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CUMHOPOM XEHA

(CX, TopakoacchukTnyeckasa gucrtpocdus, Jeune
syndrome)

PEIOKOE TCHETUYECKHU
IrEeTePOreHHOE 3a00JICBaHNE,
HaCJIEAyEMOE IO
ayTOCOMHO-PELIECCUBHOMY
TUIIY, XapaKTEPUIYIOLIEECs
PA3BUTHEM
T€HEPAJIM30BAHHOU
OCTEOXOHIPOANCILIAZHUH,
AHOMAJIMSIMU KOCTHOU
CHCTEMBI U IIOPAKEHUEM

BHYTPCHHUX OPraHOB (1910-1983)
Jeune M. 1955

)

Jeune Mathis



1 B MHUpP€ OIIHMCAaHO HEMHOTuM 0Oosee 650 HaOIronCHUM

., PacHpoCTPaHEHHOCTh JAHHOTO 3a00JICBaHUS
coctaysaeT 1-5 Ha S00000 HOBOPOXKIEHHBIX

Keppler-Noreuil M. et al 2009
Beyhan T. et al 2009

Baujat G. et al 2012
http://www.orpha.net







Bce 3TH rennl, a ocodoeHno red IFT80 urparor
BAKHYIO POJIb B PAa3BUTHU NEPBUYHBIX PECHUYEK
B OpraHusme

IlepBuUHbIE PECHUYKH UTPAIOT POJIb PEENTOPOB,
YUYaCTBYOILIUX B Iepeadye CUTHAJIOB B HEHPOHAX,
MHUOIATAX U KJIETKAX COeMHUTEJIbHON TKAaHM,
MOCPEACTBOM CTHOAHUS AKCOHEMbI PeCHUYKH

HN3MeHYnBOCTH B HalPpaBJICHHOM ITOJIOKCHHUHN U
OpHEeHTAIUU AKCOHEM ABJIACTCHA BaKHOM 1151
CKOOp}IHHI/IpOBaHHOﬁ HHTCIrpalmu KJICTOK
INONY/IAIIMA B TKAHAX OpPpraHuimMa

B3anMHoe pacnoJioikeHue KJIeTOK, OpraHu3anmsi
TKaHH, 2 BMeCTe C Hell 1 opraHa 3aBHCHT OT
(PYHKIMOHMPOBAHUS CHCTEMBI MEPBUYHBIX
pecHHYEK

Copyright4999 J. L. Carson



PEHOTUIN
. y

- y3Kas rpyJaHasi KJeTKa
KOJIOKOJI000pa3HOM (hOPMBI

-+ IIHAPOKHUE, TOPU30HTAIBLHO
pacIIOJIOKEHHBIE pedpa

-+ HEpOBHBIC PEOCPHO-XPSIICBBIC
COWICHCHUS

-+ TPUNOAHSITHIC KIFOYHUIIBI

-+ YKOpPOYECHHAas MOAB3/IOIIHAS KOCTh

1 XapakTEpHbIN Tpe3yoel B 00JIaCTH
BEPTIIY>KHOM BIAJUHBI

-+ OTHOCHUTEJIBHO KOPOTKHE U IIUPOKUE
KOCTU KOHEYHOCTEN

o THITOINJIIa3Uusd (banaHr I1AJIBIICB Beyhan T. et al 2009
De Vries J. et al 2009




Saletti D. et al 2012
http://www.orpha.net



Keogh J. 2012



['ucTonoruueckoe ucciieJ0OBaHNe TKAaHH
nouek y peoénka ¢ CK

Beckwitt S. et al 1985




NMOPAXEHUE NEYEHW
\ )

ITomukucTos

[Tponudepanius SNUTEIUS KEITUHBIX TPOTOKOB

[TopranbHbii GuoOpo3

['emaTromeranus

[TopranbHas runepTeH3nus

Luppos

I'IapeHwila ne4eHn ¢ y4actkamu
XoyecTas dbnbposa

Lisa M. et al 2003



NMOPAXEHMUE I'T1IA3

['urnonmasus 3puTeNLHOrO HEPBA

Juctpodus ceTyarku
I[IurmenTanus ceTyaTku a.

Hucrarm

Muonus

[IporpeccuBHOE YXYAIIEHUE 3PEHUS

BockoBast arpodus qucka 3puTEILHOTO HEPBA U CY>)KEHUE
KPOBEHOCHBIX COCYZI0B (a), nurMmeHTanus ceryarku (b)

Castells I. et al 2000



[lomxenynounas xxeuesa
*KHCTO3HBIE U3MEHEHUA

*dubpo3










AHTPOINMOMETPUA

k )

B HOpME B Bo3pacTe 3 MECHIIER
[TOKA3aTEIN OKPYKHOCTH I'OJIOBBI
U TPYITHOU KJIETKU
CPAaBHUBAIOTCA U B TEUECHUE BCEU
KU3HU Ipeo01aatoT
[IOKa3aTeIu OKPYKHOCTH
IPYAHOM KJIETKH. Y ITAIIMEHTOB C
CX B mo00M Bo3pacTe
npeo0iIalacT OKPYKHOCTD
TOJIOBBI HAJl OKPYXKHOCTBIO

rpyau

Kim M. et al 2010



BPKT OPFAHOB rPyaHOWU

| KNETKM

JlucriacTHyeCKue N3MEHCHUS

Kucro3Hbie UBMEHEHUS

®rOpO3HbIC U3MEHECHUS

Nagarajan M. et al 2014



_ *CumMnromarnieckoe
-

N *Kucioponorepanus
CrepHoIutacTHKa C

HCTIOJIb30BAHUEM * AHTHOAKTEpUAIIbHAS

Tepanus

TUTAHOBELIX IJIACTUH U

OTBeJIcHHEM pEdep Mo
JICICTBUEM CHJIBI

_YIPYTOCTH UMILTAHTAHTa

*Tepanus 1ErO4YHOU
/ TUIICPTECH3UHU

o )KedyerodHeie

e [Iluianus

Sabrina E. et al 2013
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PE3YJIbTATDI

\ )
PeHmeaeHoepaghbus op2aHo8 2pyoHouU

gy -
y3Kas TpyiHas KJICTKa e
TOPU30HTAIBHO Wt
pacroyIoKEHHbIE PEOpa - B i
&

BBICOKO PACIIOJIOKECHHBIC
KJIFOUMIIbI, KMCIOIINE BU/T
«BEJIOCHUIIECTHOTO PYIIS»



PE3YJIbTATDI

\ )
BbicoKopa3pewarow,asd KoMrnbromepHas
momozpagusi op2aHo8 2pyOHOU KriemKu

YMCHBIIICHHE
00BbEMa JIETKHUX

JIBYCTOPOHHUE
(buOpO3HBIE
M3MEHECHUS




e bHOXUMHUYECKUU
aHaJIM3 KPOBHU

XolecTas y3 °*Y3U BHyTpeHHHX

[IaLICHTOB OpIraHOB p .
] emaromeranus y 2 Jlerounas
[IAlIUEHTOB TUIICPTECH3US
*CrutenoMeranus y 1 _Y 2 IaUeHTOB

nmanueHTa



BbiBO[1bl

Cunapowm 7KeHa npeacTaBiseT co00M MyJIbTHOPTaHHOE
3a00J1€BaHUE C BapHaOEIbHBIM (DEHOTUIIOM; KPUTEPHUM JUArHO3A:
aedopMalys rpyaHON KIETKHU, PECIUPATOPHBIC HAPYIIICHUS B
pe3yJibTaTe TMIOILIa3uU JIETKUX, IIOPAKEHHUE BHYTPEHHUX OPraHOB

Jlna nuarHoctuku CJK odeHb BaKHA CBOEBPEMEHHAS OIICHKA
AHTPOTIOMETPUYECKHUX JTAHHBIX

Ocnoxuaenus CXK Brimrouaror B ceo0st JIH, TpeOyromnyro
OKCUT€HOTEPAIIMU B HEOHATAJILHOM U MMOCTHEOHATAJILHOM IEPUOJIAX,
B TOM 4HcCJie ¢ pa3ButieM bJ1J1, BKirodas JoMalIHO0
OKCUT'€HOTEPAITUIO, U JIETOYHYIO TUIIEPTEH3UIO



Cniacubo 3a sHumaHue!




