BPOXXOEHHbIE MOPOKU PA3BUTUA
YENMKOCTHO-TMLIEBOU OBJIACTU




v llonysanyoHHas YacToTa IIOPOKOB YeIF0CTHO-IUIIEBOM

o0Js1acTM BCcTpedaeTcs ¢ HpmOIM3UTeIbHOV YacTOTOM
or1:1000 mo 1 : 460.

v/ Exxerogno B Poccuin Ha 1,2-1,3 MJIH pOoaoOB IIOABIIAETCA OKOJIO
60 ThIC. meTeVi ¢ BpO>KAeHHBIMM IIOPOKaMM Pa3BUTHUS U
Hac/JIeCTBEHHBIMM 3a007IeBaHMSIMIA.

OO0I111ee KoJIMUIecTBO OOJIBHBIX C YeJIFOCTHO - JIMIIeBbIMMU
aHOMAaJIVSIMM 0K0J10 35%0.

v/ Ilo cemmoruke BIIP ApxaHrenbsckas obs1acth 3aHMMaert II mecro.
HaOromaeTcst ycroiumBas TeHOEHIIMS K POCTY YacTOThI
HacJIeACTBEHHOM I1aTOJIOTMMN.



BpoxkneHHbIt opok pa3sutus (BIIP) - crovikoe
MopdoJIorruecKoe n3MeHeHe, TIOBJIeKIIee 3a CO0OoV rpyOnIe

HapyllueHMs (PYHKIMY OpraHa, TKaHV VIV BCero opraHvsMa.
( CMHOHVIMBIL: «IIOPOKV PasBUTVS» VI «BPOXKIE€HHBIE IIOPOKVD» ).

® BpoxxieHHbIe aHOMAIUKU — IIOPOKM Pa3sBUTHS, He
COIIPOBOXKIAOIIIVecs: HapylleHeM (pyHKIMIM opraHa

*,Z[eq)OpMaHVH/I YIIHBIX PaKOBVIH, HE O6€306pa)KVIBaIOH_lI/l€ JINMITO M He BIIMAIOLIVIE Ha CIIyX

e Acconmanym — yCTOVYVBbIe COYeTaHVsI BPOXKII€HHBIX IIOPOKOB, €CJIVI eCTh
OCHOBaHW HpeAroiaraTb HeCKOJIbKO MeXaHM3MOB BO3SHMKHOBEHW TaKOT'O

KOMIDIEKCa.
e dDopmariysa - M3MeHeHVe CTPYKTYPbI HHepBOHAYAILHO IIPaBMILHO

OpFaHT/ISOBaHHOFO opraHa. * yacTH4YHasd aMITy Tallyis
[ ] AHOMaHaI[ — KOMITJIEKC HapymeHMVI, BO3HMKAKOIIINX B pQBYHBTaTe 141 OIIIT/I6KT/I

MopdoreHesa (IIEpBUYHBIN IIOPOK U IIEITh €TI0 HOCIIEACTBUI) *A.lloriep - areresis mouex,

MaJIOBOIVE, XapaKTEpHbIE M3M.JIVIIAa,BPpOXAEHHAs KOCOJIAIIOCTh, IMITOIIIa3VIA JIETKMX.

o[ lvicriza3usa - IIOPOK Pa3BUTVIA OITPENEIIEHHOTIO OpraHa MJIV TKaHN (J'IT/IH,a, COe/I.

TKaHT/I) . *mucruiasvisg BepxHevt/ HVDKHen yertocTy, auciiasus Crenrona-KarngenoHa.




Pasnmume moHaTUM BPOXXIEHHOW Y HACJIeJICTBEHHOU
[IATOJIOT A

- K BI'IP orHOCSTCH He TOJTHbKO HaC/IeIICTBEeHHBIC OOJIe3H, HO U

JI00BIe OOJIe3HV 1 aHOMAJINM, TTOSIBIISIOIIVIECS ITPU POXKIEHUN

* BIIP smiteBoro yepera (paciiiesivHbl I'yObl 1 HEOQ), cKesleTa PyK

(IToymMIaKTVIINS, CMHIAKTIINS), HEKOTOPble IIOPOKM cepAlia 1 BHyTPeHHUN
OPraHoOB.

[ Ipyyyita aHOMaJINIAL:

MyTaHTHBIE TeHBbI /

+ BIIVISIHVIE BPeOHBIX (PaKTOPOB, BO3EVICTBYIOINVIX Ha IUIOL B
KPpUTIYeCKye IIeprObl pasBUTHS TOIO VUIV MHOI'O OpraHa.

* ' MIToKCK 1U10/1a, OCTPhIe aBUTaMMHO3BI 1 BUPYCHBIe 3a00sIeBaHs
(KpacHyxa, KOpb, TPUIII) MaTepy Ha paHHMX CTaANsgX OepeMeHHOCTH.

BIIP omm4aroTcs 1o aTmosiornyl, KIIMHUYeCcKO KapTUHE U
BpeMeHY BO3HUKHOBEHWI:



(611acTO381)

JIFOOble OBpPeXXIeHMs
ANIIeKJIeTKN Y cIlepMaTo3omaa
BO BpeMsI 0BO- 1 cllepMaToreHesa
0 OIUIOJOTBOPEHMs.

MyTanym reHOB 1
BO3HVMKHOBEHVE
HaCJIeICTBEeHHBIX D0JIe3HeN 1
HacJIeICTBEHHbBIX IIOPOKOB
pa3sBUTHMA, XpOMOCOMHBIE
abepparyy ¢ BOSHMKHOBEHMEM
Yalie He HacjIeyeMbIX
XPOMOCOMHBIX D0JIe3Hers,
TeHOMHbIe MyTaIlyuM -
M3MeHeHM YrcijIa XpOMOCOM
raMeTbl, OOBIYHO IPUBOOSIIVE
K caMOIIPOM3BOJIBHOMY a0bopTy
VJIVL XpOMOCOMHOVI 00JIe3HM!.

Hapymmrenute B 6r1acTommrose,

IIPVHIINII «BCE VIJIV HNYET O».

BripakeHHBIe TepaToreHHBIE
BO3/IEVICTBWSL B STOT II€PYIO],
pasBUTHS Yallle BCero Mpw BOMSAT K
rrbesIv 3apofbIIIia 10 yCTaHOBJIEHVS
daxra 6epementoctv Ecym xe
3apOIIBIIT BEDKVIBAET, TO
oprasocrendniecKyie aHOMaJIN
He pa3BMBaIOTCs, TaK KaK 3aMelleHIe
TIOBPEXXIeHHBIX KIIETOK
o0ecrieunBaeT JajIbHeTIIIIee
HOpMaJIbHOE pasBUTHe.

IIOPOKM, BO3HMKIIIVIE B pe3yJIbTaTe
HOBpeXpeHvsi SMOpMOHa, T.e. oT 16-
IO JIHSI II0CTIe OIUIOIOTBOPEHNS [I0
KoHI1a 10 Heyr. GepeMeHHOCTH.

IIepmos opraHoreHesa 1
MaKCMaJIbHOM UYyBCTBUTEJIBHOCTN.

BbompmmacTBO BITP dhopmMmpyroTes
VIMEHHO B 3TOT IIepMO/, TaK KaK
IIPOVICXOAMT OCHOBHA 3aKJIaKa
BCeX OPTaHOB V1 TKaHel
(mmabeTrueckast, TAIMIOMIITHAST
aMOpwmonaTs, sMOpronaTys
BCJIETICTBYIE BUPYCa KPacHyXW)

IMospexpuenns wioaa,
BO3HMKAIOT OT 11 Hemerm
OepeMeHHOCT IO POMIOB.

IIepVOTI, XapaKTepu3yeTcs B
OCHOBHOM POCTOM "
yBeIMIeHVeM pa3MepoB
opraHos, kpome I'M u
IIOTOBBIX JKeJIe3.

Tepatorens! B 3TOT HHepmox,
KaK IIpaBWIo, He IIPUBOMAT K
BBEIpa’kKeHHBIM IIOPOKaM
passuTys. IIprmepom MoxeT
CITY>KUTh OyabeTraecKast
deTomaTus.

Hacnencreennsnie BIIP BO3HMKAIOT B pe3yJibTaTe MyTalLuil (TeHHBIX,
XPOMOCOMHBIX, TECHOMHBIX), Yallle BCero Ha ypOBHe raMeT, peXXe B 3UTOTHOM

COCTOAHUII.

DK30reHHo o0yciosaennpie BIIP BosHuKaroT B pe3ysibTaTe BO3IEVICTBIAS
TepaTOreHHbIX (PaKTOPOB BO BpeMsi OepeMeHHOCTV B SMOPVOHAJIBHBIVI ITePVIOL],

Mynrtndakropuaneapie BIIP gBIat0TCA pe3yIbTaTOM COBMECTHOIO IeVICTBYASA

HaCJIe[ICTBEHHBIX 1 3K30Te€HHBIX (PaKTOPOB B PaBHOVI CTEIIeHA.

(3TMoornyeckas Kiraccudpmkarys)



Kpurnaeckmnn
TIePVIOL:

[ lepuion tutarieHTaIIVI VI IMIDIAHTALIN

TepaTorennnin

TepPMIHAaIIVIOHHBIV
riepuiog, (TTTI) :

e [ KPUTMUYECKIUVI IIePUOJ] y YeJIoBeKa
IPUIXOOWTCA Ha KOHell 1-11-Havaio 2-1
Herenu OepemeHHOCTH. Vcxomom
HOBpPe’XIaloIero BO3eICTBIS B 3TOT
TIePIOJ] Yallle BCero sIBJIseTcs Imoeb
3apozblIa.

Ko II nepnony oTHOCATCA 3-6 Hep,
O6epemenHOCTH. B 3TOT NNEpmoz
TepaToreHHble (paKTOPHI Yallle

00y CIIOBIIMBAIOT BPOXKA€HHBIE ITIOPOKIA.
Kpurinueckme nepmosisl CBA3aHbI

c HanOosIee HTEHCVBHBIM
dopmmpoBaHVIEM OPraHOB B 3TO BpeMsl.

IIOHsITVE O IIpeae/IbHOM CPpOKe, B Te1IeHVe KOTOpOoro
TepaTOI‘eHHbIVI (baKTOP MOJXeT BbI3BaTh ITIOPOKM
pa3BUTMAL.

Ecm HOBpe)KZ[aIOIlH/IVI CpaKTOp Z[eVICTByeT ITOCJI€ OKOHYaHVIA
dopMmupoBaHNsA OpraHa, OH He MOXeT OBbITh IIPUYMHON
9TOI'O IIOPOKa.

Kaxnpii opran mmeer csom TTII:
* TTII paciiens ryObl — [0 KOHIIa 7-11 Hefenu,
* yéba — mo 8- Hemesny,

* CpeIVHHOV pacllle/IVHbI HVDKHeV IyObl 1
HVDKHEVI YeJIIOCTU — 10 D-11 Hellenu,

* CPeIVHHOVI PaCIe/IVHBI JINIIa — 0 Havasia 6-i
Here OepeMeHHOCT.



PACIIE/IVHBI I'YBbI 1 HEBA
(TUIIMYHBIE PACILEJIVMHBI
JIVIITA)




B JIonmoHCcKOM 6a3e BpOXKIeHHBIX 1 HacJIe[ICTBEHHBIX 3a00J1eBaHU
VI IPU3HAKOB paclliesiHa ryosl/ HéOa oTMeueHa 1ripu 847
HaCJIEe[ICTBEHHBIX CMHIPOMAaX C PA3/IMUYHBIMU TUTIAMU
HaCJIeIOBaHVI.

K TMOmMyHbBIM paciiiesiMHaM YeTFOCTHO-JTUIIEBOM
00JIaCcTVI OTHOCHT:

a) paclieIViHbI BepXHell I'yObl;

O) pacrenHbI HEDA.

Pacmtermabl ryosr n HeOa (PI'/ PH) no xiraccudpmkarnmm BO3
OTHOCSITCS K pacIIpOCTpaHEHHBIM TOPOKaM Pa3BUTHS. VX
yIeJIbHBIN Bec cocTasiiseT 86,9 %.

I TomysiaimoHHasd YacToTa TUIIMYHBIX pacIllelIViH JIniia (BepXHen
ryOsl 11 HEOa) cocTabisteT 1:1000-1:700 HOBOpOXXAEeHHBIX B TO/I.

Cpeny HOBOPOXKIEHHBIX C TUIIMYHBIMI PacIlieJIMHaMMU JIUIIA
rpeobiiagaroT Matbumku (0,79 manbumkos u 0,59 nesouek Ha 1000
HOBOPOXX[I€HHBIX). Y My>XX4lH, KaK IpaBwiIo, Oosiee TsoKesble POPMBI
[IaTOJIOTVIMA.



Kracendmkanmsa u
XapaKTepMCTMKAa TUITMIHBIX
pacImesIvH JInia:

I. PaciiesiHbI BepxHe IyObI:

1) BpoxxmeHHas cKpblITas pacillejiHa BepxHer I'yObl (OHO- VIN
IBYCTOPOHHSI);

> 2) BpOXXJIeHHas HeIloIHast

paciiesiiHa BepxHevi ryObl Oe3
nedopmMarny KOCTHO-XPAIIEBOTO
OT/IeJIa Hoca (OIHO- WJIn
IBYCTOPOHHSIS) U C iedpopMaryent
KOCTHO-XPAIIeBOTO OT/esIa Hoca
(OHO- VIV IBYCTOPOHHSA) ;




3) BpOXXIeHHas II0JIHas pacllie/IiHa BepxXHe

ryOBbl (OHO- VIV JBYCTOPOHHSA).

Pwc.2

BpoxmeHHast riosiHast
JIEBOCTOPOHHSIS
pacirenHa BepxHen
ryOBbl, QJIbBEOJISIPHOTO
OTPOCTKA, TBEPOTO M
MSTKOI'O HeDa



Pwuc. 3

BpoxmeHHas 1ioyiHast
JIEBOCTOPOHHSISI
pacIreniHa BepxXHen
ryOBbl, QJIbBEOJISIPHOTO
OTPOCTKA, TBEPAOTO M
MSTKOI'O HeDa

(TO Xe)



Puc.4

Bpoxnennas nosmHas
JIBYXCTOPOHHSA
paciiesiiHa BepXHeu
ryObl, aJIbBEOJISIPHOTO
OTPOCTKA, TBEPAOIO "
MSTKOTO HeDa ¢ pe3Knm
BBICTOSTHVIEM
MEXYEeJIFOCTHOV KOCTM
(IIT crertermn)



I1. PaciiessmHabI HEOA:

1) Bpoxx/IeHHBIe pacIlie/IMHbBI MATKOro HeéOa
CKPBITBIE, IIOJIHBIE V1 HeIIOJIHbIE;

2) BpOXXIIeHHbIe paclle/IHbI MATKOI'O VI TBEPHAOTO
HEDA CKpBITBIE, HEIIOJIHBIE 1 IIOJIHBIE;

Pwc.5

Hemommaaga
paciiiesiiHa HeOa.




3) BpOXJIeHHbIe TOJIHbIE pacIlle/INHbI
MSATKOT'O VI TBEpA0ro HEDa 1 alIbBEOJIIPHOIO
OTPOCTKa (OTHO- V1 [IBYCTOPOHHME);

4) BpoXXIIeHHBIEe PaclIe/IVHbI AJIbBEOJITPHOI0 OTPOCTKA U [IepeTHero
oT[esla TBepAoro Hé0a HelloJIHble (OJHO- VIV [JBYCTOPOHHNE) U
II0JIHBIE (OHO- VUIV IBYCTOPOHHIE).

Pwuc.6

OnmHOCTOpOHHAA Pyic.7 [IBycTopoHHSI4 paciienHa Heba
pacienHa Heba



Pacimenmabl HeOa BCTpevaroTcs B COYeTaHUM C
pacienHaMy BepxHevi ryOosl. [Ipn aTom pasHble
popmBI paciesH ryObl MOTYT COYETaThCS C
pasMYHBIMU POopMaMM paciiiesH HeOa.

1, 2 rpynmsl paciienH HeOa 13 IpUBeIeHHOV KlaccuuKamm
HEKOTOPBIe aBTOPBI pacCMaTPUBAIOT KaK pacujeiutivi 6mopuuno2o Heba,

4-¥0 rpyIIly B COYETAHMM C PacCIle/IHOVI BepXHel I'yObl - Kak
pacujeauny nepBuuroeo Heoa,

3-10 TPYIILY - KAK pacujesunsv nepbuuno2o u 6mopuuno2o Heba.




Pwuc. 8

Bpoxnennas nosHas
IIPaBOCTOPOHHSI
paciiesirHa BepxXHen
r'yOBbl, aJIbBEOJIIPHOIO
OTpOCTKa, TBEPAOTO U
MSTKOTO HEDa



VI3MeHeHVsI KOCTHOTO CcKejleTa IIPV BPOKIAEHHBIX PacIiie/IMHaXx 1 HeOa.

- HaOJIIoJaroTCs pe3Kie M3MeHeH sl KOCTHOIO cKeJjleTa JINIIA, a TaKxKe
HeIIpaBIIbHOE PacIlOyIoKeHe MeXKUeIFOCTHOV KOCTYM W PaCIIOIOKEeHHBIX
B Hel1 3y0oB. VIHOIIa KOJUINMYECTBO 3a4aTKOB ObIBaeT YMEHBIIIEeHO VIV OHU

OTCYTCTBYIOT (aHOeHTNs). [JedopMariys 3yOHOM myrm vt HEOHBIX

TUIACTMHOK MOJKET COUeTaThbCs C HeJIOPa3BUTIEM BEPXHEN YeJIIOCTM -

MUKPOTHaTVS.

Cy>KeHue BepXHeVl YeIloCT Yallle OblBaeT BPOXKIEHHBIM I II0 Mepe pocTa
peOeHKa CcTelleHb ero yBeIn4BaeTCs.
BpoxnenHas nedpopmariyis BepxHeVl YesItoCcT IIPY pacliesHe Heba
MOJKeT coueTaThCs C edpopmariyert HVDKHeVL.



B nponioMm, Korza paciiesHbl IyObl 1 HEOA BBI3bIBAJIV I'MO€IIb JIeTel B IIepBble TOIbl XXI3HY,
IIPaKTVYeCK BCe VIMEIOIIVIeCs B IIOMYJIALIY HOBOPOXKIEHHbIE C 8y TOCOMHO-IIOMHAHTHBIMI
CUHAPOMaMU MOSABJISUIVICh B pe3ysIbTaTe HOBbIX MyTalui. B HacTosIIee BpeMs B CBA3U CO
3HAYUTEJIbHBIM yJIyYlIeHVIEM XUPYPIMYecKOV TeXHVIKN W IIPOBeAeHVeM IeJIOV CYUCTeMBI
peadvINTaIIMIOHHBIX MEPOIIPUSITUI TIOBBIIIAETCS YICIIO OIIePVPOBAHHBIX JIUI] C ay TOCOMHO-
IOMVHAHTHBIMY CMHIPOMaMM, BCTYHAIOLUIVIX B Opak 1 IlepeaaroIiX MyTaHTHBIX TeH CBOVIM JIeTSIM.

C renermyaeckon Touku 3peHns Tunmuaele BIIP opodarimanpHO o01acTi BecbMa reTreporeHHbI. B
OCHOBeE VX IPOVCXOXAEHVSA MOTYT JIe)KaTh KaK MOHOTe€HHBIE, TaK VI XPOMOCOMHBIE 1 HOJIUTeHHBIe
nedeKThl.

COOTHOIIIeHVE pa3INIHBIX (PopM HaTos1ormu (%):

®OPMBI PACILEJIMH H1CJI0
MoHoreHHbIe U3 HUX: 79
ayTOCOMHO-JOMUHAHTHBIE 35
ayTOCOMHO-PELECCUBHbBIC 39
CLIEIUICHHEIE C IIOJIOM 5
XpOMOCOMHBIE 29
MynbsrrdakTopHUanTbHbIE 40

Cas3aHHBI€e C ieficTBUEM (aKTOPOB BHEIIHEH cpe/ibl 6




HexoTopble MOHOTEHHO HacJIe[lyeMble CYHIPOMBI
C paclieHoV ryObl 1 HeOa:

HA3BAHUE

Cunapom l'oibaenapa

Cunpapom I'opiimna

Cunapom ®@pepa-Maiist

CuHApPOM aKpoOCTE0JIN3a

Cungpom Ban-gep-Byna

CHHIPOM KITFOUNYHO-YEPEITHOU
JTUCILIA3UU

AYVTOCOMHO-JOMMWHAQHTHbLIeCUHAOPO

Vil -

KIIMHNYECKAS KAPTHUHA

Pacmienuna ryosl u HeOa, MHOXKXECTBEHHBIE 0a3a7IbHO-KJIETOUHbBIC
KapIIMHOMBI, KACThI YETTIOCTH, aHOMAJTHS CKeJIeTa.

Pacmenuna ryosl 1 HeOa, OTHOCTOPOHHSSA JUCIUIA3Us YIIIHOM PAKOBHHBI,
OJTHOCTOPOHHSISI TUIIOIUIA31sI HUKHEYEIIFOCTHON BETBH, PAa3INYHbIC
3nuOyIb0apHbIe JEPMOUIbI, AHOMAJIUH TO3BOHOYHHKA, IIOPOKHU CEPJILA,
aHOMAJIMM TIOYEK U T€HUTAJIUN.

Pacmenuna ryosl u HeOa, Makpouedanus, runepreaopusM, MI0CKUNA HOC,
NepEeKPyUCHHBIN 3aBUTOK, ME30OMENHS, KITMHOAAKTUIINS, aHOMAJIUU
MO3BOHOYHHKA Y TEHUTAJIHA.

Pacmenuna Heba, "pactBopeHue" KOHUEBBIX (aJIaHT C YTOJIIEHUEM MaJIbLEB,
HU3KUH pOCT, KU(03, BabrycHas AedopMalus roJeHu, MUKPOTHATHs,
nonuxonedanus, IpexIeBPEMEHHOE BbINaJIeHUE 3y00B.

Pacmenuna ryosl u HeOa, TyOHBIE SIMKHU.

Pacmennna Heba, mMMpoOKHil CBOJ yepena, He3apalleHHbIE POJHUYKH,
MaJIeHbKOE JIMI0, YepBEOOpPa3HbIE KOCTH, JUITHUE 3yObl, OTCYTCTBUE WIIN
TUIOIUIA3HS KITKOYHIL, PYTHe AHOMAJIUHU CKEJeTa.



AYVTCOMHO=-peLecCUBHbLIeCUHAOPO

Vil =

Cunapom FKO0epra -
XauTBopaa

Cunapom MekkeJist

Cunapom bukciaepa

Kpunrodaabm

IepeOpoxocToManauoy-
JIAPHBIA CUHAPOM

Cunapom Kpucrtuana

Pacmienuna ryosl 1 HeOa, MUKpolLedaus,
TUIIOIJIACTUYHBIE JUCTATBHO PACIIOI0KEHHBIE
OOJIBIIIKE TAJBIBI PYK, KOPOTKUE JTyYEBbIC KOCTH.

Pacmienuna ryosl 1 HeOa, TOMUIAKTUINS, TTIOJUKHUCTO3
o4eK, dHIedanoIesne, MoOpoKUu Cepalia U APYrue
aHOMaJIH.

Pacmienuna ryosl 1 He0a, TUIIEPTEIIOPHU3M,
MUKPOOTHSI, aTOHUS MIOYEK, BPOKICHHbBIE TOPOKHU
cepla, OTCTaBaHUE B POCTE.

Pacmienuna ryosl 1 HeOa, KpunTodaibM,
HEHOPMJIbHAS JIOOHAS IMHUS pOCTa BOJIOC, pa3INYHAs
CHUHJIAKTUJIMS HA PyKax W HOrax, KoJoOOMa KpPbLUIHEB
HOCAa, aHOMAJINA MOYEIIOJIOBON CUCTEMBI.

Pacmienuna Heba, Mukponedanus, nepekt peoep

Pacmienuna Heba, KpaHMOCUHOCTO3bI, MUKpOIIehaus,
apTPOIPUIIO3, IPUBEACHHBIN OOJIBIION MaJIel] PYKH.



1) Cuagpowm IlaTtay (CII) - cuagpom Tpucomum 13 - BcTpeyaeTcs ¢ 4aCTOTOM
1:6000. VimeroTca mBa muToreHeTMYeCcKMX BapuanTa cuaagpoma [aray: mpocras
TPpUICOMM VI pOOEpPTCOHOBCKas TPaHCIOKALIVIA.

Hetwn c curmpomowm Ilaray poxxaaroTcs ¢ Maccont Tejta Hvoke HOpMbI (2500 r).
Y HUX BBIABIIAIOTCA yMepeHHasl MyKpoLedanys, HapylleHve pasBUTs
pasimaHbIix otaenios LIHC, Hu3Kui1 cKomteHHbBIN 100, Cy>)KeHHBIe TJIa3Hble
IIeJIVI, PacCTOSIHVIE MeXIy KOTOPBIMY YMEHBIIIEeHO, MUKPOPTaIbMIS U
K0JI000Ma, [TIOMyTHeHVe POroBUIIbl, 3allaBlilas HepeHoCulIa, IIMPOKoe
OCHOBaHVe HOCa, IepOpMIpOBaHHBIE YIITHbIe PaKOBMHBI, paclllesIiHa
BepxHer T'yObl 1 HEOa, TTOIMIaKTIWIN, pjleKCOpHOe TI0JI0KeHe KICTel,
KopoTkas mes. Y 80% HOBOPOXIEeHHBIX BCTPEUYarOTCS IIOPOKW PasBUTV
cepana: medeKTbl MeXxOKeTyJ0UYKOBO V1 MeXIIpecepAHOV IIeperopoaok,
TpaHcIo3nLym cocynos 1 ap. Habmonarorcs prbpokncTosHble M3MeHeHVs
IO/ KeJTyJOYHO JXKeJle3bl, JoOaBOUYHble cejle3eHKY, SMOproHaIbHAas
IIyIIOYHas IpbLKa. [Ioukn yBesInueHsl, MMeIOT IIOBBIIIeHHYIO J0JIb4aTOCThb M
KICTBI B KOPKOBOM CJIO€, BBISBIISAIOTCS IIOPOKV Pa3sBUTVIA II0JIOBBIX OPraHOB.
I CI1 xapakTepHa 3amep>KKa yMCTBEHHOT'O Pa3sBUTA.
BosnpimacTBO 6051HBIX ¢ cHApOoMOM [latay (98%) yMupatoT B Bo3pacTe 110
rofia, OCTABIIVIECS B XVBBIX CTpagaroT rny601<0171 VIVOTUEN.



Puc9, 10,11, 12 - cuagpowm I laray



2) Cuagpom DaBapaca (CD) - cuaapom Tpucommum 18 - BcTpedaeTcs ¢
vacroTrom rpyMepHO 1:7000. et ¢ Tprcomment 18 garre poxmaroTces y
TIOKWIIBIX MaTepevi, B3aVIMOCBA3b C BO3pacTOM MaTepy MeHee BhIpakeHa,
JeM B CJIydaax TpucomMmm XpoMocomsbl 21 m 13. g xxeHImH crapiie 45
JIeT PUCK poanTh 00s1bHOTO pedeHKa cocrasiseT 0,7 %. Llutorenermuecku
CUHJIPOM DiBapjca npepcrassieH mpocrort Tpucommert 18 (90%), B 10%
cJIydaeB HaOsrojaeTcs Mo3auIv3M. Y JleBoUeK BCTpevaeTcs 3HaunTe IbHO
yalie, 4YeM y MaJIbUMKOB, YTO CBS3aHO, BOSMOXKHO, C OOJIbIIIeN
JKV3HECTOVIKOCTBIO )KeHCKOT'O OpraHM3Ma.

Hetu ¢ Tpucomment 18 poXkmaroTcs ¢ HU3KMM BecoM (B cperHeM 2177 T), XOTSI CpOKM OepeMeHHOCTM
HOpMaJIbHBIe WIN JaXke IIpeBblaoT HopMmy. DeHoTuIMYeCcKe IIPOsBIIeHNM CUHIpOMa DaBapaca
MHOroobpasusl. Hamnbosee acTo oTMeuaroTcst aHOMaIVII MO3TOBOTO VI JIMIIEBOTO Yeperla, MO3TOBOV Yepelt
nonmxonedardeckon popMbl. HVDKHSS 4esTtocTb 11 pOTOBOe OTBepCTie MajleHbKue. IJ1asHble 1miem y3Kue
VI KOPOTKMe. YIITHbIe paKOBVHBI JepOPMIMUPOBaHEL 11 B ITOABIISIONIEM OOJIBIIMHCTBE CIIydaeB
pacIiooXeHbl HU3KO, HeCKOJIBKO BBITSHYTBI B TOPM30HTaIbHOM ITIOCKOCTI. MouKa, a 4acTo 1 KO3€eJI0K
OTCyTCTBYIOT. Hapy KHBIVI CJTyXOBOVI IIPOXOZ, Cy>KeH, MHOIa OTCyTcTByeT. ['pyanHa KopoTKasi, 13-3a 4ero
MexXxpeOepHBIe ITPOMEXYTKI YMEHBIIIEHBI U TPyAHAs KJIeTKa Ipe 1 Kopode HopMaIibHOL B 80% ciryuaes
HabTroaeTcss aHOMaJIbHOE Pas3BUTHE CTOIIBL IISITKA Pe3KO BBICTYIIAeT, CBOJI, IIPOBVICAET (CTOIA-KavasIka),
OoJIBIIION ITasTelr YTOMIIEH 1 YKOopodeH. V13 nedpeKToB BHYTpeHHMX OpraHOB Hanbosiee 9acTO OTMEYArOTCS
IIOPOKM cepAlia ¥ KPYIIHBIX COCYOB: TedpeKT MeXKeJlyJOUKOBOV [IeperopoaK, arlasuy OHOV CTBOPKM
KJTAITaHOB aOPTHI V1 JIETOYHOV apTepui. Y BceX O0IBHBIX HaOTIOHAIOTCS TMIIOITIA3Ms MO3KedKa T
MO30JIVICTOTO TeJla, M3MeHeHMs CTPYKTYp OJIUB, BbIpakeHHasl yMCTBeHHasi OTCTaJIOCThb, CHVDKeHIe
MBIIIIEYHOI'O TOHYCa, Iepexoislliee B IOBbIIIEeHVe CO CITaCTUKOL.

[TpomoIDKUTeIbHOCTD XXM3HM JeTeVl C CMHIPOMOM DaBapca HeBemmka: 60% OeTert yMUparoT B BO3pacTe 110
3 Mec, 70 Tofa MOXKMBAEeT JIVIITb OAVH peOeHOK 113 IeCAT; OCTABIIVIECS B XKMBBIX - TTTyOOKMe ommrodpeHsl.



Puc 13, 14, 15 - cuagpoM DaBapca



Puc 16 - cuamgpoM Dasapca



. HETUIINYHDbIE PACIHIE/IMHDI
YEPEIIHO - JIMIIEBOV ObJIACTU




PacrrpocTrpaHeHHOCTD, 3TVMOJIOIVIA U
IIaTOreHes:

HeTwurianble paciieviHbl YeperrHO-JINLIeBOV 001acTm

IpencrabjieHbl OI'POMHBIM KOJIMYECTBOM BIIOB, OOJIBIIIMHCTBO 13
KOTOPBIX MOT'YyT OBITb OTHECEeHBI K OIHOVI 113 TpeX I'PYIIILL

* 1) ueperrHO-IMIIEBbIE PACIIETHBIL;
* 2) OOKOBBIE JINIIEBbIE PaCIeTVHBIL;

* 3) opOUTO-BEpXHEUEITIOCTHBIE
pacIIeTHBI.



B oyt HeTUITMYHbBIE pacIIie/TMHbI
pacIIipocTpaHeHbl HAMHOTO pexe
10 CPaBHEHMIO C pacliie/IMHaMi I'yObl 1
HEOa.

Yacrora Bapsupyert ot 1,9 no 6,8 Ha 100 ThIC. HOBOPOXIEHHBIX.

HeTurmaHble pacieHbl YepeIrHOo-JINIeBOV 001acTu
MOT'yT OBITBH
KaK V30JIMPOBaHHBIMIL,
TaK V1 KOMIIOHEHTaMVI HacJIeJICTBEHHBIX CMHIPOMOB,
KaK OTHOCTOPOHHVMM, TaK U 1By CTOPOHHVIMV,
KaK ITOJIHBIMV, TaK VI HeIIOJIHBIMIA.



* BO3/IEVICTBYE PaMOaKTBHOTIO M3JIyUYeHNs BO BpeMsi
OepemMeHHOCTV;
* MaTEepPUHCKUI MeTaboIMYecKmi [1cOaiaHC (HOBBIIIIeHVe
TeMIlepaTyphl Tella, 1ePUIIUT BUTAMMHOB ¥ MUKPO3JIEMEHTOB,
B yacTHOCTM Cu , MajIoBO/IVie, SHIOKPVHOMNATUM, B YaCTHOCTU
caxapHbIV aArabdeT 1 ANcPYHKIMUM HIUTOBUIHOM JXKeJle3bl);

* wmHJeKIMOHHBIe 3a00JIeBaHNs BO BpeMsl OepeMeHHOCTV;
* IIpMeM JIeKapCTBEHHBIX IIpellapaToB C MyTareHHOM

aKTVIBHOCTBIO (IIPOTMBOCYJOPOKHBIX, aHTVIMETa0O0JINTOB,
TPaHKBWIN3aTOPOB, CTEPOVIHBIX TOPMOHOB U IP.).



- B TeueHe IIepBbIX 4 Hell SMOpmoreHesa >xabepHasi oyra pas3aBanBaeTcs 1
dopMUpyeT CKyJIy 1 BEPXHIOIO YeJIHOCTb.

- K 6-11 Heles1e OTPOCTKM HYDKHEVI YeJIIOCTV COeIVHAIOTC, 00pasysl HVDKHIOK
YEJTIOCTD.

- OTpoCcTKM BepXHel YeII0CTV BCTPeYaroTC C IIapOBUIAHBIMI OTPOCTKaMI,
dopMupys BepxHIOO I'y0y 1 HO3OPW.

- B aTOT Xe mepuop, Ha XBOCTOBOVI I'paHmIie 1-71 >kabepHOVI AyTri V1 TOJIOBHOM
rpaHulLie 2-1 )xabepHOVI AyT¥ HOSBIIAIOTCA TpU Oyropka, popMupys BHeIIIHee
yXo.

- VI3 1-11 )xaOepHOM OyTVt POPMMUPYIOTCS KO3€JIOK ¥ TOJIeHb 3aBUTKA YIITHO
PaKOBVHBI, HAKOBaJIbHS VI MOJIOTOYEK CpefiHero yxa. V13 2-11 xxabepHoi nyru
dpopMUPYIOTCS CTpeMs 1 OCTaIbHbIe COCTaBIIAOIIVIe BHeITHero yxa. K 8-
HeJleJle JINIeBble pacIle/IHbL SMOPIIOHa 3aKPBIBAIOTCS, OPOPMIISIOTCS I'yOBbI 11
poT. OTPOCTKM BepXHel YeIIIOCT VI OOKOBble OTPOCTKM HOca OPOPMIISIOTCS U
IIOSBJIAIOTCS HOCOCIIe3Hble OOPO3IKIA.




B nociiemHMe Toabl BEICKA3bIBAIOTCS IIPEIIOJIOKEHL O TOM, UTO
dopMupoBaHVe pacienH Jiiia 00yCcJIOBJIeHO HapyIeHVISIMU
reHeTMYeCcKMX MeXaHM3MOB aIlloIITo3a
IIOBEPXHOCTHBIX SIUTEJINAJIBHBIX KIIETOK,

KOTOPBbI€ IIPUBOIAT K MISMEHEHIIAM COOTHOILIIEHVIA
SIINTEJIVIaJIBHOI'O 6apbepa " MEe3€HXVIMBI.

Mesenxmma, cBOOOIHO IIPOHMKAS B IIPOCTPAHCTBO MEXTY

OTPOCTKaMM, HapylllaeT pasBUTIe COCYACTON CeTU BHYTpU
VI MeXIy HYMU VI HPEeIATCTBYeT, TaKMM 00pasom,
VIX CpallleHuIO.

OnHako MCTMHHBIE MeXaHU3Mbl (POPMIMPOBAH JINLIEBBIX PacIlle/INH
elrle 710 KOHIIa He M3y4YeHBbl. JTO 0OCTOATEeIIbCTBO 3aTPyAHSIEeT CO3aHVIe
CHCTEMBI TEPMVHOJIOI M VI KJITACCUPUKALIN.




B simreparype ommvicaH psan BpoXXIeHHBIX JedpopManuil YeperrtHo-
JIVILIEBOVI 00JIaCTM VI CMHAPOMOB, [IPOSBIILIONIVIXCA HETUIIVYHBIMI
pacleMHamMy, B 4aCTHOCTAL:

- Kocas paciienyHa jma (1 puc);
-TI0IlepeYHas pacliesHa Jimia ( MaKpocToMa)




-cuHApoM [ Ibepa-PobeHa;




-CpeaiHHaA paciiejiriHa HOCa,

-craapoM ['onpnenxapa (daryo-aypuKysto-
BepTeOpasIbHBIVI CHIIPOM);




-Cungpom @Ppanyeckertur - KosommHsa
(4eJTFOCTHO-IINIIEBOVI AM30CTO3);




- cuHgpoM Tpuuepa-KosuimH3a
(HVDKHEYeITIOCTHO-JIVIIEBOVI IN30CTO3);




- cuHgpoM Kpoysona (uepertHo-ImiieBom q30CcTo3);
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DHiledaivtorpamma. Cuagpom KpoysoHna.




YepermHo-KIIFOUMYHBIN O130CTO3




AJITOpUTM JIedeHVs 1 peadvuInTalm JeTevl ¢ paclieIHoMN I'yObl 1 HeOa

[IpoBoaMMEBIE MEPOTIPUATHSA

[leneBas rpymnma

IpenarajbHbIii IEPpUOI

YJ'ILTpa3By1<OBOC 06CJ'I€I[OBEIHI/IC Ha
NpeaAMET HAJIUYUS PACIICIINHBI

KOHCYJ'ILTaI_II/IH ICHCTHKaA

HNudopmarnmonHas moaaepxka

Bce 6epeMeHHLIe KCHIIIMHBI

I'pynna pHucKa (Hamuyue
3a00/eBaHUsl B CEMEWHOM
aHaMHe3e)

CeMbH J1€TEH C pacIeIMHON

Hepuon HoBopo:xkaenHocTu (0-1 mecsin)

O6cnenoBanue pedbeHKa s
HNCKIHOUYCHHUA BO3MOXHBIX
COHYTCTBYIOHII/IX HOpOKOB pa3BI/ITI/I${

KoHcynbranus reneTuka s
HCKJTIOYEHHUS T€HETHYECKUX
CHUHJIPOMOB

Bce HOBOpOXIEHHBIE C
pacieInHaMu

HoBopoxnennsie ¢

COINYTCTBYIOIIEH BPOKICHHOM

[aToJIOTUEHN

OntumanbHbIE CPOKH

Bo3moxxHo C 20 HEEIU
BHYTPUYTPOOHOTO Pa3BUTHS

[Tpu TUTAHUPOBAHHUU WIIN
KOHCTaTaluu dbaxra
OCpEMEHHOCTH

Cpazy nocie JIMAarHO CTUKU
pacIeIHbI

[TepBrie HEACIH KU3HU

Cpazy nocne moo0caea0BaHms
pebeHka

[TocTaHnoBKa Ha y4eT y OpTOAOHTA
Pannee opronennyeckoe jgeueHue

YcrpaHneHue paciienuHbl BEpXHen
ryObl

JleTu ¢ pacuiennHou BepxXHen
ryon! u HeOa (Kak
OJIHOCTOPOHHEM, TAK U
JIBYCTOPOHHEM)

JleTu ¢ pacuiennHou BepxHen
ryObl

2-5 MecsIEB

3-6 mecsIieB



SceabHblii nepuon (1-3 roga)

ITocranoBka Ha YUET Yy JIOTOICaAa, Ha4aJI0 JIOroneAn4€CKux

3aHIATHI
VYerpaHeHue pacuiennHbl HeOa
OLIKOJIbHBIN nepuon (3-7 et

PekoHCTPYKTHBHAsI XEWIIOMIIACTHKA / XEHIIOPUHOIIACTHKA

Tumnanoctomus

3aHATHUS C JTOTOIEIOM

HaGmronenue opromonTa

Muaaumuii IKoJbLHbIA nepuon (7-11 ger)

ychaHeHI/Ie PpacIICJINHbI AJIBBCOJSIPHOTO OTPOCTKA

HaGmtonenne opromoHTa

OpTOHOHTI/I‘IECKOC JICYCHUEC

3aHATHUS C JTOTOIICIOM

Crapumumii mkoabHbIi nepuon (11 — 16 jger)

PeKOHCTpYKTHBHAS! PHHOIIACTHKA / XeHIIOPHHOILIACTHKA

HaGnronenne optomoHTa

OpTOIOHTHYECKOE JICUCHHE

KocTHO-pEeKOHCTPYKTUBHBIE OTIEPAIIH

q)apI/IHFOHIIaCTI/IKa

Jeru ¢ pacuenuHoi Heba 11-12 mecsnes

Jletu ¢ paciienuHoi Heba 1-2 roma

Jletu ¢ pyOI10Boii Aehopmaliieli BepXHei ryobl U 4-6 ner
HOCa

Jletu ¢ 9acTHIMH OTUTaMH, 00YCIIOBICHHBIMU 2-4 rona

HaJIMYUEM PaCIICITNHBI Heba

Jletu ¢ pacmenuHoi Heba Ha npoTshkeHn BCero BO3pacTHOTO MepHOIa

Jletu ¢ paciienuHoi aabBEOIIPHOIO OTPOCTKA,
Heba

Ha npotsikeHnu Bcero BO3pacTHOrO Nepruoa

Jletu ¢ pacuienuHoN anbBEONIIPHOIO OTPOCTKA 8-11 ner

Jletu ¢ paciieanHoON aJbBEOISIPHOTO OTPOCTKA,
HeOa

Ha npoTspkeHUH BCero BO3pacTHOTO Meproaa

l[eTI/I C HEJOPA3BUTUEM BerHCfI YCJIOCTH, ITo mokazarmsM

nedopmarmeit 3yoHoro psiia

Jetu ¢ pacuienuHoN HeOa ITo nmoxa3zanusam

Jetu ¢ pyboBoii gedopmariieid BepXHei ryobl 1 [To nmokazanusim

HOCa

JleTH ¢ pacIieTMHON albBEONIIPHOTO OTPOCTKA,
HeOa

Ha TMPOTAXKEHUHU BCETO BO3PACTHOIO IIEPpUOIA

Hetu ¢ nedopmanmeit 3yOHOTo psijia [To noxazauusm
B kauecTtBe IIOATIOTOBKH K KOCTHO-

PEKOHCTPYKTHUBHBIM OIEPALIUAM
JHetu ¢ nedopmanueit yenocren 15-16 ner

JleT ¢ HEOHO-TTIOTOYHOM HEIO0CTATOUHOCTHIO 15-16 ner



I/IHd)opmau,vm, BHOCMMaA B JJIEKTPOHHYHO 6a3y AaHHbIX, U WUCTOYHUKHU

AadHHbIX
HcTtounuk
Brocumas undopmarys
Oo6mume nanaeie (PUO, nara poxxaeHus, aapec, CranmoHapHasi HICTOpHS OOJIE3HHU, ONPOC MaTePH
tenedon, MO marepn)
CeMelHbIN 1 aKylIepCKU aHAMHE3 Onpoc MaTepu, MPOTOKOI aKyILIEPCKOrO OCMOTpa,

3aKJIIOYCHUEC HEOHATOJI0Ta

Z[aHHBIe (0] COHyTCTByIOH.[eﬁ I1aToJIOrun AM6yJ'IaTOpHa$I TOJMKIIMHUYCCKAA KapTa, 3aKIHOYCHUA

CIICMMAJIMCTOB, JTaHHBIC 06CJ'IC,Z[OBaHI/IH B OTACIICHHUHA

Wudopmanus o mpeaplIyux BMEIIaTeIbCTBaxX BbImucky n3 cTaroOHapHBIX HCTOPHH 00JIe3HA

Z[aHHBIe (0] Ka)K,Z[Oﬁ rocryraiu3alnuun (HpOTOKOJ'I CTaI_[I/IOHapHaﬂ HUCTOPUSL 0oJIe3HU
ornepanuu, 0COOCHHOCTH TCUCHHUS aHECTC3HH 1

MOCJICONICPALIMOHHOT'O nepnoz[a)

KOMMeHTapI/II/I CIICIUAJIMCTOB (XI/Ippra, OpTOAOHTA, 3anuch CIICuaaucTra B CTaLIPIOHapHOﬁ HUCTOPUUN

noronena, JIOP-Bpaua)

60JI€3HI/I, JIMYHBIC KOMMCHTAapHUu

OcHoBHOVI mpoOsIeMONt peadmMTalMM [eTell C paciienHon ryosl m Heba
SBJISIETCS HEeCOOTBETCTBIE€ CPOKOB OIIepaTVBHBIX BMEIIATeIbCTB OIITMMaIbHBIM.
[TocsiemHme paspaboTaHbI ¢ yueToM PyHKIVMOHAIBHBIX HapyIIIeHVV, BEI3bIBA€MBIX
HaJIM4I1eM TOTO VIV VIHOTO aHaTOMIYecKoro aedekTa. bospiioe 3sHaueHVIe TIMeeT
TakKe CBOEBpeMeHHOe Hadajlo ¥ afdeKBaTHOCTh OPTOHOHTUYECKOTO U
JIOTOIIeITYeCKOTO  JIeYeHMs, g uero peOeHOK [JO/DKeH COCTOATh Ha
AMCIIaHCEPHOM y4eTe Y COOTBETCTBYIOIINX CIIeLVaIVICTOB.



