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OnpepeneHune

-3TO peaKasi BpoXaEHHast aHoManus, NPy KOTOPO
N3MEHSAIOTCA pasmepbl U dopma NNLEBLIX CTPYKTYP.

OBbIYHO N3MEHEHMS NOKaNM3ytoTCsl Ha OHON CTOPOHE
nuvLa, Bbi3biBasd ero aCMMMETPUIO, HO MHoraa
BCTpeYaeTcsl ABYCTOPOHHEE NOPaKEHNUE.

[aHHbIN CUHOPOM OTHOCUTCA K CNEKTPY BPOXAEHHbIX
aHoManumn Yyepena m fiMUeBbIX CTPYKTYP, UMEIOLLNX OBLLIA
TEPMUH "KpaHnodraumnanobHasa mukpocomus". I'og HUM
NMOHUMAaETCSH YMEHbLUEHWE KAaKON-NTMDO CTPYKTYPbI TENa B
npegenax YepenHo-nuueson obnacTu.

CUHOHUMBI CUHOPOMa: OKYIoaypuKkynspHas gucnnasus,
dauno-aypukyno-seprebpanbHas accounaumsi, CUHOAPOM
1-1 1 2-1 )XabepHbIX Oyr, OoTOMaHANOYNAPHLIN AN30CTO3,
remudpauimanbHast MUKpOCoOMUSA 1 ap.



CuHgpom [onbaeHxapa




OTNOoN0rmg

A3yyeHa Heg0CTaTOUYHO, BO3MOXHO - ayTOCOMHO-A0OMUHAHTHbLIN. [eH,
AETEPMUHUPYHOLLI KNTMHUYECKME NPOoAB/IeHNA CMHAPOMa [obAeHXapa,
KapTUpOBaH Ha A/IMHHOM rnieye XxpomocoMbl 14, B nokyce 14932. Y
NAaLUMEHTOB C PeHOTUMNOM CMHAPOMA MoNbAeHXapa MOryT BCTpeYvaTbCs
TakK>XXe pa3Hble XPOMOCOMHbIe aHOManun.

BONBLLUVHCTBO C/lyYyaeB CMHAPOMA - cropajnyeckume. Takxke UrparoT Posb
Heb/1arornpuATHbLIN aKyLLepCcKO-rMHeKON0rnyecknin aHaMmHes MaTepu
(MpeaLuecTByoLLMe abopThbl, CaxapHbIN AMabeT, N36bITOYUHLIN BEC) U
TepaToreHHble GakTopbl Ha PaHHUX CPOKax bepeMeHHOCTW.

HekoTopble uccrnemosartenu nonaratoT, YTo hopMUPOBaHUIO CUHOPOMA

CNOCOOCTBYET HapyLLEHNEe KPOBOTOKA UMW BHELLHWE NoBpexaatoLLmne dakTopbi:

NPUEM HEKOTOPbLIX NEKAPCTBEHHbIX NpenapaToB, MPOTUBOMNOKa3aHHbIX NpU
bepemMeHHoCTY;

BpeaHbl€ NMPUBbIYKU,

XUMmnyeckme n msnveckme areHTbl, BO34encTByoLne Ha nnoad Ha 3-8 Heaerne
BHYTPUYTPOBHOIro pasBuTus.



KnnHnyeckune NpPoABI1I€EHNA

[na cuHapoma 'onbaeHxapa XxapakrepHa
acuMMeTpua nuua (0gHOCTOPOHHEE Heaopa3BUTUE
YercTn) B COMETAHUM C aHOMANMUAMMK YLLHbIX
PaKoBWH, 4ODpOKa4YeCTBEHHLIMU OMYXONAMU rnas u
Nnopa€eHUeM CNMHHOIro Mo3ra (Kak npasuno B
LLEMHOM OTAerne NO3BOHOYHMKA). B BonbLUMHCTBE
Cllyda€eB 3TN HapyLLUEHMS NOKaNn3yrTCA C NpaBou
cTopoHbl. OgHako Ao 30 % ntoaen ¢ CUHAPOMOM

[onbaeHxapa nvietot D.BVCTODOHHI/Ie aHomasnu
NNUEBLIX [, ~




KnnHunyeckune NnpoABI1IEHUA

K nmueBbiM aHOManNmMsam CNMHOPOMAa OTHOCATCHA:

* paclesinHbl Jinda U Heba, aHoOManum NUUEBbLIX MbILLLL,
BEPXHEU N HUXHEUN YETJTHOCTEN, CKYJTOBOU N BUCOYHHOMU

KOCTEeu;

* aHOMasuu yLHbIX pakOBWH: OT HeOopa3BUTUA UNU
MOSIHOro OTCYTCTBUSA YLLHOW pakOBMHbI 40 0Opa3oBaHUSA
OKOMOYLLUHbLIX KOXHbIX BbIPOCTOB Npu HopMarbHO
CoopMMpPOBAHHOMN YLLIHOWU PAaKOBUHE;

e aHOManuu rnas (BCTpedaroTca pexe): ogHo- Unu
OBYXCTOPOHHEE YMEHbLLEHNE rMa3Horo soroka
(MMKpoTansMma) BNMoTb 40 ero OTCYTCTBUSA
(aHOMTanbsmMumn), annbyrnsbapHble 4ePMONOHbIE KUCTbI
rnas (qobpokadeCcTBEHHbIE OMYyXOnu) U peETUHONATUMN.









Cunppowm [Nospaenxapa




Knaccudukauma n ctagnum pasButus
cuHgpoma 'onbageHxapa

O6bEéM AedeKToB NNLEBLIX CTPYKTYP OLeHMBaETCA no Knaccudukaumm OMENS, B
KOTOPOW BbIAENSAOT NATb rpynn aHOManuvi:

* O — nopaxeHwue rmasHuubl;

e M — HegopasBUTUE HUXKHEWN YENoCTK;
 E — aHomanusa yxa;

* N — BOBJIEYEHHOCTb HEPBA;

* S — oedununT MArKUX TKaHen.

CteneHb TAXECTU JaHHbIX nedekToB onpenensieTcs no Kraccudukauun,
co3daHHOW y4eHbIMU Pruzansky S. 1 Kaban L. B.:

* 1 cTteneHb — YMEHbLUEeHne HMXXHEW YErNoCTU U CyCTaBHOI7I SIMKN BUCOYHOW
KOCTU C COXpaHEHUNEM aHaTOMUN OPYIrnX CTPYKTYP,

* 2acTeneHb — gedopmaLus BETBU HMXKHEN YENOCTM, CyCTaBHOrO OTPOCTKA U
CYCTaBHOW AMKMK, COMpoBOXaaeTcst AeddULINTOM KeBaTeNnbHOW MYyCKynaTypbl,
NPy 3TOM PYHKLIMSI BUCOYHO-HUXKHEYEMIOCTHOIO CyCcTaBa COXPaHSETCS;

e 206 cTteneHb — HeaopasBuUTME U AedopMaLns MbiLLENKa 1 CyCTaBHOW MKW,
NPV 3TOM BUCOYHO-HKHEYEMNIOCTHOW CyCTaB HEe PYHKLIMOHNPYET;

e 3 cTeneHb — OTCYTCTBME BETBU HUXKHEN YenoCTU, MbILLENKa K CyCTaBHOVI
AMKU C BblPpa>XEHHbIM ,El,e(bl/ILl,I/ITOM MATKMX TKAHEW Ha CTOPOHE rnopaxeHuq,
BUCOYHO-HWXKHEYENMHOCTHOW CyCTaB HE CCbOpMVIpOBaH



OcnoXHeHuns.

» B paHHem Bo3pacTe acuMMEeTPUS HXKHEN YEnoCTU NPUBOANUT K
HEMpaBUbHOMY Pas3BMTMIO U NPOrpeccupytoLLen aedopmaLmy
BEPXHEWN YENCTU N OCTanbHbIX CTPYKTYP Nnuesoro ckeneta. Co
BpeMeHeM pebEHKY CTaHOBUTCSA TPYAHO XeBaTb U rnotath. [pu
Bblpa)k€HHOM HEOPA3BUTUN HXKHEN YEMIOCTM Y NaLMeHTa MOryT
BO3HMKHYTb NOCTOSAHHbIE NPOONEMbI C AblIXaHWEM, BMMOTb 40 anHO3
BO CHe.

* B uenowm paclienuHsl nuua n/nnn HEdGa, Heaopa3BUTUE BEPXHEN U
HUXKHEN YentoCTU, NULUEBLIX MbILLL, CKYIT0BOU N/1NN BUCOYHOM
KOCTEeN CroCObOHbI Bbi3biBaTh NpobriemMbl C 3ybamu, TPYAHOCTU NpU
KOPMJIEHUU, HAPYLLEHUE PEYN N NUBMEHEHUE ICTETUYECKUX
napameTpoB nuua.

 AHOManNuu yWwHbIX pakoOBUH B HEKOTOPbIX ClyYasax ConpoBOXAaloTCH
aTpesnen (3apalleHneM) criyxoBoro KkaHarna finbo NomnHbIM ero
OTCYTCTBUEM, YTO NPMBOAMUT K HApYLLEHUIO cnyxa. M3-3a aToro
PEOEHKY CrOXXHEeEe OPUEHTMPOBATLCSA B NPOCTPAHCTBE, TaK Kak OH He
NOHUMAET, OTKy4a UCXOoAUT TOT U UHOW 3BYK.

e AHOManuu rnas, Takme Kak gepmMouaHble KUCThI a3 1 KorioboMbl
(HegopasBuUTME YacTu BEPXHETO BeKa), CNOCOOHbI NPMBOANTDL K
HapyLLEHNIO 3pUTENbHON PYHKLMK BANOTb 40 YaCTUYHOU UK
MosnHowm notepu 3peHus



[lnarHocTtumka

Kak npaBuno, anarHoctupoBaTtb cCMHAOPOM [onbaeHxapa He
cocTtaBnseT Tpyaa. ['loctaHoBKa aTOro AnarHo3a OcHOBaHa Ha
OLEHKE BHELLUHUX MPU3HAKOB, KITMHUYECKON CUMITOMATUKE U
pesynbratax 4ononHUTeNbHbIX nccrnegosaHnm — KT,
peHTreHorpadgpumn, MCKT 4yepena, axokapanorpadum u
ynbTpasBykoBou guarHocTtuku. KT, Kak npasuno, npoBoanTcAa angd
NOAroTOBKN peEOEHKA K onepaTuBHOMY JTIEYEHULO.

* KT BUCOYHbIX KOCTEN. Ha nopaxeHHOM CTOPOHE BbIABMNAOTCSHA
rpyoble aHoManum pasBuUTUSA BUCOYHOM KOCTU — YMEHbLLEHUE B
pasmepax bapabaHHOW NOMOCTU, KOHIMOMeEpPaTbl CITYXOBbIX
KOCTOYEK, CTEHO3 HULLW OKHa npeaaBepus, ANCTONMUS KaHana
NULEBOro Hepaa.

« ObcnegoBaHMe y cneunanucToB — reHeTUKa, kKapamonora,
opTonena, opTanbmMosiora, Heesponartonora, AedeKTonora,
YenCTHO-NNLEBOrO XMpypra, noronega.

» [nddepeHumnanbHasa gnarHoCTuka ¢ YentoCTHO-NMLIEBLIM
An3ocTto3om (cuHgpomom Tpudepa KonnuHsa)



ObsizarenbHou YacTtetio Y3U nnoaa Ha 18-20
Heaene 6epeMeHHOCTU SABMAETCH OLEHKa
NUUEBLIX CTPYKTYP. MeToanka nccrnegoBaHus
BKIKOYaET MYITUMITOCKOCTHYHO OLIEHKY
MONOXXEHUA U pa3sMepoB OPOUT, CTPYKTYP
[nasHbIX A0M0oK, NpaBUITbHOCTN DOPMUPOBaAHUS
YyernrcTen, Hoca 1 HocorybHoro TpeyrosibHMKa,
PaCMONIOXEHNSA U POPMbI YLLIHbLIX PakoBUH. Y3V
NULEBbIX CTPYKTYpP Nfoaa NO3BOMAET BbIABUTb
HeaopasBUTUE HMKHEN YErOCTU, PaCLLENUHDI
ryool n/unu Heba, oTCyTCTBUE UMK
Hegopas3BUTUE rnasa m yLWHOW pakoBUHbI



JleueHune

« [ns nevyeHus naUneHToB ¢ CMHAPOMOM [onbaeHxapa NPUMEHSTCS
MHOro3TanHble XMpypruyeckne BMeLLaTenbCTBa, KOTOPbIE
NPOBOASATCS B pa3Hble Nepuoabl pocTa 1 pa3BUTUSA YEPENHO-
NULIEBLIX CTPYKTYP. JleyeHne AnuTtenbHoOe, 3aBUCUT OT JIoKanusauum
1 BblpaXkeHHocTM natonornn. OHo HanpaBneHo Ha BOCCTAHOBMEHNE
cbopmbl 1 pa3MepoB YenCTeN, YLLIHOM PaKOBUHbLI U APYTrUX CTPYKTYP,
a TaKkke Ha BOCCTaHOBMEHNE YHKLIMIA CyXa, XeBaHUS 1 yyYlleHune
9CTETUYECKMX MapaMeTpPOoB NuLa .

* JledyeHue nposBneHnn cuHaopoma [onbaeHxapa criegyer HavynHaTb
Kak MOXXHO paHbLUe. CBOoeBpeMEHHAs KOPPEKLMSA YEMOCTHbLIX
HapyLLUEHW Yy OPTOLOHTa COCODCTBYET YCMNELIHOMY XUPYPrnyeckomy
fIe4eHnIo B NocreayoLwemM n coxpaHsieT banaHc NMUEBOro CKeneTa.

« [lna ycTpaHeHUA BblpaXeHHbIX 0edeKTOB HMKHEN YeroCTur
NPUMEHAIOT MHAUBUAYANbHO-CMOAENUPOBAHHbLIE 3HAONPOTE3bI NMNOO
KOCTHO-XpSILLIEBbIE ayTOTPaHcnaHTaTbl N3 p€bep, obnagaroLime
TeHaeHumen K pocty. [1na yctpaHeHna 0edekToB YLWHOW pakoBUHbI
TakXXe MCMosib3yTCA CUITMKOHOBLIE 3HO0MNPOTE3LI INDO
ayToTpaHcnnaHTaThbl.






* Takke HeobxoduMbl perynapHble 3aHATUS C Cypaoneaarorom
n noronegom. Bcé ato nossonsert npeaoTspaTuTb
oTCTaBaHWe pebEHka B pe4eBOM U 00LLEM Pa3BUTUMN.

» PelueHne npobnem c KopMreHneMm 3ako4aeTcs B
NPUMEHEHUN crielunarnbHbIX Oy TbiNoOYeK U HasoracTpanbHOro
30HAa — TPYOKM, KOTOPYHO BBOAAT B XKeNyaoK Yepes HOC.

« HoBooOpa3soBaHud, nokanusyouwmecs Ha NoOBEPXHOCTU
rnasHbIX A0M0K, MOryT ObITb YAaneHs! B CnyyYae HapyLleHUs
3PEHNA U NMPU KPYMHbIX pasMmepax onyxonu. ¥ geten oo 7
NeT onepawus rno yganeHuo KUCTbl NPpoBOANTCA Noa
Hapko3oM. BpoxxaeHHbIe Nopokn cepaua, npobnemsl C
rnoyYykamm n/mnuv aHomasnnm No3BOHOYHUKA TaKXe
KOPPEKTUPYIOTCA XUPYpPruyeckumn metogamm






[lporHog. ['lpomnnakTnka

e [lporHo3 *u3Hu naumeHTa c cuHgpomMmom FonbaeHxapa 3aBUCUT OT TSHKECTU
KNUHUYECKNI NPOSIBIIEHNIA, BPEMEHWN UX ANArHOCTUKN 1 BO3MOXXHOW KOPPEKLIUMN.
[lonrocpo4HbI NPOrHo3 NpeackasaTth CHOXHO .

» Kak npaBuno, BO3HMKHOBEHME cuHApPOoMa [onbaeHxapa HOCUT CrlyYanHbI,
HEeHacneACTBEHHbIN XapakTep. MNpu poxaeHnn 6onbHOro pedexHka y 300poBbIX
poAuTENiEN NOBTOPHbLIN FEHETUYECKNIN PUCK ANS NOTOMCTBA COCTaBMSIET HE
bonee 3%.

* [lpu oTarow€HHOM ceMeNHOM aHaMHe3e He UCKIMKYEH HacneLCTBEHHbIN
XapakTtep 3aboneBaHusd. B Takom cnydae puck asisg noToMmcTaea no
KpaHuodpaumanbHOW MUKPOCOMIUM MOBbILLEH. [1N1A OLEHKMN pUcKa NoKa3aHo
MEAUKO-reHeTUYEeCKoe KOHCynbTupoBaHne. OgHako OTCYTCTBUE KOHKPETHOIO
MYTUPYIOLLIErO reHa, XapakTepHOro ans passuTtus cuHgpoma lonbgeHxapa, He
NO3BOJISAET TOYHO NpeacKkasaTh BblpaXXeHHOCTb CUMMTOMOB Y MOTOMCTBA.

» [lepsBuyHas (Maccosas) npodunakTka cuHapoma lonbaeHxapa, Kak v nobow
BPOXAEHHOW aHOManum, 3aKno4aeTca B UHOPMMPOBAHNI HACENEHNSA U
MOMHOLIEHHOW AOPOAOBOW NOArOTOBKE, HANPaBEHHOW Ha NpeaynpexaeHue
BO3HMKHOBEHNSA 3ab0neBaHus.

* WHauBnayanbHas npodunakTuka cuHapoma npeanonaraeT NnpoBeaeHue
MEeOMNKO-TEHETUYECKOTO KOHCYNBTUPOBAHUSI CEMbU U NPeHaTarnbHOM
YNbTPa3ByKOBOW ANArHOCTUKN BepeMEHHOM KEHLUHbI B YCTAHOBIIEHHbIE CPOKM
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