoro HeGa, KoJo-
GOMBI COCYAUCTBIX 000T04EK 060UX I71a3, JedEKT MeKIpencep-
HOU Neperopoiky, TakKe HMEJIH MeCTO WHTePCTHIHATIbHBIH

HedpUT U renaTur.

Cunzgpom Kena (achukruuec-
Kast AUCTPOUST TPYAHON KJIETKH,
obmiast KocTHast AUCTPO(US, MO-
JUXOHAPOAUCTPOPUST) OTHOCHUTCS
K PEIIKO BCTPEUAIONUMCS TeHETH-
yeckuM marosorusam [1]. Briepsoie
6bl1 omucaH (GppaHIly3CKUM Bpa-
yom-tienatpoM M. JKenom B 1955 1.
[1, 2]. Bcero mo cocTtosiHmio Ha
2001 r. B IMTEpaType MMeeTCs O~
canve He Gosee 84 ciydaeB pas3Bu-
tug cungpoma sKena [3]. Hactora
BCTPEYAEMOCTHU JIAHHOH T1aTOJIO-
run — 1 caywait ma 100 000 —
130 000 HOBOPOKIEHHBIX JIETEN.

Cunzgpom jKena Haciemyercs
10 Ay TOCOMHO-PEIECCUBHOMY THITY
npubiusuTeabio y 1/4 or wucia
notomcTBa. OMHU CHEIUATNCTBI
CUMUTAIOT, YTO IIPUYMHON €ro BO3-
HUKHOBEHUS SABJISIETCS T'eH, KOTO-
pBIil 00YCJIOBIUBAET AMCILIAZUIO
CKeJleTa, OCOOEHHO CKesleTa TPyi-
HOIt kyteTku [4]. pyrue cienrasnu-
CTBI [10JIATaTOT, YTO CYIIECTBYET /[Ba

and hepatitis.

TUIIA TE€HOB, IOJ] BJIUSHUEM KOTO-
PBIX TIPOSIBJISIIOTCS Pa3JIMYHBIE TI0
TSOKECTH  KJIMHWYECKHe (OPMBL:
JIETKWE — ¢ aHOMaJINsIMU, COBMecC-
TUMBIMHU C JKU3HBIO, M OUEHD TsKe-
apie (cuampom sKena) — ¢ aHoma-
JINSIMU, KaK TIPABUJIO, HE COBMECTHU-
MBIMH € JKU3HBIO [5, 6]. OmHako
TOCTOBEPHBIX JI0KA3aTEIbCTB 060-
UX TIPETIONOKEHNT, KaK U TTOJTHOTO
0OBSICHEHUST ITHOTIATOTEHe3a JIaH-
HOTO CUH/IPOMA, HE CYIIECTBYET.

KnuHunueckuin cnyyan

B marry KJIMHUKY TOCTYIIAIT pe-
OGEHOK JKEHCKOTO TM0Jia OT YeTBep-
TOI OEPEMEHHOCTH, YETBEPTHIX
HpeKIeBPEMEHHBIX  POJOB, BEC
moxa 1680 r. Math 1bIrancKoi Ha-
[MOHAJIBHOCTHU Ha y4YeTe B KEHCKOI
KOHCYJIBTAIlUU HE COCTOsLIA.

ITpu POKIEHUM COCTOSTHUE pe-
GeHKa ObLIO KpaiiHe TSAKeJIbIM, YTO
00ycioBeno Hea(hdEKTUBHOCTHIO
CaMOCTOSITEJILHOTO Abixanust. Kin-

ns koHTakToB: Koconanosa Hatanbs BukToposHa; e-mail: wwas@mail.ru

The paper reports a clinical case of Jeune syndrome in a baby,
in whom the diagnosis was established immediately after his birth.
He was also diagnosed as having multiple congenital mal-
formations, such as Dandy—Walker anomaly, hexadactyly of
the left hand, cleft palate, choroidal colobomas in both eyes,
and atrial septal defect and he also had interstitial nephritis

HUYECKU OBLIM BHIPAKEHbI IPU3HA-
KM JIBIXaTeJbHON HeI0CTaTOYHOC-
TH: CTOHYyIlee JbIXaHHe C 3aTpyi-
HEHHBIM BJJOXOM M BEIZIOXOM, TaXU-
mHO? 110 60 B 1 MUH, BbIpaKeHHBIN
AKPOLMAHO3, Pa3lyBaHie KPbLIbEB
HOCA, PETPAKIUS TPYAMHBI, MIPU
AyCKYJIBTAllUK JbIXaHue ocjiab/ieH-
HOE, ¢ KPEIUTUPYIOIIUME PACCesTH-
HBIMH  XPUTIaMH ¢ 00E€UX CTOPOH.
O6paiaia Ha cebsi BHUMaHUE Y3-
KonuauHapudeckas ¢GopMa Ipya-
HOH KJIETKH, ¢ TOPU30OHTAIBHO pac-
[OJIOKEHHBIMU, MaJIONOABUKHbI-
My pebpamu. Y pebenka ObLin

Kuouesvie crosa:

cundpom JKena, acpuxmuuecxas
ducmpousi epyonoil kiemxu,
Ovlxamenvias HedoCmamouHocmy
Index terms:

Jeune syndrome,

asphyxiating thoracic dystrophy,
respiratory failure
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Puc. 1. O630pHast peHTreHorpaMMa OPraHoOB IPYAHOIT KJIEeTKU

(Bospact pebenka 10 aHeit).

JINarHOCTUPOBAHBl MHOKECTBEH-
Hble BPOK/IEHHBIE MTOPOKU Pa3BU-
THSI, & UMEHHO aHomayust JleH-
i— YoKepa, TeKCAaKTUINS JIEBOH
KHUCTH, pacIieJnHa MSTKOTO Heba,
KOJIOOOMBI COCYJIMCTBIX 000JI0YEK
000uX r1a3, 1edeKT MEKIIPEACeP-
HOUW TEPEropo/iIku, TaKKe HMeJn
MECTO MHTEPCTUIMAJIbHBIN HeDPUT
U TETaTHT.

Ha 0630pHOIl peHTreHorpamMme
OPraHoB I'PYAHOM TOJOCTU B TPS-
MOI TIPOEKIINH, BBHITTOJHEHHOU pe-
Genky B Bospacte 10 cyT, rpyaHas
KJIETKA y3Kasi, UMeeT IUJIUHIPU-
yeckyto ¢Gopmy, pebpa KOPOTKHE,
NIMPOKKE, TOPU3OHTATBLHO PaCIo-
JIO3KEHDI, KJTFOUUIIbI UPOKUE, TMe-
0T BUIl <«BEJOCHUIIETHOTO PYJIsi»
(puc. 1). OO6beM JIErOYHBIX MOJIEN
YMEHbIIEH, JIETOYHBIH PUCYHOK
yeTko He auddepenimpyercs. Ky-
nosra uadparMbl YIJIONEHBI, Pac-
rmoJiaraloTcsd TOPU30OHTaJbHO. Ha
pPeHTreHorpaMMe IJIMHHBIX TPyO-
YaTBIX KOCTEH BEPXHUX U HUKHUX
KOHEYHOCTEIl IjieyeBbie 1 OenpeH-
Hble KOCTHW, KOCTH TPEATIIeUnit
U TOJIeHel YKOPOYEHbI U paciimpe-
HBI TI0 TUIY PU30OMeJnd, MeTadu-
3apHble OTAEJIbI BeepooGPasHo Je-

HOCTH.

(opmuposansr (puc. 2). Ha pent-
reHOTpaMMe KOCTeW Tasa KPbLIbs
MOJIB3/IOIIHBIX KOCTEI pa3BePHYTHI
KHapyu (puc. 3).

Cpasy mocsie posxjaeHust pebe-
HOK ObLI MHTYOMPOBAH /sl IIPOBe-
JIEHUST WCKYCCTBEHHOW BEHTUJISI-
MU JIETKUX, HA KOTOPOW HaXO/IMJI-
csl B TeYeHUe BCEro Iepuoja
npeObIBaHWS Ha CTAllMOHAPHOM
JIEYEHWH JIO JIETAJTHHOTO MCXO/A.

Puc. 2. PentreHorpamMma mpaBoil BepxHell KOHeY-

HeoxHokpaTHble HONBITKKA IIepe-
BoJa pebeHKa Ha CaMOCTOSTEIbHOE
IbixaHue ObLan  Ge3ycCIelnHbIMU
13-3a TSKEJION AbIXaTeIbHOM HeJ[0-
CTATOYHOCTH.

Ha 0630pHoii peHTreHorpamMme
OpraHOB T'PYAHON IOJOCTH B IIPs-
MO TTPOEKIINH, BBITIOJHEHHON Ye-
pes 6 Hell IpeObIBaHKSI B CTAIMOHA-
pe, HecMOTpsT Ha (haKTUIecKoe yBe-
JimdeHue Macchl pebenka Ha 697 T,

Puc. 3. Penrrenorpamma KocTell taza u Ge[peHHBIX KOCTEN.
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Puc. 4. O630pHast peHTreHorpaMMa OPraHOB IPY/IHON KJIeTKHU uyepe3 6 Hell peObi-

BaHUs B CTallMOHapeE.

(bopma u pasMepsbl TPYAHON KJIETKU
OCTAJIUCh TaKUMHU JKe, KakK WU
B 10-mreBHOM BO3pacte. IlosBu-
JIOCh TIpoJabUPOBaHUE JIETOUHON
TKaHU B MeXpeOepHbIe TPOMEKYT-
k¥ 1 muacdparmy (puc. 4).

O6cyxaeHue

MHorue ckesieTHbIE TUCTLIA3UN
COTIPOBOJKIAIOTCS  PA3JTUIHBIMU
AHOMAJIMSIMU Pebep, YTO TIPUBOIUT
K YMEHBIINEHUIO Pa3MepPOB TPYAHON
KJIETKH, U3MEHEHNI0 ee (DOPMBI H,
CJIeJIOBATEIbHO, K JIbIXATEJIbHBIM
HapyHIEHUSIM Pa3JTUYHON CTerneHn
BBIPAKEHHOCTHU. VI3MeHeHus Tpy-
HOU KJIETKM BCTPEyYaloTcs MpHU Ta-
HATO(GOPMHON JUCTIIA3WH, aXOHI-
poreHese, HECOBEPIIEHHOM OCTEO-
reHese, KaMIIOMEJTNYECKOM JUCTLIa-
3un, runodocdaTasun, CUHIPOME

dimca—BaH-KpeBesbia, croHau-
JIOTOPAKJIbHOW JUcIiasun (CUH/I-
pome Apxo—JleBuHa) 1 HEKOTOPBIX
apyrux saboseBanusx. OpHaKO
Jimtb 1pu cuigpome JKena B Kiu-
HUYECKOW KapTWHE TPEBATUPYIOT
MIPU3HAKHU TSIKEJTON TIPOTPECCUpY-
Iolell bIXaTeJbHOW HeI0CTaTOu-
HOCTHU, TIPAKTUYECKUA BO BCEX CIy-
qasgx TMPUBOJSAIIEH K JIETATHhHOMY
UCXOJTY.

[Ipu comocraBieHnn KIMHUYE-
CKOTO U IAaTOJIOTOAHATOMUYECKOTO
JINATHO30B PACXOK/IEHUIN He BbISB-
JIEHO.

3akniovyeHue

Cunznpom sKena, sBusisich aHo-
MaJeil reHeTHYeCKOro IPOUCXOK-
JIEHWSI, OCTAeTCsI BHE COBPEMEHHDBIX
BO3MOKHOCTEN JIEYCHUSI.
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