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CTUI Mbl JIU35MbPUOI'EHE3SA

* CTUTMBI - MJIbIE AHOMAJIMU PA3BUTHUS, SIBJISIIOIIMECS PE3YIBTATOM BO3JICHCTBHUS B
SMOPHOTEHE3€E PA3INYHBIX HEOJIArONpPUATHBIX (PaKTOPOB. MaJjible aHOMaIMK Pa3BUTHS YacTO
BCTPEYAIOTCS Y JIETEW C BHYTPUYTPOOHBIM MOPAKEHUEM, TP XPOMOCOMHBIX CHHIpPOMAaXx 1
HACJICACTBEHHBIX 3a00JieBaHusIX. OOHapyKEHHE UX B OOJIBILIOM KOJIUYECTBE Y HOBOPOKICHHBIX,
MepEHECHIINX aC(HUKCUIO WM BHYTPUUEPEITHYIO POAOBYIO TPABMY, SIBJIISIETCS OCHOBOM J1JIs1
MHTEPIPETALMHA STUX COTCOSTHUM KaK BTOPUYHBIX, Pa3BUBAIOIINXCS HAa (DOHE HAPYIICHUS
BHYTPUYTPOOHOT'O Pa3BUTHSI.

= KIIMHHYeCcKas OLICHKA MaJIbIX aHOMAJIMK pa3BUTHUI Ba)KHA JJIsl IMAarHOCTUKU 3a00JIeBaHUI
MO3ra y JIETeH, MOCKOJbKY M KOKa, 1 HEPBHAS CUCTEMA PA3BHUBAIOTCS U3 SKTOACPMAJIBHOTO
3auarka. Hanuuue 0onee 5 cTUrM - mokasarelb HapylleHHs ncuxodusnueckoro pazputus (JI.O.
banansH. PykoBoJICTBO 110 HEBPOJIOTHM PAHHETO JAETCKOro Bo3pacra. 1980).



Yepen: @opma yeperna MUKpoliedaatndeckas, ruaporedanuueckas, oOpaxuiedanndyeckas,
nonuxonedannieckas, aCHMMETPUYHAS: HU3KUU 100, PE3KO BBIPAKEHbBI HAJJOPOBHBIC TYTH,

HaBHCAIOIIas 3aThbJIOYHAS KOCTh, YIUIOMICHHBIN 3aThUIOK, THIOIIA31sI COCIICBUIHBIX
OTPOCTKOB.

Normal Plagiocephaly Brachycephaly  Dolichocephaly






Mukpouedaaus




JInmo: IIpsiMast TMHKUS CKOLIEHHOTO J10a U HOCA. MOHTOJIOMAHBIN WJIM aHTUMOHTOJIOUTHBIN
paszpes ma3. ['unep- wiu runorenoprsm. CeIOBUAHBIN HOC, YIUIOIIEHHAs CIIMHKA HOCA,
MCKPHUBJICHHBIN HOC. ACuMMeTpus Juia. I Iporenusi, MUKpOT€HHUs, paBI[BOCHHBII/I Hoz[6opoz[01<
KJIMHOBHUIHBIN MO100POJIOK. e
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[ maza: DNHUKaHT, HU3KOE CTOSTHUE BEK, aCUHMMETPHS INIA3HBIX IIEJIEH, OTCYTCTBUE CIE3HOTO
Msiclia (TPEThE BEKO), AUCTUXHA3 (ABOMHOM POCT PECHHUIL), KOJIOOOMA, T€TEPOXPOMHUS

pay’KHOM 000JIOUKH, HEMTPaBUJIbHAsI (h)opMa 3pAvKOB.
B




Yim: boabiime OTTONBIpEHHBIE YIIH, Majible 1€(POpPMUPOBAHHBIC YIIIH, PA3HOBEIMKHUE YIIIH,
PA3JIMYHBIA YPOBEHD PACIIOJNIOKEHHUS YIIIEW, HU3KOPACIIOJIOXEHHBIE YIIIM. AHOMAJIUS PA3BUTHS
3aBUTKA U MPOTHBO3AaBUTKA, IPUPAILICHUE MOYKH yIel. Jlo0aBoUHbIE KO3EIKU




Pot: MukpocTomMusi, MaKkpoCToMHusl, "'pelOHi poT", BEICOKOE Y3KO€ HE00, apKkooOpa3zHOE HEOO,
KOPOTKas y37euKa SI3bIKa, CKJIaA4aThIi S3bIK, Pa3ABOCHHbIN S3bIK.




[Iles: KopoTkasi, [iiiHHAs1, KpUBOIIES, KPBUIOBUAHBIE CKIAJIKHA, M30BITOYHBIC CKIIAIKH.




TynoBume: JImmHHOE, KOPOTKOE, TPYAb BAABICHHAS, KypHHAas, 00UKOoOOpa3Has, aCHMMETPUYHAsI, OOJIBIIIOE
pacCTosTHUE MEKTy COCKaMH, JT00aBOYHBIC COCKH, ar¢He3UsT MEUEBHIIHOTO OTPOCTKA, TNACTA3 MPSMBIX MBIIIIIT
’KUBOTA, HU3KOE CTOSIHHE ITyTIKa, TPBIXKHU.
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Kuctu: bpaxugaktunus, apaxHOJAKTUINS, CUHAAKTHINS, ITONEepedHasi 00po3aa JIag0HH,
cru0arebHast KOHTpaKTypa NajblieB, KOPOTKHUM M30THYTHIA V Majel, HICKPUBICHUE BCEX
MTaJIBIIEB.




Cromnbl: bpaxuaakTiiius, apaxHOAAKTHINS, CHHIAKTUIINS, CAaHJAJICBUIHAS 111€JIb, IBY3yOell,
Tpe3yOell, MI0CKas CTOIa, HaX0X/ICHUE MaJblEeB APYT Ha JIpyra.




Koxa: /JlenurMeHTUpOBaHHBIE M THIIEPIUTMEHTHPOBAHHBIC IISTHA, OOJIBIINE POAUMBIC IISITHA C
OBOJIOCEHHEM, MU30BITOYHOE JIOKAJIbHOE OBOJIOCEHUE, TEMAaHTMOMBI, YUACTKH aIllJIa3uu KOXKHU
BOJIOCUCTOM YaCTH T'OJIOBHI.




JInzocrto3 (dysostosis; rpeueckuii dys + osteon KOCTh + 0S1S) — HapyIICHUE
PA3BUTHUS KOCTEH, JICKAILEE B OCHOBE BPOXKIAEHHBIX HACIECACTBEHHBIX
CEMEWHBIX 3a00JIEBAHUUN KOCTHOU CUCTEMEI. Yalle BCEro BO3HUKAIOT
AHOMAJIMH PA3BUTHS KOCTEH Yepena B COUETAaHMM C IPYTUMHU CUMIITOMAMM,
OJJHAKO BCTPEYAKOTCS MHOKECTBEHHBIEC U TEHEPAIM30BAHHBIC MIOPAKECHUS
KOCTEU CKEJETA.

BaxxHenuie pasHOBUIHOCTH JIM30CTO3a: KITFOUMYHO-YEPEITHOU, YEPEITHO-
JTALIEBOM, YETKOCTHO-JIMIIEBOU U YEIIFOCTHO-YEPEITHOM.



Cunapom Tpuuepa-Kouaaunia (CTK) (cuaagpom dpaHueCKETTH WM
YEeJIIOCTHO-JIUILEBON TU30CT03) —TCHETUYECKOE 3a00I€BaHME,
XapakTepu3yrliieecs aehopmarnyen JUIEBOro uepena. s 3Toro CuHapoma
TUITUYHO HEAOPA3ZBUTUE CKYJIOBBIX KOCTEU, BEPXHEU U HUKHEU YEIFOCTEH,
YTO MPUBOAUT K Ae(hOpMaAIIMH OPOUT U BEK. Y MAIMEHTOB C CHHJIPOMOM
Tpuuepa-KoiutnH3a yacTto HaOIIOAAETCS XPOHUYECKAs IbIXaTeIbHAs
HEIO0CTATOYHOCTh, alTHO3 BO BPEMS CHA M KOHJAYKTUBHAS TYTOYyXOCTh,
00yCJIOBJICHHAS IIOPOKAMM PA3BUTHS HAPYKHOTO M CPEAHETO yXa.

Jletu ¢ cuaapomom Tpuuepa-KommmHza poxaarTes peako — 1 ciryyan
Ha 10 000 HoBOpOkACHHBIX. IIpnOmm3nTensHo y 30% neren ¢ 2Tum
CUHIPOMOM €CTh pacliearHa Heoa.



JIaHHBIM CUHAPOM HOJTYYHJI UMS BBIIAIOIIETOCS OPUTAHCKOTO O(PTAIBMOJIOra
OnBapaa Tpuuep KoiumnH3a, onmcaBiiero OCHOBHBIE YEPThI IATOJIOTUH 0oJiee cTa
net Hazaa. OqHaKo EBPONEHMCKUE BPAuM Yallle HA3bIBAKOT 3TOT BUJl aHOMAJIUU
KOCTEH JINIAa ¥ YEIIIOCTEN O0JIE3HBIO HIIM CUHAPOMOM DpaHYECKETTH — Ha
OCHOBAHHMH OOIIMPHBIX MCCICIOBAHUI IMBEUIIAPCKOTO O(PTanbpMoiiora Anoibda
dpaHYeCKETTH, KOTOPBIM BBEJI TEPMUH «MaHAAOyI0(aciuaaIbHbIN JU30CTO3) B
CEpPEIMHE MPOIIIOro BeKa. B MEAUIIMHCKUX KPyrax TaKKe UCIOIb3YETCS
Ha3BaHUe — cuHApoM DpanueckeTTr-KomumH3a.



[TpUYUHBI

= HanOonee yacras npuunHa: mytanuu reHoB TCOF1, POLRIC unu POLR1D. I'ennas myranus
TCOF1 — nprumna 81-93% Bcex cimydaeB. POLR1C nu POLRID - nononautensHbIe 2%
ciaydaeB. Y null 0€3 onpeIeICHHON MyTallii OJJHOTO M3 T€HOB IIpUYMHA 3a00JICBaHUS
Hen3BecTHA .I'enH TCOF1 (B nokyce xpomocomsl 5q31.3-33.3), koAUPYET SAAPBIIMIKOBBIN
docdonporenH, oTBeyaromui 3a GOpMUPOBAHUE YECPEITHO-JIMIIEBOM YaCTH SMOpPHUOHA
yejoBeka. B pesynbrare npek1eBpeEMEHHOTO YMEHBIICHUS KOJTMYECTBA ATOrO OeJiKa
HapymarTcs oruorede3 u ¢pynkuun pPHK.Pubocomuas PHK nomoraeT cooupars 0j10Ku
O€JIKOB (AMUHOKHCJIOT) B HOBBIE€ OCJIKH, KOTOPbIE HEOOXOAMMBI A1 HOPMaIbHOTO
(PyHKIIMOHUPOBAHHKS U BBIKMBAHUS KIIETOK. [10 MHEHHIO T€HETUKOB MCCIIEI0BATENBCKON
nporpamMbl Human Genome, 3Ty npo1ecchbl NPUBOAAT K COKPAICHUIO TTPOanudepalinu
SMOPHOHAJIBHBIX KJIETOK HEPBHOI'O I'PEOHS — BaJIMKa BAOJIb HEPBHOTO JKEI100a, KOTOPHIA B XO/E
pPa3BUTHS 3apObIIIa 3aMBIKACTCSI B HEPBHYIO TPYOKY.



dopMmupoBaHME TKAHEH JIUICBOM YaCTH Yyepena NpOUCXOAUT Onarogaps
TpaHcopManuu U JudhepeHIHaN KICTOK BEpXHEH (T0JIOBHOM) YaCTH HEPBHOIO
rpeOHsI, KOTOPbIE MUTPHUPYIOT BJIOJIb HEPBHOM TPYOKH B 001aCTh NEPBOM M BTOPOU
*KaOCPHBIX IYyT 3apojpliia. M 1epuunT STUX KIECTOK BbI3bIBACT YECPEITHO-IUIICBHIC
nepopmanmu. Kpurtndeckui neproi BOSHUKHOBEHU aHOMaJInK — ¢ 18 1o 28 j1eHb
MIOCJIE OTIJIOAOTBOPEHHUS.

1o 3aBepiIeHMM MUTpALMY KJIETOK HEPBHOI'O IpeOHs (Ha Y€TBEPTOM HEJIEE
reCTaln) 00pa3yrTCs MPAKTUYECCKHU BCE PHIXJIbIC ME3CHXMMAJbHbIC TKAHU B
00J1aCTH TUIIa, KOTOPBIC MO3XKe (C 5 1Mo 8 Heaenn) audpepeHIUPYIOTCS B
CKEJICTHBIE M COCJIMHUTEIbHBIC TKAaHU BCEX YaCTEH JIMIIA, I, TOPTaHH, yXa (B TOM
YHCJI€ BHYTPEHHET0) U OyayIuXx 3y0O0B.



KITMHUWYECKAA KAPTUHA

= NepBble NPU3HaKM AaHHOM aHOManun B DONbLLUMHCTBE CcryyYaeB BUAHbI Y pebeHKka cpasy xe
nocre ero NnosiBIIEHNS Ha CBET: NMLO Npu cuHapome Tpuyep KonnmH3a nmeeTt xapaKkTepHbii
Bua. [Npnyem mopdonormyeckne aHomanmm obbIYHO ABYCTOPOHHUE Y CUMMETPUYHBIE.

Hanbonee oyeBugHble cnmntoMbl cuHagpoma Tpuyep KonnuHsa:

= He,OPa3BUTOCTb (TMNOMNMa3nsa) NULIEBLIX KOCTEN Yepena: CKYyoBbIX, CKYMNOBbIX OTPOCTKOB
NTOBGHOM KOCTU, BOKOBBIX KPbINOBUAHbLIX MAACTUHOK, NPMAATOYHbIX Na3yX Hoca, ;

= HeIopa3BUTUE KOCTEN HMKHEN YeNOCTN (MUKPOrHaTus) n bonee Tyrnown Yem obbIYHO
HUXKHEYErnCTHOW Yrof;

= HOC MMeeT HOpMaJ'IbeII7I pa3mMep, O4HAaKO, KaXXeTCAH bonbLIMM KU3-3a runonnasnn
Ha,El,6pOBHbIX Ayr n Hegopa3BUToOCTU UJTN OTCYTCTBUA CKYJTOBbIX Oyl B obnactu BUCKOB;



[JIa3HBIE LIEIU HUCXOAANINUE, TO €CTh Pa3pes I1a3 aHTUMOHTOJIOMIHBIN, C OITYIEHHBIMU
BHU3 HAPYKHBIMH yTOJIKAMU;

ne(eKThl HUKHUX BeK (K0J000Ma) M 4YaCTUYHOE OTCYTCTBHE PECHUI] HA HUX;

yIITHBIC PAKOBHHBI HEIIPABUIBHON (POPMBEI ¢ IIMPOKUM JHANA30HOM OTKJIOHEHUM, BIUIOTH JI0
MX PACIOJIOKCHHS B YIUIy HIDKHEH YETIOCTH, OTCYTCTBHS MOYCK, CIICTIBIX CBUILIEH MEXIY
KO3EJIKOM yXa 1 YIJIOM pTa U Jp.;

CY>KCHHUE WY 3apalicHue (aTpe3us) Hapy»KHOTO CIIYXOBOI'0 KaHAJ0B M aHOMAJIHUH KOCTOYEK
CPEIHETO yXa;

OTCYTCTBHME WJIM THMHOILIAa3Usl OKOJIOYIITHBIX CIIFOHHBIX JKeJie3

(hapuHTreanbHas TUNOMIa3us (CyKEHUE IIOTKU U JIBIXaTEJIbHBIX ITyTEH);

HecpallleHue TBepAoro HEOA (BOTYbS MACTh), a TAKXKE OTCYTCTBUE, YKOPOUCHUE MU
HETTOABUXKHOCTh MIATKOTO HeOA.
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Takue anatoMHUYEeCKHE aHOMAJIMK BO BCEX Cy4as UMEIOT OCIIOKHEHHUS. DTO
(PYHKIIMOHAJILHBIC HAPYIIICHUS CIyXa B BUAEC MPOBOASAIICH (KOHIYKTHUBHOM)
TYTOYXOCTH WJIM MOJIHOM IIYyXOThI; HAPYIICHUS 3pEHUS U3-3a HEIIPABUIHLHO
GopMHUPOBAHUS TJIA3HBIX SI0J0K; A€()EKTHI HEOA BBI3BIBAIOT TPYIAHOCTH C
KOPMJICHHEM M IlIoTaHueM. MIMeroTcsl cBsi3aHHBIE C Jie(hEKTaMU YEIIOCTEN
HapyILICHUs OKKJIFO3UM 3yYO0B (HEIpaBUIIbHBIA IPHUKYC), UTO, B CBOIO OUEPE/Ib,
BBI3BIBACT MPOOJIEMBI C )KEBAaHUEM M apTUKYIsALuen. I1aromorum Msarkoro Heda
OOBSICHSIOT THYCABOCTh I'0JIOCA.

[locnencTBus 4EIHOCTHO-IUIIEBBIX AaHOMAJIMU TIPYU CUHApPOME Tpruuep
KonnuH3a nposBISIOTCS B TOM, YTO MPH POXKISHUN PEOCHKA €T
MHTEIICKTyaJIbHbIE CLIOCOOHOCTH HOPMaJIbHEIC, HO U3-3a Ae(DEKTOB CIyXa U
APYTUX HAPYIICHUN OTMEYaeTCs BTOpUYHAs 3aJCPKKa YMCTBEHHOT'O Pa3BUTHSI.



OVNATHOCTUKA

= [locTHaTanbHaga gnarHocTtuka cuHgpoma Tpudep KonnmHsa, no cyuwecTtBy, NPOBOAUTCA Ha
OCHOBaHWUN KIMMHNYECKUX NPU3HAKOB. YerntoCTHO-NMNLEBON AN30CTO3 NIENKO OnpeaenaeTcsa rnpu
MOSMHbIN 3KCNPECCUBHOCTN CUHAOPOMA, HO KOorga npucyTCTBYHOT MUHUMASIbHO BblipaXXeHHble CUMMTOMbI
naTonorum, ¢ NOCTaHOBKOW NPaBUIbHOro AnarHo3a MoryT BO3HUKHYTb NPOobriemMsl.

= Ocoboro BHMMaHuNA TpebyeT OLieHKa BCEX CBSI3aHHbIX C aHOManUAMM OyHKLMA, OCOBEHHO TEX, YTO
3aTparmeatoT AbixaHune (B CBA3U C Yyrpo30M anHoa BO CHe). Takke NpoBOANTCS OLEHKA U MOHUTOPUHT
9(hPEKTUBHOCTN KOPMITEHNS N HACBILLLEHUSI TEMOTTIOONHA KUCITOPOAO0M.

= B panbHeuwemMm - Ha 5-6 AeHb Nocrne poXAaeHusa - NPeacTouT BbIACHUTb CTEMNEHb NOBPEXOAEeHUN crnyxa
C NOMOLLIbIO ayaNONOrM4eckoro TeCTUPOBaHUA, KOTOPOE AOMKHO NMPOBOAUTLCA eLle B POAUIbHOM
OoMme.

= HazHavaeTcs obcnegoBaHme, B Xo4e KOTOPOro MHCTPYMEHTarbHast AnarHoCTuka NpoBOAUTCS
PEHTIEHOCKOMNMUEN YePENHO-NMLEBON ANCMOpdonorum; naHtomorpaduen (naHopamMHbIM PEHTIEHOM
KOCTHbIX CTPYKTYP NTMLEBOro Yyepena); nosiIHom YepernHom KOMMNbIOTEPHON TOMOrpadoumen B pasnmnyHbIX
npoekunax: KT nnn MPT ronoBHOro moara ang onpeaeneHmsa CoCToaHUA BHYTPEHHEro CryxoBoro



CaMO€ PaHHEE — IIPEHATAIBHOE — JIMarHOCTUPOBAHUE YEIIFOCTHO-JIMIIEBBIX
AaHOMAJIMHU IIPY HAIU4Ynu cuaapoma Tpuuep KomnrH3a B ceMenHOM
aHaMHE3€ BO3MOXKHO ITyTeM OHMONCHH BOPCHH XopuoHa Ha 10-11 Hexene
OEpEeMEHHOCTH (IPOILeaypa YIPOKAET BHIKUIBIIIEM U 3aHECCHUEM
MH(EKIIMY B MaTKY)

Tak)ke OepyTCsl aHAIU3bl KPOBU YJICHOB CEMbH;

Ha 16-17 Henenae OEpEMEHHOCTH OEPETCS aHAJIM3 OKOJIOIIOIHBIX BOJI
(TpaHcaOAOMMHAIbHBIM AMHHOLICHTE3);

Ha 18-20 Hemeasax 0epeMEHHOCTH OPOBOAUTCS (PETOCKOIMUS U OepeTCs
KPOBb U3 IJIOJIOBBIX COCY/IOB ILIAlICHTHI.

Ho yare Bcero B 10p0oJ0BOM JUATHOCTUKE JAHHOTO CHHApPOMA Y ILI0JIA
ucnoibizyercsa Y3U (Ha 20-24 Hegensix OEpeMEHHOCTH ).



OndpdepeHymanbHas gnarHocTuka

= OTUMM Xe MeTodaMU creumnanmcTel NoMb3YHTCS, Koraa Hy>XHa andpdepeHumansHas
OnarHoCcTuKa, YTobbl pacno3HaTb HESAPKO BbipaXXeHHbIM cuHapom Tpuyep KonnuHsa um
OTNUYNTb €ro OT APYrmxX BPOXOAEHHbLIX aHOMasiMn YepenHo-nmuUeEBbIX KOCTEW, B YaCTHOCTMN:
cuHapomoB Anepa, KpysoHa, Harepa, letepc-XeBenbca, XennepmaHa-LUteda, a Takke ¢
remmdaumnarnbHon MUKpocomMunmn (cnHgpoma lonbaeHxapa), rmneprenopmsma,

NpeXaeBPEMEHHOIO 3apalleHuns LWBOB Yepena (KpaHMOCTEeHO3a) N HapyLLEeHUS
CpalLeHUst NMNLEBbIX KOCTEN (KPAaHMOCUHOCTO3a).



JNEYEHNE

= Kak 1 BO BCeX criy4vasix, reHeTn4eckmn obycrioBrneHHbIX BPOXOEHHbIX 4edEKTOB, fie4eHne
cuHapoma Tpuyep KonmnunHsa B TsKenbiX opMax HOCUT UCKITIOYUTENBHO naninaTUBHbIN
XapakTep, MNOCKOSbKY TeparneBTUYECKMX METOAO0B NPU TakNUX NaToNIorns rnpocTo He
cylwlecTtByeT. CnekTp 1 cTeneHb gedopmMauunim npu gaHHOM CUHAPOME OBLLUNPHbI U,
cregoBaTenbHO, XapakTep N MHTEHCUBHOCTb BpadebHOro BMeLlaTeNbCTBa TakKXKe NUMEET
MHO>XECTBO BapUaHTOB.

= [1N9 KoppekLmm 1 ynyylleHns criyxa UCrnonb3yTCcs CNyxoBble annapaTthl, AN yny4dlleHns
PEYUN — 3aHATUA C NIOrorneaom.



XUPYpruvecKue BMENIATEIHCTBA TPEOYIOTCSI B PAHHEM BO3PACTE B TSKEIIBIX CIIydasix
CY>KEHUS JbIXaTEIbHBIX MyTEU (ITPOBOIAT TPAXEOCTOMHUIO) U TOPTAHU

(BBITIOJIHSIETCS] TACTPOCTOMMMS JIJIs1 KOPMIIEHHST) Takke MOKET ITOTPEOOBATHCS
OmnepaTuBHAas KOPPEKIUs HEOA.

CTOMaToJI0ru4eCcKoe JICYEHUE, B TOM YHCIIE OPTOJIOHTUYECKOE, HAITPABICHHOE HA
HCIIPABJICHUE HEMPABUIIBHOTO IIPUKYCA.

Onepanuuy no yJUIMHEHUIO HUKHEN YETFOCTH BBIMIOJHAIOTCA B BO3pacTe 2-3 JIET Uin
IIO3XKeE.

PEeKOHCTpYKIMS MATKUX TKAHEW BKIIFOYAET B C€0 KOPPEKIMIO KOJIOOOMBI HH>KHETO
BE€KA M TUIACTUKY YIIIHBIX PAKOBHH.



= (CMHOHWUM: OKYJi0aypuKyrio-maHambyno-gacumanbHbln AU30CTO3 C ANUBYNbOapHbLIMU
nepmongamun) 3aborneBaHne BCTpeyaeTcs KpanHe peako. 1o gaHHbIM 3apybeXXHbiX aBTOPOB,
3aboneBaemMocTb BapbupyeT oT 1 0o 3 cny4aeB Ha 10 TbiC. HaceneHus.

= 00ObLIYHO 3aTparmBaeT pasBUTUE OpPraHOB OAHOM MOSIOBMHBI NKLA: rnas, yxa, Hoca, MArkoro
Heba, ryod, yentoctn. OHa aBnaeTcs oTaenbHbIM BUOOM NULEBON MUKPOCOMMUU, NMPU KOTOPOW
N3-3a BHYTPUYTPOOHOro HeQOPa3BUTUS CKESTETHbLIX, HEPBHO-MbILLIEYHbLIX U NPO4YNX
KOMIMOHEHTOB MArknx TkaHen (nponssogHbiX | n Il x)xabepHbIX Wernen) HapyXHble opraHbl OgHOM
NOMNOBWUHbI NULLA OTNIMYaloTCs 3aMETHO bonee menknmmn pasmepamun. O4eHb peako ata
naTonornsa obiBaeT ABYCTOPOHHEN.

= Q87.0 CuHAPOMbI BPOXAEHHbLIX aHOMAarnumn, BIMAOLWME NPENMYLLECTBEHHO HA BHELUHUA BUA
nvua



STNOJI0I NA

DTronorusa cuHapoMa l'onbaeHxapa 10 HaCTOSIIErO BPEMEHHU N3y4YEHa
HEIO0CTATOYHO. BO3MOXKEH ayTOCOMHO-IOMUHAHTHBIA TUIT HACIEeAOBaHUs. Bee
TEOPHUHM, IIPEAIIOIATAOIIUE PA3ZBUTUE CUHIPOMA, CBA3AHbI C TEHETUYECKUMU
OIIOKaMM BO BpeMsi (P)OpMHUPOBAHUS CTPYKTYp Iaza. HemanoBaxHyI0 pojib
UTPAET OTATOILICHHBIN aAKYIIEPCKO-THHEKOJIOTHYECKUN aHAMHE3 MATEPH.
M3BECTHBI ClTydyan BO3SHUKHOBEHUS JIEPMOUIA POTOBUIIBI, CBA3AHHBIE C IIPHUEMOM
MAaTEpbIO TEPATOTCHHBIX BEIIECTB B IEPBbIN TPUMECTP OepeMeHHOCTH. HacTo
3a00J1€BaHUs MaTepU BUPYCHBIMHU MH(MEKIUIMH B IIEPBOM TPUMECTPE
OEpEeMEHHOCTH,0COOCHHO 10 2—7 HEJelb, IPUBOAAT K SMOPHUONATUIM



KnnHnyeckaa KkapTuHa

= [IepBble MpH3HAKK HATWYHS JTUIEBOM MUKPOCOMUM B OCHOBHOM OIPEACISIIOTCS
BU3YyaJIbHO P OCMOTPE HOBOPOXKJACHHOTO. TUIMMYHBIMUA CUMIITOMAMHU SIBJISFOTCS
HEKOTOpasi aCCUMETPHS JIMIIa, HAPYIIICHUE Pa3MEPOB U MOJIOKECHHUS TJIa3HUIIbI,
nedopMalys yIIHbIX PAaKOBHH B (POpME CIECHM(DUUECCKUX Ay PUKYIISIPHBIX
«BBICTYIIOB», IIPU 3TOM JIPYTrU€ U3MEHEHHS BHEIIHETO yXa MOTYT OTCYTCTBOBATb,
HEJIOPA3BUTHE HUYKHEHW YETTFOCTH.



C pocToM peOeHKa CUMIITOMAaTHKa CTAHOBUTCS BCe 00JIe€ 3aMETHOM.
®enotun ['onaeHxapa BKIOYAET aHOMAJIWM Pa3BUTHA yXa (MUKPOTHIO), I1a3, HOCA, MATKOTO
HeOa, ry0 u yemtoctd. OQHUM W3 TUITMYHBIX CHMIITOMOB CYUTACTCSl HATMYHUE XOPHCTOM
(anuOyIB0apHBIX JEPMOHUIOB) Ha ITIOBEPXHOCTH IJIa3HOTO SI0JI0KA. ITO OMyXOJIEBhIC
oOpa3oBaHMs, COAEpIKAIIME HE XapaKTepHbIC IS UX JIOKAIU3aIui TKaH! (BOJIOCSHBIC
(hOJIIMKYIIbI, CAlIbHBIE U MMOTOBBIE JK€JI€3bl, PUOPOKUPOBYIO TKaHb). JJaHHBIN CUMIOTOM
crienupuueH 1t 70% cirydaeB cuHapoma I onpaenxapa. M3 opTaabMOJIOrH4ecKux
Mab(popMaluid MOTYT IPUCYTCTBOBATH (25% ciydaeB u 0ojee) — TUIOACPMOK/IbI B
HapyKHOW 00JIACTA KOHBIOHKTHBBI TJIA3HOTO SI0JI0Ka, KOJIOMOBI BEPXHETO BEKA, MOPOKHU
[71a30/IBUTAaTEILHON MYCKYJIATyphl, pa3pe3 IJ1a3 ¢ ONYIIEHHBIMA BHU3 BHEITHUMHU YTOJIKaMU
IIa3HbIX 010K, M3penka (He ganie 5% ciiydaeB) HAOMIOIACTCS MAJIbI IMAMETP POTOBUIIBI
r7a3a, CKBO3HOM AS(PEKT UIIM OTCYTCTBUE PATyKHON 000J0YKH, OIYIIICHUE BEPXHETO BEKa,
HEJI0Pa3BUTHE TJ1a3HOTO SI0J10Ka M €r0 MaJIble pa3Mephl, KOCOTJIa3ue U KarapakTa.



a- nunogepmMoun Hapy>XHoro Kpas
NeBoro rrnasa, npeaypuKkynspHble
npuaaTkn, aNnnbynbbapHbIN
aepmowng (ctperka) 0-
rOpn30oHTarnbHbIN CPe3 rnasHoro
sa0noka, anubynbbapHbIM AepmMmouna
(cTpena).







AHOMaJINM Pa3BUTHS YIITHBIX PAKOBUH BCTPEYArOTCs vanie Bcero. OHu J1e(h)OpMUPOBAHEI
M 3aMETHO MEHBIIIE HOPMEI 10 pazMepy (mpumMepHO 80% ImManueHTOB), Y MOJIOBHUHEI
MNAIMEHTOB C CUHJIPOMOM MMEIOT aHOMAJIbHOE PACIOJIOKEHUE, MOKET OTCYTCTBOBATh
Hapy>KHBIN ciTyXoBo# mpoxoy (40% namueHToB). Y 55 % 00abHBIX HAOIIOAATHUCH
ne(EeKThI pa3BUTHSI CPEHETO yXa U OTCYTCTBHE ciiyXa. Takke MOXKET OpaKaTbCs
JIMIIEBOM HEPB (CKYJIOBOM ¥ BUCOYHOM BETBH).

OueHpb XapakTepHbIN MpU3HaK cuHApoMa lonpaeHapxa (85%) —Hemopa3BUTHE
OTPOCTKOB HM>KHEM YEIIOCTH, TAKKE IOCTATOYHO YaCTO ACHMMETPUYHBI M HEJIOPA3BUTHI
JIALEBBIC MBINIIIBI, BEPXHSAS U HUKHASA YEIOCTh. [Ipyu ocMOTpe poTOBOU I0JIOCTH
HaOIroaeTCst He0O B (DOpME BHICOKOM apKH, MHOIJIA C PACIICIMHOM, OTKPBITHIN MIPUKYC,
CJIMIIIKOM IIHPOKAsk pOTOBAs IIEJb, pacllenHa S3bIYKa U JOOABOYHBIE Y3ACUKHU.



YyTh MEHBIIIE TOJIOBUHE CIIYYAEB COIYTCTBOBAJIM HEAOPA3ZBUTUS TO3BOHKOB,
yalle MEenHOro OTaeia — KIMHOBUIHBIC, CIIUTHIE, [TOJIYIIO3BOHKH, CKOJIMO3,
TpeTu — spina bifida, mopoku pa3BuTus pedep, NATOM YaCTH — KOCOJIAMOCTh.
MeHnee TpeTu ciaydaeB cCuHApoMa I obieHxapa ConpoBOKAAIUCH AHOMAJIUSIMUA
PA3BUTHS CEPACYHO-COCYIUCTON CUCTEMBI (IIOPOKOM MEKKEITYTOUYKOBOM
IIEPETOPOKH, OTKPBITHIM bOTaJLIOBBIM IIPOTOKOM, TETpamon Dajuio, Cy:)KEHUEM
1100 MOJIHBIM HEPEKPHITUEM A0PThI). YMCTBEHHAS OTCTAJIOCTh B Pa3HOM
CTEICHU HAOJI0AANIach Y J€CITOM YaCTH HNAIMEHTOB C 3TUM CHUHIPOMOM



OVNATHOCTUKA

= Kak npaBuno, npegBapuUTenbHbin AMarHo3 3Tom BpOX4eHHOW aHOMarnnm yctaHaBnBaeTCs yxXe Y
HOBOPOXXEHHOrO Mpu BbIABIEHNM aCUMMETPUU NLia B COMETAHUU C OPYrMMU cneundunyeckmmm
BU3yasibHbIMW CUMITOMaMM.

= 1N yTOYHEeHMs AnarHosa gaHHoro 3aboneBaHnsa UCNONb3YTCA pasHOOOpa3Hble ANnarHoCTUYecKmne
npouenypbl. OaHa U3 NepBbIX — ONpedeneHne oCTPOThbI Cryxa, MOCKONbKY NOpa)KeHUs1 Hapy»KHOMo U
BHYTPEHHETO yXa BCTPEYATCA NOYTM B Ka)KAOM CIydae 1 B NepByo ovyepeab odpallatoT Ha cebs
BHMMaHue. PaHHee nccnegoBaHue crnyxa Bbl3BaHO HEOOXOAMMOCTbLIO NPOMUNAKTUKM OTCTaBaHUS
pebeHka B ncuxopeyeBoM pa3suTun. B paHHem Bo3pacTe pebeHka AnarHoCTUpPYOT BO BPEMS CHa.
Mcnonb3yoTca Takme MeTodbl: UMNeaaHCOMETPUS!, PErMCTPaLINS CNYXOBbIX Bbi3BaHHbIX
NOTEHLNANOB (3neKkTpokoxneorpadus, oToakycTUYeckas aMUCCHUS), KOMNbIOTEPHAsSI ayaNOMETPUSL.

= [lpeHaTanbHas gnarHocTuka BpOXXAEHHbIX 3aboneBaHnn

= [leTen noctapLue TeCTUPYIOT B UTPOBOMN (bOpMe C NMOMOLLbIO pevyeBon ayanomMeTpun.
NHCTpYMEHTanbHYy0 1 CyObEKTUBHYIO ANArHOCTUKY Cllyxa Noka3aHo NPOBOANTb KaXdble LWeCTb
MeCSLEB Ha NPOTAXXEHUN CEMU JET.



[IepBooUYepeIHbIC KOHCYIBTALMH JIOJKHBI OBITH Y YEIKOCTHO-JIMIIEBOTO XUPYPra,
o(TaabMOJI0ra, OPTOAOHTA, OPTOIIEAa, OTOJAPUHI0JIOTA, YTOOBI JUATHOCTUPOBATH
MaKCUMaJbHO BO3MOKHBIE IOPOKH PA3BUTHSL.

NHCTpYyMEHTANBHYIO JIMATHOCTUKY M AHAIW3bI CIICIIUATIMCTHI HA3HAYAKOT 110
HEOOXOAUMOCTH, B 3aBUCHMOCTH OT BBISIBICHHBIX NATOI0rdi. OOBIYHO Ha3HAYAKOT
AIEKTPOKapAMOrpaduIo, peHreHorpaduo, yabTpa3ByKOBOE UCCICIOBAHNE BHYTPECHHUX
opraHoB. Tak:xe TpeOyrOTCSI KOHCYIBTAUU CYpJI0JIora, Joromeaa-aedeKTonora u mp.
CIICIIMATUCTOB.

PeOCHKY mociie m0CTHKEHNS TPEXIETHETO BO3PACTA MIEPE]] YCTAHOBKOM MMILIAHTA
CIIyXOBOI'O MIPOXOJIa HA3HAYAECTCS KOMIIBIOTEPHAs TOMOrpadusi BUCOUYHBIX 30H . Ha
MOPAKEHHOM CTOPOHE BBIBIISAIOTCS IPyObl€ aHOMAJIMK Pa3BUTHS BUCOYHOM KOCTH —
YMEHBIIICHUE B pazMepax 0apadaHHOW MOJIOCTH, KOHITIOMEPAThI CITYXOBBIX KOCTOYEK,
CT€HO3 HUIIIX OKHA MIPEIABEPHS, JUCTOIMS KaHAJa JINIIEBOTO HEPBA



ONOOEPEHLINATIBHAA ONATHOCTUKA

= [ [pOBOAMTCS C HEBPOIIATUEHN JIULIEBOTO HEPBA U IPYTUMHU
BPOXACHHBIMU YEPEMHO-JIUIEBBIMU IIOPOKAMHU PA3BUTHUA,
TAaKUMU KaK: JIM30CTO3bl — HUKHEUEITFOCTHO-JIUIEBOM,
reMu@anyaibHbIi, akpoQanaibHbIN.



NNEYEHWE

= MHOroobpasme NopoKoB pa3BUTUA Yeperna 1 NO3BOHOYHMKA, a TaKKe Apyrnx opraHoB u
CUCTEM Yy NALMEHTOB C JAaHHOW BPOXAEHHOW naTtonormen npmMBoguT K MHOroaTanHoOMY
NIe4eHNto Yy MHOrMX crieunanmctoB. [pu nerknx creneHax nopaxeHusa pebeHka HabnogatoT
00 Tpex IneT, a 3aTeM Ha4dMHaeTCca XUpypruyeckoe nevyeHue.

= B cniyyasax TsaxkenbiX BPOXKAEHHbIX AedEeKTOB cHavarna npuMeHseTcs onepaTtnuBHoe fievyeHue
(B MnageH4ecTBe Unu 4o AoCTXKeHna AByx net). Nocne atoro npoBoaAT
cUMnToMaTmn4ecKkoe KoMnnekcHoe rnevyeHmne. CuHapom onbgeHxapa 6€3 MHOroaTanHoro
XUPYPrMyeckoro BMellaTenbCcTBa Bbl1eYNTb HEMNBb3s. KonnyectBo 1 o6beM XMPYPruieckmux
ornepaunn 3aBUCAT OT CTEMNEHN TAXKECTM NATONMOrMn. Taknm 60nbHbIM NPOBOAAT 0ObIYHO
KOMMNPECCUOHHO-ANCTPaKLMOHHBIN OCTEOCUHTES; SHAOMNPOTE3NPOBAHNE BUCOYHO-
HUXKHEYENCTHOro CyctaBsa, HUXXHEN N BEPXHEN YESOCTU; OCTEOTOMUIO HOCA, HUXKHEN U
BEpPXHEWN YenocTen, NCNPaBnAaAoLLy0 NOPOKU UX pasBUTUS U NATONOMMYECKNN NPUKYC;
nracTndeckme ornepaunmu (reHuonnacTtuka, puHonacTmka).



OpTOIOHTHYECKOE JICYCHUE IIPEAYCMATPUBAIOT NPOPHIAKTUKY aCCUMETPHUYHOIO
PA3BUTHUS YEIIOCTEM, NCIIPABICHUE AHOMAJILHOTO IIPUKYyCa, MPEIONEePAMOHHYIO
IIOArOTOBKY 3yOOB I MUMMYECKOM MYCKYJIaTyphl K onepanusiM. JledeHue y
OPTOJIOHTA JICJIUTCS Ha ATAlbl, COOTBETCTBYIOIINE TPEM BUIaM MPHUKYCA:

*MOJIOUHOMY — CaMbIld OTBETCTBEHHBIN ATAIl JICYCHUS, [IOCKOJIBKY IIEPBbIN; peOCHKA
M €r0 POJAUTEIIEU 3HAKOMST C ATOJIOTUEHN, BEPOITHOCTHIO OCIIOKHEHUU U
IIpaBHJIAMH YXOJia 3a IIOJIOCTBIO PTa, almapaTaMy JJIs UCIIPABICHUS YEIIOCTHBIX
Ae(EKTOB, MPOUCXOAUT HPHUBBIKAHUE K HEOOXOAUMBIM MPOILETYPaAM:

*CMEHHOMY — Ha 3TOM 3Tarle OCHOBHOM 3aJ1a4€H SIBJISIETCS UCIIPABIICHUE MTPUKYCA,
npo(QHUIaKTHKA U KOPPEKTUPOBKA MOPOKOB PA3BUTHS YEIIOCTEH;

*[IOCTOSSHHOMY — Ha 3TOM JTall€ MPOJI0JLKAKOTCI HA4aThle MEPOIPUSATHS, CbEMHBIE
armaparbl 3aMEHSIOTCA Ha OPEKET-CUCTEMBI, Pa3IN4YHbIE (DUKCATOPHI B
3aBUCUMOCTH OT HEOOXOIUMOCTH.



PeTeHIIMOHHBIE MEPOTIPUATHUSA, 3aBEPIIAIOIIMNE JICUECHUE, TIPOBOIATCS IS
3aKPEIUIEHUS JIOCTUTHYTOTO U 3aKaHYUBAKOTCA B 18 JIET, KOTa TEJIO yKe
IIPAKTUYECKHU C(hOPMUPOBAHO. BCce 3TO BpeMs 10 JOCTHKECHUS
COBEPIICHHOJIETHS PEOCHOK HAXOAUTCA IO KOHTPOJIEM Bpader. B koMriekc
JI€YCeHUS OOBIYHO BXOAUT JIeYeOHAsi THMHACTHUKA U pad0Ta ¢ CypI0NeIaroroM 1
IICUXOJIOTOM.



[MTPOIMHO3

= [1pn BCcecTOpoHHEM 0OCneagoBaHMM N CBOEBPEMEHHOM BbISIBIIEHUM BCEX aHOMASTUN
(>kenaTenbHO B MnageHYeCKOM rnepuoae), OTBETCTBEHHOM OTHOLLUEHUU poauTenen pebeHka
N NpoBedeHNN ONNTENBbHOIO U KOMMEKCHOIO fieYeHns NPorHo3 AaHHOW naTosiorum B
bornblUMHCTBE criyvyaeB bnaronpudaTHbin. [NpumepHo B 75% KOMMIIEKCHOE NeYeHne u
peabunutaumnsa geten BpoOXO4eHHbIMM NOPOKaMn Yyepena v niua obiBaeT pesynsTaTtuBHbIM.
B HeKkoTOpLIX Criydyasdx CBOEBPEMEHHOE NIEYEHME U NNIaCTUYECKME onepaunm NpuBoasT K
OTCYTCTBMUIO BHELLHMX NPM3HaKoB 3aboneBaHus. [1eTn yyarca B obLieobpasoBaTerbHbIX
LLIKONax, By3ax, NoB3pocrneB — paboTatoT.

= ﬂporHo3 Aana Xn3Hn U 3opoBbAd NMpUHUUNMnMarbHO 3aBUCUT OT HaAJIMYUA COHETAHHbIX
MOPOKOB APYINX XN3SHEHHO Ba>XHbIX OpraHoOB U CNCTEM.



CIIACUDBO 3A
HUMAHUE !



