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Bbeaxona T.H.!, Okcenbuyk T.B.!, Kpusuosa JIL.A.!, Karamosa E.H.2, ApanacseB M.B.2,
Xpanos /I.B.2

{@I'BOY BO «Omckuii 2ocyoapcmeennuiii meduyunckuti ynusepcumemy M3 PD, Omck, e-mail: omsk-osma@mail.ru;
’Bioooicemnoe  yupescoenue  30pasooxpanenus  Omckori  obnacmu  «Obnacmnas — KIuHUYeCKas — OGOAbHUYAY,
nepunamanvuovii yeump, Omck, e-mail: okb_mail@minzdrav.omskportal.ru

HACTOsILlee BpeMsi WM3BECTHbI TIe€Hbl, MYTALUHMM KOTOPBLIX MOIYT NPHUBOAUTHL K POXIEHHIO pedeHKa
nposiBjieHusimu cunapoma Kéua: IFT80, TTC21B/IFTI139, IFT140, WDRI19/IFT1448, pacnojao:keHHble
Jokycax xpomocom 3q25.33, 11q25.3, 4pl4, 2q24.3, 15q13 u umeromue BaKHOe 3HAYEHHE I LUIUOrene3a. B
CTaThe OMUCAH CJIY4ail peAKoil reHeTHYecKOil NaToJI0TMH Y HOBOPOkKACHHOro pedeHka — cuHapoma Kéna,
KOTOPbI MNpeacTaBiisieT HHTepec st 00JBIIOr0 Kpyra CHeNHAJUCTOB, OKAa3bIBAKIIUX M[OMOLIb
HOBOPO:KIE€HHBIM J1eTAM: HEOHATOJOI0B, NMEANATPOB, AHECTE3U0JI0IOB-PEAHUMATOJI0I0B, 1eTCKUX XHUPYProB, a
TaK/Ke CIEeNHAJNCTOB JIy4eBOl JMATHOCTUKH. AHTEHATAJIbHO B cpoke 18 Hemelb BBISBJIEHbI NPU3HAKH
aHOMAJIMM Pa3BUTHA cKejeTa y mioaa. IIpm poxkaeHnu y JOHOUIEHHOTO HOBOPOKIEHHOT0 OTMEYAJINCH
NpOsIBJIEHNUs, XapaKTepu3yllne KINHHUKY cuHapoma JKéna: ykopoueHHe KOHEYHOCTeil, MHO:KeCTBEHHASl
aeopManusi TPYAHOH KJIeTKH, IbIXaTelbHasi HEAOCTATOYHOCTb, MceBA00yIb0apHble Hapymenus. IlaTonorus
AbIXaTeJbHOW CHCTeMbI M KOCTHble HapylLIeHUS MOATBEeP:KAAJMCh, JAHHBIMH  MYJbTHCIHMPAJIbLHOM
koMnbloTepHoii Tomorpadum (MCKT). IIpoBoanIOCH MOJIEKYJ/ISIDHO-LIMTOreHETHYECKOE HCCJIeJ0OBaHue
(rudpunausanust 308108 ¢ [JHK unTepdasHbIX sizep) ¢ UeJbI0 ONpeaeeHuss MyTallUili B NPUYUHHO-3HAYMMbIX
reHax. B Bo3pacrte 0JHOro Mecsila KU3HU y pefeHKa 0TMevaJics JeTaabHbIi HCX0/.

Cunapom 7KéHa — reHeTM4ecKH reTeporeHHOe paccTPOICTBO, SIBJISIIOLIEECsS] MpeAcTaBUTeeM muianonaruii. B
c
B

Kiroueskie cJjioBa: CUHAPOM )KéHa, TOpaKoaC(l)I/IKTI/I‘leCKaH JUCILIa3us, HOBOpOX(HGHHLIﬁ, JAbIXaTCJIbHAA
HEIOCTATOYHOCTH, BPOKJACHHBIE CKEJICTHBIE aHOMAJINH.
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Wife Syndrome is a genetically heterogeneous disorder that is representative of ciliopathies. At present, genes
are known whose mutations can lead to the birth of a child with manifestations of Wife syndrome: IFT80,
TTC21B / IFT139, IFT140, WDR19 / IFT1448 located at the chromosome loci 3q25.33, 11q25.3, 4p14, 2q24.3,
15q13 and important for ciliogenesis. The article describes a case of a rare genetic pathology in a newborn child -
Jen Syndrome, which is of interest to a large circle of specialists providing assistance to newborn children -
neonatologists, pediatricians, resuscitation anesthetists, pediatric surgeons, as well as specialists in radiation
diagnostics. Antenatally at 18 weeks, signs of abnormalities in the development of the skeleton in the fetus were
revealed. At birth, a full-term newborn had manifestations that characterize the clinic of Wife syndrome:
shortening of the limbs, multiple deformation of the chest, respiratory failure, pseudobulbar disorders.
Pathology of the respiratory system and bone disorders were confirmed by multispiral computed tomography
(MSCT). A molecular cytogenetic study (hybridization of probes with DNA of interphase nuclei) was carried out
in order to determine mutations in causally significant genes. At the age of one month of life, the child had a fatal
outcome.

Keywords: wife's syndrome, thoracoasphytic dysplasia, newborn, respiratory failure, congenital skeletal abnormalities.

Cungpom XKéna, unu topakoacukTHUecKass AUCIIIA3Usl TPYAHON KIIETKU, — YPE3BBIYAITHO
peakad HaCJICACTBCHHAaA maToJorus C ayTOCOMHO-PCUCCCHBHBIM THUIIOM HacjJacaoBaHUA,
muarHoctupyemass ¢ gacrotoi 1:100 000 — 1:130 000 HOBOpOXAEHHBIX. 3aboJeBaHHE
XapaKTEPU3YETCS y3KOW KOJIOKOJIOOOpa3HOW TpyMHOH KIETKOW ¢ KOPOTKUMH TOJCTBIMH

TOPHU30OHTAJIIBHO PACIIOJIOKCHHBIMHA pe6paMH, YTO IMPpUBOAUT K BOBHUKHOBCHHIO THUIIOIUIA3UH JICTKUX



M JICTOYHON HEIOCTATOYHOCTH Tocie poxkiaeHus. B 1955 r. dpanmysckuii memmatp M. Jeune
omHcall CIy4al CeMEHHOM yIylIaromnie TpyiHOH TucTpoduu y mapbl OpaTbeB M CECTEP C CHIIBHO
y3KOU TPYTHOM KJIETKOM, M JaHHAs MaTOJIOTHsI B MMOCIEIYIOIIEM CTala U3BECTHA Kak CHHIIPOM Jeune
(Kéna, Kene) [1]. Cungpom XKéHa — mMOTEHUUATBHO CMEpPTENbHAs BPOXKICHHAS KapJIMKOBOCTD,
KOTOpast XapakTepU3yeTcsl HATMUMEM TUIMYHBIX CKEJIETHBIX NUCIUIa3uil (y3kas nehopMUpOBaHHAS
TpyAHasl KJIETKa, MUKPOMENHs), a TakKe MOPaKEHUSMU BHYTPEHHHX OPraHoB (MOYEK, MEYECHH,
IHHC). PecnupatopHble HapylleHHs HIMPOKO BapbUPYIOT OT TSDKEJIOM  JbIXaTelbHOU
HEJIOCTaTOYHOCTH M CMEPTU 10 HWH(PAHTWIBHOTO JIATEHTHOro (eHoruna Oe3 pecnmupaTOpHBIX
nposieinennit [2]. Cunapom JXKXEHa MOXKHO OOHApYXHUTh KaK aHTCHATAIbHO, TaK M MPH POKICHUU
WIM B PaHHEM JETCTBE U3-3a TUIHMYHBIX YJIbTPa3BYKOBBIX, KIMHUYECKHX M PEHTTEHOJIOTUYECKUX
MIPU3HAKOB.

Cunapom JK€Ha — TeHEeTUYECKU T€TEPOre€HHOE PACCTPONCTBO, ABIISIONIEECS IPEACTABUTENIEM
[WINOTIATHH, WA PACCTPOMCTB, CBSI3aHHBIX C TUCPYHKIMSIMHU MEPBUYHBIX pecHHuek [3, 4, 5]. B
2013 r. lImuar obnapyxwn 34 mytamuu B reHe DYNC2HI y 41% mnamueHTOB C JaHHOM
MATOJIOTHEH, YTO TO3BOJWJIO CYHTATh HAJIMYMe MYTalMid B 3TOM TE€HE OCHOBHOW MPHUYMHOU
paszButusa cunapoma JKéna. B Hacrosimiee BpeMs M3BECTHBI M JPYTME€ T'€Hbl, MyTallUd KOTOPBIX
MOTYT TpPHUBOIUTH K PpOXICHHIO peOeHKa ¢ TposiBiIeHus MU cuHapoma JKéna: [FT80),
TTC21B/IFT139, IFTI140, WDRI19/IFT1448, pacnonoXeHHbIE B JOKycax XpomocoMm 3q25.33,
11925.3, 4pl4, 2q24.3, 15ql13. Bce onm komupyroT Oenku, npuHaiexamue cemedctBy IFT
(Intraflagellar transport), umeromie O0iblIOe 3HAYCHHE MJIS IUIMOT€HE3a, KOTOPhIE YMPaBISIOT
LENbIM PSIIOM BAXKHBIX KJIETOYHBIX COOBITUH B HOPMAJbHOM pa3BUTHHM YEJOBEKA. YUUTHIBas
pa3HooOpa3re BOBJCUEHHBIX B MYTAallMd TE€HOB W pa3iuyHble (OPMBI MYTalUil (CABUT PAMKH
CUMTBHIBAHUS, [EJICLNU, CaWT-CIUIACHHT), KOJWYECTBO BapUalUid MYTAaHTHBIX TE€HOB MOXET
JOCTHTaTh 0oJiee ceMuaecaTH [4].

Onucanue KIMHUYECKOTO CIay4yast

Pebenok K. (Manmpumk) oT Marepw, >KATEIbHHIIBI OMCKOH OO0JIaCTH, C HEOTATOIICHHOW
HACJIEICTBEHHOCThIO, 0€3 BpeIHbIX NMpuBbIueK. J[aHHas GepeMEeHHOCTh TpeThs (MpEeAbIAYLINE JBE
3aKOHYMIIMCH POXKICHUEM TOHOIICHHBIX 3/I0POBBIX MaJbUHUKOB), IPOTeKaa Ha (hOHE IPO3UH IIEHKH
MaTKu. Ha yuyere B ’KeHCKOI KOHCYIbTaluu ¢ 16 Heemnb, nepBas MoJI0BUHA OEPEMEHHOCTH, CO CIIOB
MaTepH, TPOTEeKaa OTHOCUTENbHO OmarompusitHo. B 18 Henmenb OepemenHoctn mo Y3U Obutm
BBISIBJICHBl MPU3HAKU AHOMAJIMM Pa3BUTHs CKeJeTa Yy IUIoJa: YKOpPOUYeHHE TpyOdaThiX KOCTEH,
WCKpUBJICHHE U NedopMalins KOCTeH Mmpearuieyubs, CHIKEHUE OCCU(UKALMU KOCTEH CBOJa ueperna,
THIIOIIA3Usl KOCTEeH Hoca, foiuxouedanuyeckas (GopMa rojoBku. [IpeHaTanbHbBIM KOHCHIMYMOM

I[aJ'II)HGI\/'IHIee BBIHAIIIMBAaHUEC 6epeMCHHOCTI/I HC PCKOMCHAOBAHO BBHIAY H€6J’IaFOHpI/I$ITHOFO



MPOTHO32 C BBICOKMM PUCKOM JIETAIBHOTO MCXONd, OJHAKO CEMbsl KaTErOpUYECKH OTKa3ajach OT
pepbIBaHs OEPEMEHHOCTH.

Pebenok ponmicsa B OMCKkOM 00JacTHOM NEpUHATAIbHOM LieHTpe B 39 Helenb recrauuu
MyTeM IUIAHOBOT'O KecapeBa CEUYEHUs, C OLEHKOM 1o mkaie Anrap 7/7 6amioB, B peaHUMallMOHHBIX
MEpPOTPUATHIX TMPH POKICHUM HE Hyxnaiucs. OmHako yke B IEpBbIe 4Yachl y peOeHKa Hadana
HapacTaTh JbIXaTelbHas HEAOCTATOYHOCTb, MO IMOBOJIY YEro HOBOPOXKIEHHBIM B BO3pAcTe TpeX
4acoB JKU3HU MEepPEeBE/IeH Ha UCKYCCTBEHHYIO BeHTHIIAIMIO Jerkux (MBJI).

I[Ipu ocmorpe pebGenka (puc. 1) oOpamany BHHMaHHWE IUCHPOMOPIIMOHATHLHOE
TEeJNOCIIOKEHNE (YKOPOYCHHE KOHEYHOCTEH), Haludhe MHOXKECTBEHHBIX JedopMamnuii TpyIHOU
KJIETKH, MSTKHE KOCTU Yepera C OTKPBITHIMHU IIBaMU. B mepBble yachl KM3HM MaHH(ecTHpOBa

TGMOppaFI/I‘IeCKI/Iﬁ CUHAPOM (J'ICFO‘IHOG H KCIIY JOUYHO-KHIIICYHOC KpOBOTC‘IGHHC).

Puc. 1. Buewnuii 6u0 nogopodicoennoeo ¢ henomunom cunopoma Kéna

B ximmHH4eckoi KapTUHC npe06ﬂa/:[am/1 CHUMIITOMBI HLIX&TCHLHOﬁ HEAOCTATOYHOCTH, a
TAKKC IMOPAKCHUA I.[CHTp&J'IBHOfI HepBHOfI CHUCTCMBI (CI/IMHTOMBI YTHECTCHUA, MbIILICYHAA JUCTOHMA,

TICEeBI00YIbOAPHBIA CHHIIPOM).



Puc. 2. Penmeenocpamma epyornoii knemxu Ho8opoxicoenHo2o K.

JIpIxaHue ¢ MEepBBIX CyTOK KU3HHU C alllapaTHOM MOJAEPKKOU, TPOBOJWIACH NCKYCCTBEHHAs
BEHTWISILMS JIeTKUX. [Ipy aycKynbTanuuy B JIETKUX BBICIYIIMBAINCH KPEMUTALINS, BIAXKHBIE XPHUIIbI,
MIPU CaHAIMH JIBIXaTEIbHBIX IMyTEeH OTIEISIIOCH OOJBIIOE KOJHMYECTBO KHUIKOH CBETIION MOKPOTHI
(BO3MOXKHOE NPOSIBIIEHUE LWJINAPHOM HEIOCTaTOYHOCTH B BHJIE HAPYIIEHUS MYKOLMIMApHOIO
kiupeHca). CaMocTosITeTbHOE JbIXaHue Hed(PPEKTUBHOE, TMONBITKA CIOHTAHHOTO JbIXaHUS
HEpETYJIIpHBIE.

Ha peHTreHorpaMmme OpraHoB TpyJHOW KJIETKM B TI€pBbIE CYTKH OIpPEIEISUINCH
MHTEPCTULMAIBHBIE H3MEHEHUS B JICTOYHOM TKAaHU, XapAKTEPHBIEC U1 PECIIUPATOPHOIO IUCTPECC-
cupoma (PJIC), koTopble B MOCIEAYIONIEM CMEHIWINChH AaTeNeKTa3aMu JISTOYHOW TKaHU; TIOMUMO
3TOT0, Ha PEHTT€HOrPaMMe OTYETIIMBO ONPEACISUINCH KOCTHBIE U3MEHEHUs (puc. 2).

B razoBom cocTtaBe KpOBM OIpenessiach CTOHKas TUIEpKamHUs C PEeCUpPaTOPHBIM
alMI030M, YTO CBMJIETEIBCTBOBAIO O HEI(P(EKTUBHOCTH BHELIHETO JbIXaHMs, OOYCIIOBIEHHON
CKeJIETHBIMU Jle(hopMalUsIMU TPYJHOMN KIETKH.

[Ipu BBIIONIHEHUU MYJIBTUCHHpPATbHOW KoMmmbioTepHON ToMorpaduu (MCKT) rpynHoit
KJIETKH ONMCHIBAJIUCh M3MEHEHUs B JIETKUX, KOTOpbIE pacueHuBanuch kak npossienue P/IC Ha
(OHE HEMOJIHOTO pacHpaBieHUs JIETOYHOW TKAaHU; CyOIUIeBpajibHbIE aTelliekTa3bl B S3 MpPaBoOro
nerkoro u S6, S10 neBoro Jerkoro, a Takke KOCTHble HapyleHHs (pHc. 3): 3a7ep)kKa KOCTHOTO

BO3pacTa, MOPOK pPa3sBUTUA IJIIMHHBIX TPY6‘-IaTLIX KOCTel BCPXHHUX KOHEYHOCTEH (I‘ UITIOIJIa3uA



MeTadnu(U30B 00EHX TUICYEBBIX KOCTEW, KOCTEH NpEeIIUIeUYnid, THUIOIUIa3usl CYCTaBHBIX

MOBEpXHOCTEN 00enX JIOMATOK — aria3us mornepeyHas TepMUHAIbHAs).
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Puc. 3. MCKT 2pyonou knemxu Hogopodicoennozo K.

[Ipu wuccrenoBaHuM cepAla ¢ MOMOIIBIO 3XOKapAuorpadguu OBLIM BBISBICHBI YMEPEHHO
BBIp@)KEHHBIE MPHU3HAKU JIETOYHON TUIMEPTEH3UH, YTO TaKXKE YKIIAJbIBA€TCSd B CHMIITOMATHUKY
JTAHHOTO CUHApPOMA.

[Ipu ynbTpa3ByKOBOM HCCIECOBAHUM BHYTPEHHUX OPraHoB, MOMHUMO CIUIEHOMETaJIUH,
JIPYTHX U3MCHCHHH BBISIBJICHO HE OBLTO, XOTs CHHIpPOM JKEHA MOKET UMETh B CBOMX IPOSBICHUIX
Mopa)keHre BHYTPEHHUX OpraHoB (1euyeHH, novek). OMHaKo U3 JaHHBIX JTUTEPaTypbl U3BECTHO, YTO
W3MEHEHHS BO BHYTPEHHHMX OpraHax C pa3BUTHEM KIMHHKHA TIOYEYHOW M TEUYECHOYHOU
HEJIOCTATOYHOCTH MPOUCXOJAT YK€ B MOCTHEOHATAIBHOM nepuoze (1-2-i ron xu3nn) [6, 7, §].

[To mHelipocoHorpadum y peOeHka OBUIM ONHCAHBI  YJIBTPA3BYKOBBIE IPU3HAKH
HE3HAYUTEJIbHOW BEHTPUKYJIOIUIIATALIMHI, OTEKA EPUBEHTPUKYISIPHBIX TKaHel u He3penoctu LTHC,
P 3TOM OTEK NEPUBEHTPHUKYIISAPHBIX TKaAaHEH COXpaHsIICS JIUTEIHHO.

B o0meM aHanm3e KpOBM Ha TEpBOM HeAeNe KHU3HU OTMEUAIHNCHh BOCHAIHTEIbHBIC
W3MEHEHHUs, ObUTO ToBbIICHHE C-peakTHBHOTO Oeika 10 72 T/, 4TO HApsALy C KIMHHYCCKHUMH

IIPOABJICHUSAMU (TaKI/IMI/I KaK ObIXaTCJIbHAA HEAOCTATOYHOCTD, BJIAXKHBIC XPHUIIBI B JICTKHUX, obunue



MOKpPOTHI IPU CAHALWU JbIXaTEJIbHBIX IyTeH) MO3BOJMJIO BBICTABUTh JAMArHO3 NMHEBMOHUH, MpU
3TOM PEHTTEHOJOTUYECKHE U3MEHEHHUSI B JIETKUX OBLIN c1a00 BBIPAKECHBDI.

Y4uuThIBas BHEUTHHE MPOSBICHUS, pEOCHKY ObLIO MPOBEACHO MEHETHYECKOE MCCIIEIOBAHUE
(ompeneneHre KapUOTUINA U CKPUHUHT Ha OCHOBHBIE MYTAallUM, TPU KOTOPBIX BO3MOXHBI JaHHBIC
(heHOTUIHYECKHEe MPOSBIICHHUS). XPOMOCOMHBIE adepparuy He ObLIN BBISBICHBI, KAPHOTHIT peOeHKa
cooTBeTcTBOBAN 46XV

B ycnoBusx mHTOreHeTMdyecKo mgaboparopur MEIMKO-TEHETHYECKOHW KOHCYJIbTAIlUH
BY300 «Ob6nactHas knuHuYeckas OonpHHUIA» . OMcCKa OBUIO MPOBEACHO MOJEKYJISPHO-
IIUTOTEHETHYECKOEe HCCleoBanne KpoBu (rubpuam3arus 30u10B ¢ JIHK mHTEepda3HbIX siaep) Ha
MOUCK MyTalliii B MPUYNHHO-3HAYUMBIX T'e€HaX: MyTanus B TeHe /g2 1/SRD (nenenuu He BBISBIICHO),
Cri-Du-Chat ~ CTNND2(5P15)/5031  (meneumu  He  BbIsBIEeHO), cuHapom  Cortoca
NSD1(5q35)/TERT(5p15) (neneuuu He BoisineHO), Wolf—Hirschhorn WHSC1(4p16)/SE4 (nenenun
He BbIIBIeHO), Williams—Beuren ELN(7ql11)/7g22 (nenenmu HE BBISBICHO), cuHApoM [lu-
JIKOpKK (ZIeJenMu He BBISBIIECHO), CHHIPOM AHTelbMaHa ([IeJeIUi HE BBISBICHO), CHHIPOM
[Ipanepa—Bunnu (neneuuu He BBISBIEHO), cHHIpoM Munepa—/lukepa (Aeleuu He BBISBICHO).
HecMmoTpst Ha Hanmu4me SpKUX KIMHHYECKHUX MPOSIBICHUH, COOTBETCTBYIONINX (PEHOTUITY CHHIPOMA
Kéna, mpoBeneHHOE MOJEKYJSPHO-IUTOTCHETUIECKOE HCCICOBAHNE HE BBIIBIIIO HamOoiee
pacnpoCTpaHEHHBIX MYyTallUW, XapaKTepHBIX AJIsi JaHHOW MaTOJIOTUH. YUMTHIBAs, YTO KOJIHYECTBO
BO3MOXXHBIX MYyTallMii TOpU JAHHOM CHHIPOME MOXKET JOocCTuUrarb 77, HEOO0XOAMMO ObLIO
MPOBEJICHUE PACIIMPEHHOTO HCCJIEIOBAaHUS C HCIOJNb30BAaHHEM TeHeTudeckux maHeneil. K
COXAJICHUIO, B YCIOBUAX MEIUKO-T€HETHUECKOM KOHCYIbTalui OMCKOI 00JaCTHOM KIMHUYECKOU
OOJIBHUIIBI JTaHHOE UCCIIeI0BaHuE ObUIO HEIOCTYITHO.

B Bospacte 27 nHeW >KW3HHW, YYMTHIBas HEOJArONMpPHATHBIA TPOTHO3, PEOCHOK ObLI
MepeBeicH B  OTAETCHHE NANTMATHBHOW TOMOINM IICHTPAIbHONW paldOHHON  OONBHUIIBI
Kopmunosckoro paitona OMmckoil obnmacTd, Tze AbIXaTeslbHAs HEIO0CTaTOYHOCTh HPOTPECCUBHO
Hapacrtana. B Bo3pacte 1 mecsma peOGeHOK ymep.

OcHoBHO# muarHo3: CucTeMHas MaToJOTHUS CKeJieTa B BUIE aCPUKTUUECKOW IUCTPOPUU
XKéna. IlepunatanbHOe NOCTTHUMOKCHYECKU-uIIeMuueckoe mopaxkenue [[HC, He3HauuTenbHas
BEHTPUKYJIOAWIATALMUS, CUHAPOM YTHETEHUSI LEHTPAIbHOW HEPBHOM CHUCTEMBI C IEPEXOJOM B
CHHIPOM BO3OYXKICHUS, ICEBAOOYIBOAPHBI CHHIAPOM. YTpo3a 3aIepKKH ICUXOMOTOPHOTO
pa3BUTHSL.

OcnoxHeHne OCHOBHOTO: HemonHoe pacmpaBieHHe JIErOYHON TKaHH, CyOIIeBpajabHbIC
atenekrassl S3 copaBa, S6 m 10 cineBa. AHeMus IOCTIreMOpparMyeckasl TSKEJION CTeneHu

(remotpancgysus Ne 1). PetnHanbpHbIE KPOBOU3IHSHUS O0OUX TJIa3.



ConyrcTBytomuii  nuarHo3: TpaH3UTOpPHOE TaXWUIIHO® HOBOPOXKJIEHHOTO B aHaMHE3e€.
BaytpuyTpoOHas uH(pEKIHUs HEyTOYHEHHOW ASTHOJIOTHH (TTHEBMOHHUs) Ha (OHE BPOKICHHOTO
MOpOKa pa3BUTUSL CKelleTa W JIeTKUX. [ eMopparnueckuil CHUHAPOM (JIETOYHOE, >KEITyIOYHOe
KpOBOTEUEHHE) B aHaMHe3e. | Mmokoaryisnns HOBOPOXKIEHHOTO B aHaMHe3e (IuiazMoTpaHchy3us
Ne 2). Ilepcuctupyroas gerounas runepTeH3us: B aHaMHe3e.

®donoBoe: MopdodyHKITMOHATBHAS HE3PETOCTD.

Oo6cy:xnenne. Cunnpom JXEéna — penkoe 3abojeBaHHE, YacTO HE H3BECTHOE IIMPOKOMY
Kpyry Bpadeil. B HacTosiiee Bpemsl B OTEUECTBEHHOM MeIUaTpUM UMEIOTCS COOOIICHUS O Cepuu
HaOJIIO/IEHUI 3a J1€TbMHU, KOTOPBIM JMarHOCTUPOBaHA JaHHas mnatojorus (7 denoBek Oe3 ydera
Hamero manuenTa) [1, 9]. B nabmoaenusax [1.}0. OBcssaamkoBa (2016) xapakTepHbIM IPOSBICHHEM
JAHHOTO CHHJpOMa OBbLIIO COYeTaHHE TaKUX CUMITOMOB, KaK OTCTaBaHHE B POCTE TPYAHON KIIETKH,
YKOpOUYCHHE KOHEYHOCTEH, JbIXaTellbHas HEJOCTaTOYHOCTh C  KHCIOPOJ03aBHCUMOCTBHIO,
pelHMIUBUPYOIME WHPEKINH JAbIXaTeIbHBIX MyTeH, 3aep)KKka MOTOPHOTO pa3BuTHs. [lockoibky B
OCHOBE 3a00JIeBaHUs JIC)KUT T€HETUYECKH OOYCJIOBIEHHOE HapylIeHHE CTPYKTYphl WM (DYHKUUU
pecHuYeK (UWIHif), KOTOpbIe MPUHUMAIOT YYaCTHE B PA3BUTHH KOCTHOM, renaToOMINapHON CUCTEM,
He()POHOB, CETUATKU IJIa3a W JIPYTHX CTPYKTYp OpraHu3Ma, TO W (PCHOTUIMHYECKHE MPOSIBICHUS
JAHHOTO CHHJpPOMa MOTYT OBITh caMbiMU pa3HooOpasHeiMu [10].  I[{unwomatuu sBASIOTCS
IUIEHOTPONMHBIMU  3a00JI€BAaHUSIMH M XapaKTEPHU3YIOTCSI TaKUMHU OOLIMMH, BapuaOeNbHBIMU B
3aBUCHUMOCTH OT 3a00JieBaHUSl KIMHUYECKUMHU CHMIITOMAaMH, KaK MOJMKUCTO3 IMOYEK, MEUYEeHU U
MO/KETYJOYHON KeNe3bl, JIereHepalisl CeTyaTKd TJa3a, acUMMETpPHUsi BHYTPEHHUX OpraHOB,
KOCTHBIE, YENIOCTHO-JUIEeBbIE Ae()eKThl U Je(PeKThl OJOHTOreHe3a, Ae(EeKTbl HEPBHOW CHCTEMBI,
rugporedanus, oxupeHue, Oecruiogne. B 3MOpHOHAIBHOM TepHOJE IMIUH HEOOXOTUMBI ISt
MPaBWJIBHOTO MEXKKJIETOUHOTO B3aUMOJIEUCTBUS B TPOIIECCE OCTEOXOHIPOreHe3a, M03TOMY
HamOoJee YacThlM W paHHUM TposiBIeHHEM cuHapoMa JKEHa sBIseTcs CHCTEMHas
OCTEOXOHAPOIUCIIIA3US, KOTOPYIO MOKHO BBISIBUTD YK€ aHTEHATAJIBHO.

OTnenpbHOr0 BHUMAHHUS 3acily’)KMBAaeT MATOTEHE3 Pa3BUTHUS AbIXaTEIbHOW HEJOCTaTOYHOCTU
npu cu"apome JKéna. Kak mokas3piBaeT JEMOHCTPUPYEMbBIM KIMHUYECKUW Clly4dad, JOCTATOYHO
TSOKEIBIN pecmupaTOPHBIA IUCTPECC-CUHAPOM CIIOCOOEH Pa3BUTHCS JIaXke y JOHOIIEHHOTO 3pPEIoro
pebenka. [larorenes ApIxaTeabHBIX HAPYIICHUN MPU TOPAKOACHUKTUISCKON TUCIUTA3UN BO MHOTOM
CBsi3aH ¢ JedopMamnmeil TpyIHOW KIETKH, KOTOpas IPOHMCXOIAWT BHYTPUYTPOOHO M HapymIaeT
JBIXaTeNbHYI0 aKTUBHOCTH IIJI0Ja, KOTOpas B CBOIO OuYepeab SBIAETCS BaXXHBbIM (DaKTOpOM
HOPMAaJbHOTO pa3BUTUs JerTkuX. JlpIxarenapHble MABMXKCHHUS IJI0Jla MPEICTABISIIOT  COOOM
MEePUOJNYECKHEe PUTMUYHBIC COKpalleHUs auadparmpl, KOTOpBIC TMOACPKHUBAIOT PACTSDKCHUE
JIETKUX U 00BEM JKHUIKOCTH B TEPHOIBI OTABIXA MPU COKPAIICHUU BEPXHUX IBIXATCIBHBIX ITyTCH.

OTCcyTCTBHE IBIXaTEIbHBIX IBMKCHHH Yy TUIOAA CIIOCOOHO MPHBOJWUTH K THUIOIUIA3UU JETKuX. [Ipn



cunapome JKéHa ABM)KEHHME IPYAHOM KJIETKH 3aTPYyJHEHO BCJEICTBHE KOCTHBIX JAedopmanuii, 4To
IPUBOAUT K YMEHBLICHHUIO [JbIXAaTENbHBIX IBM)KEHHUM, a 3TO B CBOIO O4Yepelb CHOCOOCTBYET
(OpMUPOBAHUIO THIOIUIA3UHM JIETKUX pa3iN4HOi cTeneHu BeipaxkeHHocTd [11, 12]. Ilocne
POKIEHUSI NPOrPECCUPOBAHUE JBIXATEJIBbHOM HEIOCTATOYHOCTH NPOUCXOAUT B PE3YJbTaTe
COBOKYITHOCTH TPHYUH: HApyNICHHE BHENIHETO [BbIXaHWS W3-3a CKEJETHBIX nedopManuidi u
HapyiueHue aud@y3uu razos B JEro4HONW MapeHXUME BCIEACTBHE ee runoriasuu. Ilomumo srtoro,
y’K€ B paHHEM IE€pHOo/Ie MOXKET MaHU(ECTUPOBATh LUJIMAPHAs HEIOCTaATOYHOCTh B BUJIE HAPYLIECHUS
MYKOLMJIMAPHOTO KJIMPEHCAa W Pa3BUTHUSA NMHEBMOHHMU. JlpIXaTenpHass HEJOCTATOYHOCTh CIIOCOOHA
3HAYUTENIBHO YCYTyOJsThCS CEpPACUYHO-COCYIUCTONM TAaTOJIOTMEe — JIErOYHOM TIulepTeH3uen
(SIBJII€TCSI YACTBIM CITyTHMKOM THMIIOIJIA3UPOBAHHBIX JIETKUX), BPOKICHHBIMH ITOPOKaMH CEpALa C
o0oraieHreM Majoro Kpyra kpoBooOpamieHus [9]. Takum oOpa3oM, CKeleTHbleé aHOMAalIUU U
MOPaXEHUE PECHUPATOPHON CHUCTEMBI CIIy’)KaT OCHOBHBIMM KIMHUYECKHUMH IPOSIBICHUAMHU
cuapoma JKéna. OgHUM M3 NAJNIMATUBHBIX CHOCOOOB JieueHus npu cuHiapome JKéHa sBiseTcs
XUPYpPIru4ecKoe YCTpaHeHHe AeOopMaluu TPyJHOM KJIETKM, 4TO B pANE CIy4yaeB I03BOJIAET
JIOOUTHCS HEKOTOPOTO YIydIlIeHHs pocTa Jierkux. OHako 1aHHasi MeTouKa Mao3ddexkTrBHa npu
BBIPKEHHOW TUIIOIUIa3UM JIETOYHOM MapeHXUMBbI, IOCKOJIbKY IIAHCHl Ha YJIy4IlIEHHE IIPOrHO3a B
JTAHHOW CUTYalluu HEBEJIUKH.

Bmecte ¢ TemM mnpu ngaHHOM 3a00J€BaHMM MOJKET pa3BUBAThCS PA3IMYHOW CTENEHU
BBIPQ)KEHHOCTHU ATOJIOTHs APYrux opraHoB. [Ipu cunzapome JKéna mopakaroTcsi MOYKH, MEYEHb,
MOJKETYJOUHAs XKeJe3a, peke — XKelly JIOUHO-KUIIEYHbII TpaKT, HepBHAs cucTeMa u riasa [6, 7].

[lopaxkeHre TMoO4YeK uyalle pa3BUBAETCA IIOCIE TEPBBIX 2 JIET JKU3HU BCJIEICTBUE
HENPABWJIBHOTO BOCIPUSITHUS CUTHAJIOB, HEOOXOAUMBIX JUIsl POCTa U Pa3BUTHS MOYEYHOW TKAHU U3-
3a  HaApymeHHOM paboThl MWIMKA B KIETKaX OSIHUTENUs HeppoHAa. ODTO MPUBOIUT K
TyOYyJIOMHTEPCTULIMAIBHON HedponaThy, aTpoPUH U KUCTO3HBIM HU3MEHEHUSM B IMapEHXUME MOYEK,
HapyIleHUo (YHKIMM KaHAJIbLEBOro ammapara, aup@y3HOMy HHTEpCTHIHMAIbHOMY (udpo3y,
roMepyJisipHomMy ckieposy [8]. Ilodeunas HEITOCTATOYHOCTH — OCHOBHAsI MPUYMHA JIETAIHHOTO
HUCX0Ja y manueHtoB ¢ cuHapomom JKéna B Bo3pacte ot 3 mo 10 xer [12]. [latonmorus neueHu
BO3HMKAE€T B pE3yJIbTaTe HEMPaBWIBHOTO pPAa3BUTHA MNPOTOKOBOW IUIACTUHKM B  IEPUOJ
smOpuorenesa. [IporokoBas ruiacTHHKa 00pa3yercsl U3 KIETOK IEeUeHH, PACIOJIOXKEHHBIX BOKPYT
cocynoB, W obecrieunBaeT (OPMHUPOBAHWE HOPMAIBHOW apXWUTEKTOHUKM TedeHH. Hekoropsie
CTPYKTYPHbIE M3MEHEHMs IEYEHH, TaKue KakK MOJMKHCTO3, MpoiHdepanus 3MUTENUs KETUHBIX
IIPOTOKOB U MOPTalbHbIM (UOPO3, KaKk MpaBUIIO, NPOTEKAIOT OECCUMIITOMHO U OOHApyXHBAaIOTCS
TOJIBKO TIpU YJBTPa3BYKOBOM HccienoBanuu (Y3W) unm Ha ayToONCUM, OJHAKO NpPU CHHIPOME
’Kéna Moryt BO3HMKaTh M KIMHUYECKH 3HAUYMMbIE HapyLIEHMs, BKIIIOYAIOLIUE TenaTOMEraluio,

MOPTAJIBHYIO TUIIEPTEH3UIO, IUPPO3, XoJiecTas [6].



3akmouyenue. Takum oOpa3oM, Hamune PEHOTHITNIECKUX MPOSBICHUN Y HOBOPOXKICHHOTO
K. yknaneiBaercss B KIMHHUYECKYIO KapTuUHY cuHApoMa JKEHa, KOTOpbI MMeeT B OOJbIIMHCTBE
cllydyaeB HeONaronpusaTHbIA MporHo3. V3BecTHO, YTO JE€TanbHOCTh B MEpBble 2 rofia XU3HU y
OOJIBHBIX C JTaHHOU matonorueit coctarisier 60—80%, mpu 3TOM OONBIIUHCTBO JIETATBHBIX HCXOI0B
peructpupyercss B HeoHaTanbHOoM mniepuoae [1, 9]. YV mnpencraBieHHOro HamMu MalUeHTa
npeobiasanyd pecnupaTopHble MposiBiIeHUs cuHapoMa JKéHa (BbIpaxkeHHas Aedopmanus rpyIHON
KJIETKH, OOycCJOBHBIIas TINTyOOKHE HapyIIEeHHs BEHTHISALIUMOHHOW (YHKLHH), YTO U SIBHJIOCH
NpUYMHON HeOaronpusTHOro ucxona. [Ipu MeHee BbIpaXeHHOM JeopManuu ckeneTa peOeHOK ¢
JAHHOM IaTOJIOTHEN MOXKET MEPEkKUTh MIIAJICHYECKUA BO3paCT, U TOIAA B KIMHUYECKON KapTHUHE
Oyzer npeobsasaTe CUMITOMAaTHKA MOPAXKEHHWsS BHYTPEHHHX OpPraHOB, IPEXAE BCEro nodek. B
LIEJIOM BBIPQXKCHHOCTh KJIIMHUYECKUX IPOsBIEHUHN cuHApoMma JKEHa onpenensercss TUIIOM MyTaluH
I'€HOB, BOBJICYEHHEM IOPAKEHUS CKelleTa (IpeXAe BCEro I'pyAHOM KIETKH), a B MOCIEIyIOLIUe

BO3PACTHBIE IEPUOJBI — U APYTMX OPTaHOB U CUCTEM.
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