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Cunapom ZKéna: onucaHue cepuy Ha0I101eHui

Cundpom 2Kéna (cunonum: mopakoacghukmuueckas oucmpopus) — pedkoe eeHemuuecku eemepoeeHHoe 3a004eeanue, Hacieoyemoe no aymo-
COMHO-peyeccu8HoMy muny, XapaKmepusyujeecs pa3gumuem 2eHepaiu308aHHoil 0CmMeoxXoHOpOOUCHAA3UlU, AHOMAAUAMU KOCMHOU CUCMEeMbl,
nopasjiceHuem 6HYmpeHHUX opeanos u eaa3. B ocnoge cunopoma nexcam mymavuu 6 eenax [IFT80, DYNC2H1, WDR19, TTC21B, pacnoaosicenbix
6 n0Kycax xpomocom 3q25.33, 11q22.3, 4pl4, 2q24.3, coomeemcmeerHo, a makice mymayuu 6 n1okyce xpomocomot 15q13. Jlannvie eenvt uepa-
10Mm 8AXNCHYIO PONb 8 PYHKUUOHUPOBAHUU YUAUL @ OP2AHU3ME MACKONUMAWUX. DMU 0peaHeANbl RPUHUMAIOM yyacmue 8 pa3eumuu KOCMHOU U
2enamoouAuapHoll cucmem, HeghpoHos, cemuamiu enasa u opyeux cmpykmyp opeanuzma. Caedosamenvro, cundpom XKéna omuocumces k epynne
yuauonamui. B cmamve npedcmaesnenst cospementbie AumepamypHoie 0aHHble 0 2eHemuKe, namozeHese, KAUHUYECKOoil, peHmeeH0A02UUeCKol U
KT-xapmune, a maxace o duaenocmuke u mepanuu 0aHno20 pedkoeo 3aboseeanus. Bnepesovie 6 Poccuu onucana cepusi Habarodenuil 7 nayuenmos
¢ dannvim cunopomom. Couemanue makKux CUMnMOMO8 y HAOAI00ABUIUXCS NAUUEHMO08, KAK OMCMABAHUE POCMA OKPYICHOCMU epYOHOI KAemKU,
YKOpoueHue KoHeuHocmeil, 0bIXamenbHas HedoCmamo4HOCmb, 8 MOM YUcAe C KUCA0P0O03ABUCUMOCMBIO, peuudusupyouwue UHGeKyuu ovixamens-
HbIX nymeil, 3a0epiucKa MOmMopHO20 pa38umusi, R03604UA0 OUaeHOCmMUpogams cundpom XKéna 6o ecex cayuasx.

Karoueeote caoea: cunopom 2Kéna, mopakoachukmuueckas oucmpoqpusi, 2eHemura, ObixamenbHas HeO0CMamo4HOCMb, KUCA0POO03ABUCUMOCHb, 0emU,
duaeHocmuka, KAuHU4ecKue Haoa0eHus.

(Mas yumuposanus: Oscsunukos [1.10., Ctrenanosa E.B., bensmiosa M.A., [lertspésa E.A. Cunapom XKE€Ha: onmucaHue cepuu HabJIIOIECHUIA.
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AKTyaJIbHOCTh

Cunnpom XKéna (CXK; CMHOHMMBI: TOpaKoac(UKTHYE-
ckast muctpodust, TAJl; achukTrueckass IUCIIIA3Us TPYTHOMN
kinetku, kom OMIM 208500) — penkoe TeHETMYECKU TeTe-
poreHHOe 3a0oJieBaHNe, HACIEAyeMOe 110 ayTOCOMHO-PeIec-
CUBHOMY THITy, XapaKTepu3ylolleecss pa3BUTHEM TeHepaIr-
30BaHHOI OCTEOXOHIPOAMCIUIA3UHU, AHOMATUSIMU KOCTHOM
CHUCTEMBI, TIOpakeHNeM BHYTPEHHUX OPTaHOB U Tjia3. Omo-
HUMHOE Ha3BaHUe 3a00JIeBaHUS TPOUCXOAWT OT (haMUINKU
dpaniysckoro nenuatpa M. Jeune, KOTOPBIii ¢ cOaBTOpaMU B
1955 . Buepsoie ormmcan TAJL [1].

ITo manupM J.D. Phillips 1 coaBT., pacpocTpaHeHHOCTh
IaHHOTO 3aboyeBaHusA BapbupyeT oT 1:100 000 mo 1:130 000
HOBOPOXIEHHBIX [2].

Dtuonorust cuHapoma KeHa rereporeHHa. [imrenpHoe
BpeMsI CUMTAJIOCh, YTO TPUYMHON MaHHOTO 3abosieBaHUS
SIBJISIETCSI MYTAIlWsI, PACIIOIOKEHHAsI B JIOKYCE XPOMOCOMBI
15913 [3]. B Hacrostee BpeMst CXK paciieHMBaeTCsl Kak Te-

HEeTUYEeCKU TeTepOTeHHOE pPacCcTpPOUCTBO. Tak, MO MaHHBIM
P.L. Beales u coaBT., reHeTUUECKME MYTalluU, MMPUBOISIIUE
K Bo3HUKHOBeHMIO CXK, MOTYT MMETh JIOKAIM3AIUIO B TeHE
IFT80 B nokyce xpomocoMbl 3q25.33 [4]. B coBpemeHHOIT
JIUTepaType TakKe TPEeNCTaBIeHbl TaHHbIE 00 accolualun
cuanpoma 2KéHa ¢ myraumsiMu B reHax DYNC2H1 (11q22.3),
WDRI19 (4pl4), TTC21B (2q24.3) [5—7]. Bce ykazanHbIe
yuactku JIHK, kak u /FT80, urpatot BaxKHYIO poJib B (PYHKIIN-
OHUPOBAHWY WM B OpraHU3Me MJICKOIUTAomuX [4, 5, 7].

[pencrasnsem BriepBbIe onucaHHy0 B Poccuu cepuio Ha-
OmoneHit 7 MaIMeHTOB C JAHHBIM CUTHIPOMOM.

Onucanue cepuu ciyvaes

B nepuon ¢ 2010 mo 2015 r. mox HammMM HaGIIOICHUEM
HaxXOIWJIOCh 7 MAIIMEHTOB C JaHHBIM PEAKUM 3a00JIcBaHHEM
(2 MasTbuMKa M 5 1eBoYeK), ponuBIIMXCS Ha 24—40-if Hex re-
craumu (32+5,1) ¢ Maccoit Tena nmpu poxaeHnn 485—3480 T
(1796+1225,9, nstepo W3 HUX OBUIM HEIOHOIICHHBIMU
(tabx. 1). Bo3pacT BapsupoBan oT 4 Mec 10 4 JieT, IBOE IMa-
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Jeune Syndrome: Case Series Report

Jeune syndrome (synonym: asphyxiating thoracic dystrophy) is a rare genetically heterogeneous autosomal recessive disease, characterized by the
development of generalized osteochondrodysplasia, anomalies of skeletal system with multi-organ involvement. This syndrome is based on muta-
tions of the IFT80, DYNC2H1, WDR19, TTC21B genes localized in the locus of chromosomes 3q25.33, 11g22.3, 4p14, 2q24.3 respectively and
mutation in the locus of chromosome 15q13 too. These genes play an important role in functioning of cilia in the mammalian body. These organelles
participate in the development of the skeletal and hepatobiliary system, nephrons, retina, and other structures of the body. Thurs Jeune syndrome
belongs to the ciliopathies. The article presents modern literature findings on genetics, pathogenesis, its clinical, X-ray presentations and CT pat-
terns, diagnosis and treatment of this rare disease. The article also presents the first Russian case series including 7 patients with this disease.
Combinations of such symptoms as narrow bell-shaped thorax, variable limb shortness, respiratory failure, including oxygen dependence, recurrent
respiratory infections, and motor development delay in observed patients helped to diagnose Jeune syndrome in all cases.
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Taomua 1. CoGcTBeHHBIe HAOJIIOICHUS MALIMEHTOB ¢ CuHApoMoM 2KEHa
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C
3 3200 X 40 2 + 3 - + - T'enaromeranust epTe
B 1 rom9 mec
4 1040 M 32 8 - 1 + + + Xonecras Kus
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TTopok pa3BuTHsI KOCTeit
7 3000 M 34 33 - 2—-3 - + - Ta3a. Jucriaszust o0oonux Kus
Ta300€IPEHHBIX CYyCTABOB

Ilpumeuanue. TB — recraumoHHblil Bo3pact, UBJI — ucKyccTBeHHast BeHTWIsIumMs Jerkux, JJH — npixaresnbHas HemoctatoyHocTh, BJIJ —
OpoHxosieroyHas aucriasusi, PP — peunnusupytonme pecriupatopHbie nHbekunu, JII — gerouyHasi rurepTeHs3us.

LIMEHTOB yMepiu B Bo3pacte 11 mec u B 1 ron 9 mec. Obcre-
IOBaHWE BCEX MAIMEHTOB BKIIOYAJIO KIMHUYECKUII OCMOTP,
AHTPOIIOMETPUIECKIE M3MEPEeHUsI, CTaHIAPTHBIE TeMaToJo-
TMYecKrie, OMOXMMUYECKIe NCCIeIOBaHMS, PeHTTeHOTpaduio
OpPTaHOB TPYOHON KIJIETKW, JOMIIIEPOBCKYIO IXOKApPAUOTpa-
uto, y1pTpa3ByKoBOE MCCIEOBAHNE OPTAHOB OPIOIITHON TTO-
JIOCTU Y TIOUEK; IBYM TallMeHTaM OblTa MpoBeleHa BHICOKO-
pasperatoias KommblotepHas Tomorpacdust (BPKT) opranos
TPYIHOU KJIETKW. B HeoHaTtanmbHOM Tiepuome y BCeX meTeit
HaOJTIONANICh NbIXaTeTbHbIe HAPYIIEHUS, TPeOOBaBIIINE TTPO-
BEIEHUS peCTTMPaTOpHON Teparuu. B kauecTBe MHUTIMATHHOM
peCcCMpaTopHON TMOAIEPKKA BCEM HOBOPOXKIEHHBIM TTPOBO-
nuiach UCKyccTBeHHas BeHTwstus Jerkux (MBJT) ¢ mepe-
XOIOM Ha TIOCTOSTHHOE TIOJIOKUTEJbHOE NaBJIeHNe B IIbIXa-
TEJIBHBIX MYTsIX Yepe3 HocoBble KateTepnl (Nasal Continuous
Positive Airway Pressure, nCPAP) B reuenne 2—33 (16,319,2)
CyT, y 4 manumeHToB chOpMUpPOBAIACh TsKenas OpOHXOJe-
rouHas qucrnasust (BJIM1). YerBepo nmeteit, u3 vux 3 ¢ BJI/I,
TOCJIe BBITIMCKU CO 2-TO 3Tara BhIXaXWBaHUS HYXIAINUCh B
TIOMAIITHe KUCIopoaoTepanuu. Y BCeX MallMeHTOB OTMeda-
JIVCH YacThIe PEIUINBUPYIONINE PECTUPATOPHBIE NHMEKIINH,
TTOCITY>KUBIITNE TIPUYMHON PETOCTIMTATU3ALNI C Pa3BUTHEM
TSDKENION mbIxaTenbHoil Hemoctatounoctu (JIH), TpebGoBas-
el MOTIOJTHUTENIbHON OKCUTEHAINH; 5 NeTSIM TTPOBOAMIACH
noBTopHast UBJI.

KiuHuuecku y Bcex MalMEHTOB ObLIM OOHAPYXXEHBI OT-
CTaBaHWE POCTA OKPYKHOCTU TPYTHOU KJIETKM, HepaBHOMED-
HOE yKOpOueHUe KoHewHocTelt (puc. 1), y 2 mereit meueHb u
cese3eHKa MaTbIIMPOBATNCH Ha 3—4 cM HUXe Kpast peObepHoit
nmyru. [1o TaHHBIM aHTPOTIOMETPUM, POCT BCEX MALIMEHTOB ObLT
ke 50-ro neHTws. OKpY>KHOCTD TOJIOBEI TIPU POKICHUH Y
HabJTI0IaeMbIX TAIMEHTOB cocTaBisiia 33; 22; 32; 28; 22,5; 24;
34 cM, OKpYXXHOCTh IpyaHOI Kiretku — 31; 19; 30; 22; 17; 18;
29 cM, COOTBETCTBEHHO. Y 5 TTAIIMEHTOB OKPYKHOCTH TOJIOBbI
B Bo3pacte 9 Mec cocrasisiia 46; 36; 45; 40; 35 cm, rpymaHoit
Kkaetku — 41; 33; 42; 37; 33 cM, cOOTBETCTBEHHO. [IBoe aeTeit
13 Halllel cepur HaOMONeHUI He MocTUri Bo3pacrta 10 mec,
OKPYKHOCTb TOJIOBBI B BO3pacTe 6 1 4 Mec y HUX COCTaBJislia
33 u 40 cMm, TpymaHO# KeTku — 29 u 33 cM, COOTBETCTBEHHO.
N3BecTHO, UTO B HOpME B BO3pacTe 3 Mec 3TU TOKa3aTeian
CPaBHUBAIOTCSI, U B TEUEHHE BCEUl XKM3HU MPeodIanaoT Mmo-
KazaTenu OKPYXHOCTH TPYIHOU KIIETKU. Y HaOIIOIaBIINXCS

maeHToB ¢ CXK B 1060M BO3pacTe OKpPYKHOCTb TOJIOBBI
npeobyagana Haa OKPYXKHOCTBIO TPYMHOW KIETKU. Y BCEX
eTeil OTMEUaauch TUMOTpodus 2—3-i1 CTeNeH! 1 3aJepKKa
TEMITOB TICUXOMOTOPHOTO Pa3BUTHSI.

Ha penTtreHorpamMmax opraHoB TPYyOHOUN KIETKU y BCeX
MMalMeHTOB OBbLTN BBISIBJICHBI TUTTMYHBIE TIpr3Haku C2K: y3Kkast
rpy/IHast KJIETKa, TOPU30HTAIILHO PACTIONOXEHHBIE YKOPOUYEH-
HbIe pedpa, BBICOKOE PACTIONIOXEHNE KITIOUNI], MMETOIINX BU
«BEJIOCUTIETHOTO PYJisi»; y OJHOTO TAllMeHTa ObLla OOHapy-
KeHa nedopmaius KOCTel Ta3a M QUCTUIa3us 000X Ta3obe-
TPEeHHBIX CyCTaBOB.

VY 3 nereit B HEOHATATLHOM TIEPUOJIE OTMEUAITNCH SIBJICHUS
XoJiecTasa, 3apeTMCTPUPOBAHHBIE IO MAHHBIM OUOXUMUYE-
CKUX aHATN30B KpoBU. [10 MaHHBIM yIBTPa3ByKOBOTO HCCIIE-
IOBaHUS TerlaToMeranusi Obuta oOHapyXeHa y 2 TMalleHTOB,
crieHoMeranust — y 1, Heppokanpimuos — y 1. [To naHHbIM
axoKapanorpacdun y 3 neteii ObUta 3aperucTprupoBaHa BBICO-
kast nerouHas rurneptensus (JI) , mo moBomy KoTopoii Bce
MalMeHTHl TOyJaln CWIieHa(hWI, TOJOXUTETFHO 3apeKo-
MeHmoBaBIMit ceds y mereit ¢ JII', ocnoxasromreit BJIJT [8].
[lpu poxnmeHnun mUarHo3 OBUT TTOCTABJIEH TOJTBKO 2 IETSIM,

Puc. 1. BHewHuii Bua nanueHTta ¢ cuHapomMoM KéHa (coOCTBEHHOE
HabmoneHue, nauueHT Ne 1)
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OCTaJIbHBIM — BIIEPBbIE TOJIHKO TIPY IMOCTYTUICHUH TIOT HaIlle
HabonaeHue.

B cepun HaOmopeHuit oOpalaer Ha ceOsl BHUMaHUE
0O0JIBIIIOE YMCIIO HENOHOIIEHHBbIX AeTeit, cTpanaromumx bJI/
(4 13 7), kotopas y 3 6bl1a ocioxkHeHa BeicoKoii JIT'. B To ke
BpeMsI TOJIbKO y | pebeHKa ObIIo mopakeHue modek (Hedpo-
KaJIBIIMHO3), YTO MOXKHO CBSI3aTh C BO3PACTOM HaOIIOMaeMbIX
JIEeTeN.

Pazputne C2XK ObUIO OMMCAaHO Y HEITOHOIICHHBIX JETECH.
Tak, B. Drera u coaBT. npeAcTaBWIM HaOJIIOeHUE peOeHKa
¢ CXK, poxneHHOro Ha 28-if Hem recTallid ¢ Maccou Teila
npu poxaenun 1320 r, poctoMm 36 cM, OKPY>KHOCTBIO TOJIOBBI
28 cM, OKPYKHOCTBIO IpyaHOI KJIeTKH 22 cM. PebGeHOK ymep B
Bo3pacTte 7 ¢yT Xu3HU ot Tsekenoi JIH [9].

IpencraBnsieM HabmMOOEeHWE TOHOIIEHHOTO pebeHKa C
CX, xoropomy Obuta BeImoiaHeHa BPKT rpymHoit kieTku
(marmment Ne 3).

Knnnuyeckuii npumep

HoBopoxnennas nesouka C. mocie poxaeHus: ObLia
repeBeneHa B OTAe/IeHe pPeaHUMAllMd W WHTEHCUBHOU Te-
parmuu (OPUT) B 1-e¢ cyT XU3HMU C HAIpaBJISIOMINM IUa-
THO30M «BHYyTpuyTpoOHasi MTHEBMOHWSI, MHOXECTBEHHbIE
TIOPOKW pa3BUTHs». M3 aHaMHe3a M3BECTHO, YTO pPeOEHOK
OT COMAaTUYECKU 3M0POBOI XKEHIUHBI 32 JeT, 2-ii 6epeMeH-
Hoctu (1-1 — caMOIpOM3BOJIbHBIC pOABl Ha 38-i1 Hem Te-
CTallMU: MajJbuuK, 5 JIET, 3M0POB), TIPOTEKABIIEH C yrpo30it
npepbiBanus Bo Il Tpumectpe. Pomsl camoripoun3BosbHBIE,
cpouHble, Ha 40-1 Hex rectauy, Macca Tejia MPU POKIACHUN
3200 1, poct 51 cM, OKPYXXHOCTh TOJIOBBI 32 CM, Tpyaud —
30 cM, oueHKa 110 1mKae Arrap 6/7 6autoB. CocTossHUE TIpU
POXIEHUW DAaclleHeHO KaK Tsekenoe, oOycrmoBmeHHoe JIH,
TeueHWeM BHYTPUYTPOOHOI MHeBMOHUM. JleBouka B 1-e cyT
JKM3HU OblIa MHTYOMpoBaHa, nepeBeneHa Ha MBJI, akcTyou-
poBaHa Ha 3-u cyT kusHU. Ha 4-¢ cyT Xu3HU peOEHOK ObLT
TepeBeeH Ha 2-1f 9Tal BhIXaXUBaHUS.

JleBouka HEOTHOKPATHO, Kaxmble 1—2 Mec, HaXOAWIach
Ha CTAIIMIOHAPHOM JIEUEHUN B Pa3HBIX OOTBHUIIAX T. MOCKBBI:
MPUYUHON TOCTUTATU3AIUN SIBISUTUCH PELMIUBUPYIONINE
pecrnipatopHble HOEKINY, TpeOOBaBIITNE B TOM YUCTIE TTPO-
BeIeHUST KUCIOpomoTepanuu (B Bo3pacTte 8§ Mec — IpaBo-
CTOPOHHSISI THEBMOHUS, B 9 Mec — OCTpBINf OpOHXUT, B 1 TON
2 Mec — ABYCTOPOHHSISI THEBMOHWMS, B | Ton 4 Mec — IBY-
CTOPOHHSISI TIOJIMCETMEHTapHas THEBMOHUS, B 1 oz 5 Mec —
oCTphbIii OpoHXUT). B Bo3pacte 6 Mec OCMOTpeHa TEHETUKOM:
1Mo (HeHOTUTTMIECKOMY CTaTyCy OBbLT 3alofo3peH CUHIPOM
XKeéna, reneTnueckoe viccuenoBaHue He TIPOBOIUIOCE.

B Bospacte 1 roma 8 Mec Oblla roCHMTAIM3UpPOBAaHA B
OPUT, toe npu obcieqoBaHUM TIOCTABIIEH AWArHO3: «/IBYy-
CTOpOHHSS noJcermeHTapHas nHesmonus. JAH 111 ctenenu.
KucnoponozaBucumocts. Cunnpom 2KéHa, hopMupyronmii-
csl TTHeBMOCKJIEpo3. benkoBo-aHepreTnyeckasi HEIOCTATOU-
HocTh 3-1i crenmenu. Kaxekcusi». Ha MOMeHT mocTyruieHust
TP OCMOTpPE TYprop TKaHell ObUT Pe3KO CHIDKEH, TPyIHast
KJIeTKa pe3Ko yMeHbIleHa, AedhopMHpOBaHa, KOHEYHOCTH
YKOPOUEHBI, BUIUMBIE CIU3UCThIE O0O0JIOYKM CyXue, ITUaHO-
TruHble. Macca Tena 4800 T, pocT 72 cM, OKPY>KHOCTb TOJIOBBI
46 cm, okpyxHocTb rpyau 43 cm. Y 50 B mun. SatO, 62%.
JpIxaHWe CaMOCTOSITEIbHOE C PE3KUM BTSDKEHHUEM YCTYITIM-
BBIX MECT TPYIHOU KJIETKH; OTMEUAIOCh pa3ayBaHUe KPbLTbEB
HOca. AYyCKYJIBTATUBHO TBIXaHUE XXECTKOE, TPOBOAUTCS C 00e-
WX CTOPOH, OCJIabJIeHO B HKHUX OTIEJaX CJieBa, C ABYX CTO-
POH BBICTYIIUBAIOTCSI pa3HOKanuOepHbie Xpumbl. [1pu cana-
LMY 13 HOCOTJIOTKU acCMUPUPYETCsT HeOOIbIIOe KOJIMIECTBO
ciamsuctoit Mokpotel. UCC 164 yn. B MuH. ApTepHalbHOE
nasneHne (A1) 80/40 mm pt.cT. ToHBI cepalia MPUTITYIICHBI,
PUTMUYHBIE, CUCTOJMYECKUI TIyM Ha Bepxyluke. [ paHUIIBI

OTHOCUTEJIbHON CEePIeYHON TYIOCTH He pacIiinpeHbl. 2KUBOT
He B3MIYT, IOCTYMeH TIy0oKoil manmbrnanuu. [ledeHb yBemm-
4yeHa, MaJbMUpPyeTcs Ha 5 CM HUXe Kpas pebepHOil myTH,
cene3eHka — Ha | cM. [1o maHHBIM peHTreHorpad OpraHoB
TPYIHOI KJIETKW BU3YaIM3UPOBATTUCH U3MEHEHUSI, TUTTUTYHbBIE
st CXK: xomokonoobpasHast nedopManusi TPYTHOU KIeT-
K1, TOPM3OHTAJIbHOE PACTOJOXeHUe pedep, KITIOUUIIB T10
TUTY «pyJisa Benocumnena» (puc. 2). [1pu nposenenun BPKT
OTIPENeIISTUCH TIPU3HAKY YMEHbBIIIEHNST 00beMa JIETKUX, NIBY-
CTOPOHHE MOIMCerMeHTapHOM MTHEBMOHNUY Ha ()OHE TBYCTO-
POHHUX PYyOILIOBO-(DUOPO3HBIX N3MEHEHMUI, (HOPMUPYIOIIETO-
cs MMHeBMOcKIepo3a (puc. 3). 3a Bpems npedsiBanust B OPUT
neBouka Haxoauiaach Ha UBJI B TeueHue 5 cyr.

B Bo3pacte 1 roma 9 mec y pebeHka pe3Ko HaApOCIU CUM-
nromel [1H, B cBSI3U ¢ 4eMm 1eBOYKA BHOBH ObLIA TOCTIMTAIM-
supoBaHa B OPUT. [1pu mocTyrieHUM 0TMeYaaIoCch CIIOHTaH-
HOE, HealeKBaTHOE, TMTOBEPXHOCTHOE, aPUTMUYHOE JAbIXaHUe.
OppIlKa CMEIIaHHOTO XapakTepa ¢ IpeodIagaHueM WHCITH-
paTOPHOTO KOMITOHEHTA, C YYaCTHeM B aKTe MbIXaHUS BCIO-

N
- arille

Puc. 2. PeHTreHOrpaMMa opraHoOB IPyIHO# KJIeTKU neBouku C., BO3-
pact 1 rox 8 mec

Puc. 3. Boicokopaspelaroniasi KOMIbIOTepHast ToMorpadust opraHoB
rpyaHoit kiuetku aesouku C., Bo3pact 1 ron 8 mec
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MOTaTebHON MYCKYJIaTyphl U BTSKEHUEM YCTYITIMBBIX MECT
TPYIHOU KJIETKU, TaK¥ke OTMEYaJoCh pas3ayBaHUE KPBLTbEB
Hoca. OKcureHanusi, O JaHHBIM ITyJTbCOKCUMETPUU, He-
YIOBIETBOpPUTETbHAs. JleBouka ObUTa UHTYOMpPOBaHa, TIPOBO-
nmunack UBJIL. TTpu o6cnenoBany ocTaBiIeH nMarHo3: «CuH-
npom XKéna. PCB-uHGbeKLIMS, OCTpHIif OpOHXMOJIUT, TSKEJI0e
TeueHre. JIByCTOPOHHSISI TOJTMCETMEHTapHasl TTHEBMOHMSI.
JH 11l crenenu. beiakoBo-3HepreTuyeckass HEAOCTATOYHOCTh
3-i1 crenenu. Kaxekcusi. Anemusi». OTMmedanach OTpHUIIa-
TebHAs] KIMHWYECKAs] MUHAMWKA: YXYAIIEHWE COCTOSHWS,
catypaiusi cHuxanach Ha 10—20% kaxnbie 4 4, TOCTUTHYB
sHaueHust 25—0%. AJl He ompenensiiock. [IpoBoaumbie pea-
HUMAITMOHHBIE MEepOTPUSITUST ObUT Hed(DDEKTUBHBIMU, 3a-
(ukcupoBaHa 6uoTOTMYECKAst CMEPTh.

B mpencraBneHHOM KIMHWYECKOM HAOMIONEHUM KOM-
OWHAIMSI TaKWUX MUArHOCTUYECKUX KPUTEpHUeB, KaK OTCTa-
BaHME IMOKa3aTeJell POCTa W OKPYKHOCTU TPYIHOW KIIETKHU
OT HOPMAaJIbHBIX BEJIMYWH, yKOpoueHune KoHeuHocTeir, 1H,
PeLUIVBUPYIONINE PECTTUPATOPHBIE WHOMOEKINH, 3aIepXkKa
TICUXOMOTOPHOTO Pa3BUTHSI, TTO3BOJIUIIA YCTAHOBUTH Y peOEH-
Ka I1ardo3 cuHapoma Kéna.

O6cyxnenne

s matonornm KoctHoO# cucteMbl mipu C2K xapakrep-
HBI HU3KUI POCT W nedopmamus TPymHOU KIeTKH, dopma
KOTOpPOU CTAHOBUTCS Y3KOU M YIJIMHEHHOUW WM KOJIOKOJIO-
obpasHoii. ['pyaHas kjeTtka uMeeT HUJIUHAPUYECKYIO (op-
My, chaBieHa ¢ OokoB [10—12]. Pebpa o4yeHb KOpOTKHE,
HEIOpa3BUTHIe, TIOYTH HE PACTYyT B JJIMHY, DPACIIOIOXEHBI
TOPU3OHTAJIEHO, a BCSI TPYAHAS KJIETKA BBITJISIAUT TUIIOTLIA-
CTUYHOI 1 MajonoasikHoi [13—15]. Kpome HU3KOTO pocta
u nedopmanyu rpyaHoi kiuetku, st CXK Takke TUTTAIHB
YKOpOUeHNe KOHEYHOCTel (MUKpOMenus) W TmajblieB (Opa-
XUOAKTUINS), U3MeHeHue (OpMbI KOCTel Ta3a U AMCTUIA3US
Ta3o0eapeHHbIX cycTaBoB [16, 17]. ITo manueiM L.O. Langer
U COAaBT., 3TU MPU3HAKK OOHApyXMUBaloTcs Gosiee yeM y 70%
rmarueHToB [18].

VY mereit mo 7—8 eT MPOMCXOOUT WHTEHCUBHBLIN pPOCT
u nuddepeHIMpoBKa OPOHXUATBHOTO JepeBa, YBeTUIeHUE
KOJIMYECTBA aJIbBEOJI, OMHAKO (hOPMUPOBAHUE HUKHUX JTbIXa-
TEJIBHBIX TTYTe MOXET OTKJIOHSITHCSI OT HOPMBI TIPY HATUINHT
koctHOU maronoruu. CyxkeHUe pa3MepoB TPYTHOUM KIIETKHU
MPUBOIUT K CHABJICHUIO OPTAHOB CPEIOCTEHUSI, HAPYIIEHUIO
(opmMupoBaHUS JIETOYHOU TKaHU, JETOYHOU TUIoruiasuu. B
pe3ybTaTe KU3HEHHAsT eMKOCTb JIETKUX CTAaHOBUTCS HEIO-
CTaTOYHOU MIJIsT 00ecTieueHrsT HOPMaJIbHOU OKCUTeHanw |19,
20]. ¥ mammenToB ¢ CXK passuBaercs JIH, crereHs TsokecTr
KOTOPO¥ KOPPETUpPYeT C BBIPAXKEHHOCTHIO NedopMaIuu rpyi-
HOU KJIETKU U Bo3pacToM marueHTa. CiienyeT OTMETUTb, 9TO
y HEKOTOPBIX TTAIIMEHTOB yXe B paHHEM HEOHATATbHOM TIepU-
oJle HaOJIIOMaeTCsl TSKeNoe TeueHre 3a00IeBaHMsI C BEICOKOM
JeTaabHOCThIO [16, 21]. V mereit ¢ CK 0TMEYaioT TAXUITHOD C
npeobiaganreM OPIOITHOTO TUTIA TBIXaHWSI, TaK KaK TPyIHAs
KJIETKA TPAKTUYECKU He YJacTBYeT B aKTe AbixaHus. Ousn-
KaJIbHOE 00CJIeIOBaHNE BBISIBIISIET CYy>K€HUE TPYITHON KIIETKH,
OKPYXHOCTh KOTOPOIl 3HAYUTENIbHO MEHBINE OKPYKHOCTH
TOJIOBHI KaK B TIEPHOAe HOBOPOXKIEHHOCTH, TaK W B TOCTe-
nmytotmreM. Ipu merkoM teuenun C2XK (popMa rpymHOM KIETKH
y3Kasl ¥ YIUIMHEHHAsl, YTO B MEHbIIIEH CTETIeHW MPUBOIUT K
HapyIIEHUIO Pa3BUTUSI OPTAHOB JBIXaTETbHOUN CUCTEMBI. Y
TaKUX MalMeHToB pa3BuBaetcs JIH jerkoii cteneHu TsSxKecTn
[16, 22]. Bonee TsKenoe TeyeHKe 3a001eBaHMs HAOIIOIAETCS
MPY KOJIOKOJI000pa3Hoii fedhopMaiuy rpyaHoN Kinetku. [1pu
5TOM MOTYT BO3HUKATh 3IMM30bI alTHO3 [22, 23]. YacTbIM oc-
noxuennem CXK ssnsercs JIT. Y Bcex maliieHTOB OTMEYaeTcsT

BBICOKUI PUCK Pa3BUTHUSI MHGEKIINN HIDKHUX ThIXaTeJTbHBIX
myTeit [22]. pixaTenbHass HEIOCTaTOUHOCTD U PEITUANBUPYIO-
1Me pecMpaTopHble MHPEKIINY SIBIISTIOTCS OCHOBHBIMU TIPU-
YMHAMU JIETATBHBIX cX0noB y manneHToB ¢ CXK B Bo3pacrte
IO IBYX JieT [24].

Takum 006pa3oM, cKeJleTHbIe aHOMAJINU U TTIOpaXkeHUe pe-
CIUPATOPHOU CUCTEMBI SIBTISTIOTCSI OCHOBHBIMY KITMHUYECKU-
mu niposineHussMu C2K. Bmecte ¢ Tem ripu manHOM 3a6071eBa-
HUU MOXET Pa3BUBATHCS PA3TUIHON CTETICHU BBIPAXKEHHOCTH
maronorust npyrux opraHos. [1pm C2K mopaxaioTcst ovKH,
TevYeHb, MOMKETyIouHasT Xele3a, pexe — KeTyTOIHO-KU-
LIEYHBIN TPAKT, HEPBHAs CUCTEMA U IJ1a3a [6, 25].

Ilo nanubiM B. Tuysuz u coaBT., MaToJOTUSl TMOYEK U
MeYeHU BCTpeyaeTcsl npubiu3utesibHo B 30% Hab0aeHMid,
1pu 3ToM Y 38% GOJIbHBIX C MTOPAXKEHUEM MTOUEK Pa3BUBACTCSI
[OYeYHast HeQoCTaTOYHOCTD [16]. A.M. Lehman u coaBT. cun-
TaIOT, YTO MATOJIOTHSI TOUeK Habonaetcst y 40% malneHTOB ¢
TAL [25]. [TopaxeHure MoYeK Yalle pa3BUBacTCs MOCe Tep-
BBIX IBYX JIET XW3HU, TIPEICTABIISISI PEe3yJIbTAT HETIPABIIILHOTO
BOCTIPUSITUSI CUTHAJIOB, HEOOXOAMMBIX IS POCTA U PA3BUTHUS
MOYEYHOU TKaHU, U3-3a HApyILIEHHOW paOdOThl LIMJINIA B KJIET-
Kax snutenus Hedpona [1, 26, 27]. DTo IPUBOIUT K TYOYJI0-
WHTEPCTUIINAILHON HedpomnaTuu, aTpoduu M KUCTO3ZHBIM
U3MEHEHUSM B TIAPEHXWME IT0YeK, HapyIIeHWIo (yHKIINT
KaHAJIBIIEBOTO alllapaTa, pPaclIMpeHuIo ero CTPyKTyp, nud-
dy3zHoMy mHTepcTUIIMATBEHOMY (DUOPO3Y, TEPUTIIOMEPYIISIP-
HOMY (DUOpO3y U TIOMEPYIIPHOMY CKIIEPO3y, Pa3BUBAETCS
HedpoHodTH3 | TMTIA (foBeHMITBbHBIN) [28—30]. [TepBbIM MpH-
3HAKOM TIOYEYHOU HETOCTATOUHOCTH y TIALIUEHTOB SIBIISIETCSI
CHIDKEHNE KOHIIEHTPAallMOHHOW GyHKIuu mouek. [lozxke
BO3HUWKAIOT TIOJUYpPUsI, TIPOTEUHYPUs, TTOBBIIIEHNE YPOBHS
MOYECBUHBI KpoBU M KpeatnHuHa [31]. [loueyHas HemocTa-
TOYHOCTb SIBJISIETCSI OCHOBHO MPUINHOM JIETATLHOTO UCXOMa
y nmauueHToB ¢ CXK B Bospacrte ot 3 mo 10 et [16, 22].

[Maronmorust meueHW BO3HUMKAET B pPe3yJbTaTe HEeTPaBUITb-
HOTO Pa3BUTHSI TTPOTOKOBOU IJIACTUHKU B TIEPUOI SMOpUOTE-
He3a. [IpoTokoBas rmacTuHKa 00pasyeTcs U3 KJIETOK MeYeHH,
PaCTIONIOKeHHBIX BOKPYT COCYIIOB, U 00ecTieynBaeT (hopMmrpo-
BaHMe HOPMAJIbHOU apXUTeKTOHUKY riedeHu [32]. HekoTtopoie
CTPYKTYypHBbIE W3MEHEHUs IeYeHM, TaKhe KaK ITOJIMKUCTO3,
nposrdepanyist SMUTETHS XKETIHBIX TPOTOKOB U TMTOPTATLHBIH
hubdpo3, Kak MpaBUIO, MPOTEKAIOT GECCUMITTOMHO 1 OOHAPY-
>KUBAIOTCS TOJTBKO TIPW YJIBTPAa3BYKOBOM WCCIIEMOBAHUYU WU
ayronicuu [25]. OnHako nmpu C2XK MOryT BO3HUKATh U KJIMHM-
YeCKU 3HAYMMble HapYIIIEHUsI, BKITIOYATOIINEe TeTIaTOMETaJInIo,
MOPTABHYIO TMIIEPTEH3UIO, LIUPPO3, XojecTas [6, 25, 33]. TTo-
paxkeHUsI BHYTPEHHMX opraHoB y marnueHToB ¢ C2XK oObraHO
MaHU(ECTUPYIOT B BO3pacTe CTapiie 2 JeT.

Wnornma 3aboneBaHue MOXKeT MPOTEKATh C MOpakKeHUEM
TTOIKEeTyJOYHON Kene3bl. [laTomopdonornuecku o6Hapy-
>KMBAIOTCST KUCTO3HBIE M3MeHeHUs u pubpo3. CremyeT oTMe-
TUTH, UTO TIPU STOM KIIMHUIECKUE TTPOSIBIICHMS Yallle BCETO He
peructpupyooTcs [34].

Yacrora odrameMonornyeckux HapymeHuii mpu C2XK co-
crapisier 15% [16]. K maTosoruu ria3, BCTpeyaromeincs: mpu
C2K, OTHOCST TUTIOTUTA3UIO 3PUTEIHBHOTO HEPBa, TUCTPODUIO
Y TUTMEHTAIIIO CeTYaTK!, HUCTATM, MUOIIAIO U TIPOTPECCUB-
HOe yxXymuieHue 3peHus [25, 31].

Hwmerotes manHbie, 9To muronaTtus y mamueHToB ¢ CXK
CO CTOPOHBI HEPBHOW CHCTEMBI TIPOSIBIISIETCST BEHTPUKYJIOME-
ranmieit u ruapouedanueit [4]. B meaom, HeBposormueckue
HapymieHus y narueHToB ¢ C2K He SIBISIOTCS TUMTUIHBIMU.

Kenynouno-kuieunsie mposieneHnss C2XK Takxke BcTpe-
yatoTcs Hedyacto. OHM MOTYT OBITh AHAJIOTUYHBI CUMIITOMAaM
6ome3nu ['mpmpyHra B pe3yibraTe HapyleHUs] THHepBalluT
(dparmeHTa TOJNCTOI KUIIKM, YTO TPOSIBISIETCS YIIOPHBIMU
3aropamu [6].
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Ta6mmna 2. Ha6moneHnus cunapoma 2KE€Ha: KITMHUUECKAsT XapaKTepUCTUKA TTAlIMEHTOB

- IlaTonorusi KOCTHOI CHCTEMBI ITaTonorus Jgerkux IIaTonorusi APyrux opraHoB
=
-]
- S E @ g
= 3 N
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Tuysuz B. u coasrt. (2009) [16] 13 13 10 13 9 7 6 2 9 4 - - -
Keppler-Noreuil K.M. u coasr.
Q011) [22] 8 8 3 6 3 8 4 - 2 1 4 - 3
de Vries J. u coast. (2010) [31] 13 13 6 4 5 10 9 1 8 2 3 1 1
Reddy S.N. u coast. (2011) [33] 1 1 1 1 1 1 1 HO | HAO - 1 - -
Keogh S. u coast. (2012) [34] 1 1 HI HJI HJ 1 1 HO | HA - 1 1 -
Hall T. u coasr. (2009) [37] 1 1 HI 1 HI 1 1 HO | HA | HA | HA | HA | HAO
Oberklaid R. u coast. (1977) [38] 10 10 HI HAO HA 7 7 HI 7 4 5 HO | HAO

IIpumeuanue. PACH — pecriupatopHblii 1MCTpecC-CUHAPOM HOBOPOXAEHHBIX, JIH — npixatesibHast HeIO0CTaTOYHOCTb, JIIT — jieroyHast rurnep-
TeH3ust, PP — peunnusupytomue pecnmpaTtophblie nHdekmu, [TXK — momkenynounas xene3a, HJl — HeT maHHBIX.

I'eHeTnyeckoe viccnenoBaHue B HEKOTOPHIX cTpaHax (I'ep-
manust, Hunepnannel, Mcrmanus, [Moptyranus, Kanama) rmpo-
BOJIWTCS C UCITOJIb30BaHNEM TeHETUIECKUX TTaHeseil, B CocTaB
KOTOPBIX BXOAWT CTHEKTP BO3ZMOXHBIX MyTauuii. Kommaectso
WCCIIeAyeMbIX MyTaluii gocturaet 77 [35].

ITpn CXK HaGmomaoTcss ocoOble peHTreHoTpahrIecKue
W3MEHEHUs: y3Kasl, UUIMHAPUIEeCcKas Wi KOJOKOJI0o0pas-
Hasl TpyoHasl KJIETKAa; KOPOTKHUE, IIUPOKUE, TOPU3OHTAITILHO
pacToyiokeHHbIe pedpa; HEPOBHbBIE PeOePHO-XPSIIIEBbIe COU-
JIEHEHWsI; BBICOKO PACTIONIOKEHHBIE KITIOUUIIBI (Ha YpOBHE
5-ro win 6-To MIeHOTO MO3BOHKA), UMEIOIINE BUJI «BEJIOCH -
TIETHOTO PYJIsl»; HAPYLIEHUs CTPYKTYPHI U YMEHbBIIIEHUE pa3-
Mepa IJTMHHBIX KOCTe; MOMMIaKTUINST; TUTIOTUTa3usT (hayiaHT
MMaJbleB PYK U HOT C KOHYCOBUIHBIMU 3MUMU3AMU; U3Me-
HeHue HopMBbI Taza (KPbUTbs TIOAB3IONIHBIX KOCTeH B (hopme
KBajpaTa, yKOPOUEHHasl TOAB3IOIIHAS KOCTh C XapaKTePHBIM
Tpe3yo1ieM B 00J1acT BepTIIYKHOU BITAAMHBI); WHOT/IA OTpe-
NENISTIOTCST THEBMOHUYecKre oyary B Jjerkux. Cepiie ObiBaeT
YBETMIEHHBIM, IIAPOOOPA3HBIM U3-3a TUTIEPTPOGUHU TIPABOTO
Kenymouka B pesynbrare JII [11, 12, 15]. Pekomenmyercs
TPOBOIUTH AOMIUIEPOBCKOE dXOKapauorpaduieckoe mccie-
JOBaHUE C U3MEPEHNEM CHUCTOJTMYECKOTO MaBJICHUS B JIETOU-
Ho¥t apTepuu 1151 uckimodenus JIT.

Bricokopa3zpenaonasi KOMITbIOTEpHasi ToMorpadust op-
TaHOB TPYIHOU KIIETKU SIBJISIETCSI IyBCTBUTEILHBIM METOIIOM
OLIEHKU CTPYKTYPBI JIETKUX U OTIpe/ieIeHNsT 00beMa TPyIHOM
KIeTKU. Pa3BuTHe MUCIIACTUIECKUX MU KUCTO3HBIX U3Me-
HEHUI B JIETKMX, OTUarHOCTUPOBaHHBIX Mo AaHHbIM BPKT,
WCKITIOUAeT BO3MOXHOCTh XMPYPTUUECKOTO JICUEHUS] Ha TOM
OCHOBAHWU, YTO €CJIU B JIETKUX ye BO3HUKIU TaKue U3Me-
HEeHUSI, IIAHCHl Ha yJIydllleHWe TMPOTHO3a OYAyT HEBEIUKU.
Braromapst onpeneneHuio pazMepa TPYIHOU KIETKA MOXKHO
paccuuTaTh TMpeIoiaraeMblii 00beM pacIIMpPEeHUs] TPYIHOMN
MOJIOCTH TIPU OTIEpaTMBHOM BMeLIaTebCTBe [36].

B 1a6n. 2 0606meHb naHHble 0 47 HabmoaeHusax CXK,
TIPENCTaBIEHHBIX B MOCTYITHOW JUTepatype B mepuox ¢ 1977
mo 2012 r.

BonpmmHcTBy manmenToB ¢ C2K mist HopManbHOTO (DyHK-
IIMOHWPOBAHUS OPTaHOB TPYIAHOW KIETKU W TIOBBIIICHUS
KayvecTBa XW3HU TPeOyeTCs MpoBeaeHNEe XUPYPTUIECKO KOp-
pEeKIINH.

[IporHo3 npu cunapome ’KEHa 3aBUCUT OT MHOXKECTBA
dakTopoB, B HamMboONBIIEH CTETIEHM — OT XapakTepa Io-
paxkeHWsT TPYOHOU KJIETKW W HAJIUYUS MMATOJOTUU IPYTUX
opraHoB. Bemymieit mpuanHO CMEPTU SIBISETCS TTATOJIOTHUST
NBIXaTeJTbHOW CHUCTEMBI, TPEUMYIIECTBEHHO TPOUCXOMISI-
masi B Tex Ciydasx, KOrja Bo3pacT pebeHKa MeHee 2 JIeT,
B TO BpeMs KaK IMOYeUHas TaTOJIOTHS SIBJISIETCSI OCHOBHOM
MPUYUHON CMepTU OOJIBHBIX B Bo3pacTte crapiie 2 JjeT [16,
17, 24]. B mocTymHOl UTepaType HET JAaHHBIX O TOM, 4TO
matonorus reuyeHu npu CXK sgBisieTcs MPUINHON CMEPTH,
omHako R. Oberklaid ¢ coaBT. mpenmnosoXwmim, 9to ¢Gpuopo3
MapeHXUMbl TIEYeHU YBEIUIUBAETCS TPOTOPLINOHAIBHO
BO3pacCTy MAIIMEHTOB, BRIKUBIIUX B TIepBbIe 2 TOAa XKU3HU
[38]. [To maHHBIM pa3HBIX aBTOPOB, JETATHHOCTDH B TTEPBHIE
2 roma xusHu y 0oabHbIX ¢ C2K cocraBiaster 60—80%. I1pu
5TOM OOJIBIIMHCTBO JIETATHHBIX UCXOJOB PETUCTPUPYETCS B
HeoHaTaJTbHOM Tiepuone [24]. Y BbIXUBIIUX AeTeil TpyaHast
KJIeTKa CO BPEMEHEM pacCIIUpsIeTCsI, MTPOUCXOMUT HaBep-
CTBIBAaHUE POCTA.

3ak104eHne

Takum o6paszom, CXK saBiasgercs 3aboieBaHUEM C He-
0J1arONpPUSATHBIM MPOTHO30M, OAHAKO Oylarogaps pas-
BUTUIO U BHEAPEHUIO PAIUKAJIbHBIX METONOB TEpAIUU,
TaKMX KaK TOPAKOIJIACTUKA U TPAHCIJIAHTALIUSI OPTaHOB,
MPOTHO3 MOXET ObIThb Oojiee OJaronpusiTHbIM. JlaHHBIN
IMArHO3 yCTAaHABIMBAETCS Y AUCMOP(PUIHBIX MALIUEHTOB,
HYXIAalOUIUXCsl B MPOBEAEHUU OKCUTCHOTEpANUU B HE-
OHATaJbHOM U IMOCTHEOHATAJIbHOM MEpUOAaX, BKIIOYas
nomairHee JjedeHue kuciopomoMmM. OYeHb BaXHO WC-
KJII0YaTh JaHHOe 3a00JieBaHUE y KUCIOPOI03aBUCUMBIX
ETEH.

KondaukTt unrepecon
ABTOpBI JAaHHOW CTaTbW MOATBEPAUIN OTCYTCTBUE (prUHAH-

COBOI TTOIICPKKI UCCICIOBaHNUS / KOH(MIMKTa MHTEPECOB, O
KOTOPBIX HEOOXOAUMO COOOIIUTD.
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