BPOXXOEHHbIE MOPOKU PA3BUTUA
YENKOCTHO-TIMLEBOU OBJIACTU




v llonyisanyonHas YacToTa IIOPOKOB Y€ IF0CTHO-IUIIEBOM

o0Js1acTH BCcTpevaeTcs ¢ 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 IIOPOKaMWM pa3BUTHUS U
Hac/IeCTBEHHBIMM 3a0071eBaHMSIMIA.

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

v/ Ilo cemmoruke BIIP Apxanrenbsckas obsactk 3aHMMaert II mecro.
HaOromaeTcst ycroiamBast TeHOEHIIMS K POCTY YacTOThI
HacJIeACTBEHHOM I1aTOJIOTMMN.



BpoxxneHnusnit mopok passurtusa (BIIP) - crovikoe
MopdoIIorruecKoe 1n3MeHeHe, TI0OBJIeKIIee 3a CO0oV rpyObIe

HapylleHs PYHKIMM OpraHa, TKaHV VIV BCero OpraHmsMa.
( CMHOHVIMBL: «IIOPOKV PasBUTVS» VI «BPOXKIE€HHBIE ITOPOKVD» ).

® BpoxxneHHbIe aHOMAIUKU — IIOPOKM Pa3sBUTHS, He
COIIPOBOXX/IAOIIIVecs: HapylleHeM (pyHKIMM opraHa

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

‘ACCOHVI&EVIVI — YCTOT7I‘IT/IBI)IQ cogeTaHMAa BPpOXKIEHHDBIX IIOPOKOB, €CJIN €CTb
OCHOBaHWVA ITpenriojiaraTb HECKOJIbKO MEXaHM3MOB BO3HVMKHOBEHII TaKOI'O

KOMIUIEKCA.
e Mopmarnus - M3MeHeHMe CTPYKTypPbl IepBOHAYJILHO IIPaBVJIBHO
OpFaHT/IBOBaHHOFO opraHa. * yacTU4YHasd aMITy Tallyis

e AHoMasiajJ - KOMIUIEKC HapyIlleHM, BOSHUKAOIIVIX B pe3yJsIbTaTe M OLIMOKM
MopdoreHesa (IIEpBUYHBIN IIOPOK U LIEITh €T0 HOCJIEACTBUI) *A.lloriep - areresis mouex,

MaJIOBOAVE, XapaKTEpHbIE M3M.JIVIIA,BPpOXAEHHAs KOCOJIAIIOCTh, IMITOIIIa3VIA JIETKMX.

® LLVICITJIA3UA — ITOPOK Pa3BUTHVA OITpEeIEeJIEHHOI'O OpraHa Wi TKaH (J'IT/IH,a, coer.

TKaHT/I) . *mucruiasuis BepxHevt/ HVDKHen yerrtocTy, auciviasus Crenrona-KarngenoHa.



Pasnuume moHITUM BPOXXIEHHOW Y HACJIeJICTBEHHOU
[IATOJIOT

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

JI00BIe O0JIe3HV 1 aHOMAJIN, TTOSIBIISIOIINIECS ITPU POXKIEHUN

* BIIP smiteBoro depera (paciiiesivHbl I'yObl 11 HEOA), cKesleTa PyK

(IToyMMIaKTVIINS, CMHOAKTIINVS), HEKOTOPble IIOPOKM cepAlia 1 BHyTPeHHUN
OpPraHoOB.

[ Ipyayitia aHoMaInIL:

MyTaHTHBIE TeHBbI /

+ BIIVISIHVIE BPeOHBIX (PaKTOPOB, BO3EVICTBYIOINVIX Ha IUIOL B
KPpUTIYeCKe IIePrObl pasBUTIS TOIO VUIV MHOI'O OpraHa.

* ' MIToKcKs 1U10/1a, OCTPhIe aBUTaMMHO3BI 1 BUPYCHBbIe 3a00jIeBaHs
(KpacHyxa, KOpb, TPUIII) MaTepy Ha paHHMX CTaANsgX OepeMeHHOCTH.

BIIP omim4aroTcs 1o aTmosiornyl, KIIMHUYeCcKOV KapTUHE U
BpeMeHY BO3HUKHOBEHWI:



(611acTO381)

JIFOOble OBPeXXIeHMs
ANIIeKJIeTKN U cIlepMaTo3omaa
BO BpeMsI 0BO- 1 cllepMaToreHes3a
0 OIUIOJOTBOPEHMs.

MyTanmm reHOB 1
BO3HVMKHOBEHVE
HaCJIeICTBEeHHBIX D0JIe3HeN 1
HacJIeICTBEHHbBIX IIOPOKOB
pa3sBUTHMA, XpOMOCOMHBIE
abepparym ¢ BOSHMKHOBEHMEM
Yalie He HacjIeyeMbIX
XPOMOCOMHBIX D0JIe3Hers,
TeHOMHbIe MyTaIlymM -
M3MeHeHN YrcjIa XpOMOCOM
raMeTbl, 0OBIYHO IIPUBOOSIIVE
K caMOIIPOM3BOJIBHOMY a0opTy
VJIVI XpOMOCOMHOVI 00JIe3HM.

Hapymrenute B 6r1acTommrose,

IIPVMHIINII «BCE VIJIV HNYETO».

BeipakeHHBIe TepaToreHHBIE
BO3/IEVICTBSL B STOT II€PYIO],
PasBUTHS Yallle BCero mpw BOST K
rrbesv 3apofbIIia 10 yCTaHOBJIEHVS
daxra 6epemennoctv Ecym xe
3apOIBIII BEDKVIBAET, TO
oprasocrendniecKyie aHOMaJIN
He pa3BMBaIOTCs, TaK KaK 3aMelleHIe
TIOBPEXIeHHBIX KJIIETOK
o0ecrieunBaeT JajIbHeTIIIIee
HOpMaJIbHOE pasBUTHeE.

IIOPOKW, BO3HMKIIIVIE B pe3yJIbTaTe
HOBpeXeHsi SMOpMOHa, T.e. oT 16-
T'O JTHSI II0CTIe OIUIOIOTBOPEHNS [I0
KoHI1a 10 Heyr. GepeMeHHOCTH.

IIepmo, opraHoreHesa 1
MaKCMaJIbHOWM UYyBCTBUTEIIBHOCTN.

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

IMospexuenus wiozaa,
BO3HMKAIOT OT 11 Hemerm
OepeMeHHOCT IO POMIOB.

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

Tepatorens! B 3TOT Hepmox,
KaK IIpaBWIo, He IIPUBOMAT K
BBEIpa’keHHBIM IIOPOKaM
passuTys. IIprmepom MoxeT
CITY>KUTB OyabeTraecKast
deTomaTus.

Hacnencreennsnie BIIP BO3HMKAIOT B pe3ysibTaTe MyTalVi (TeHHBIX,
XPOMOCOMHBIX, TEHOMHBIX), Yallle BCero Ha ypOBHe FaMeT, peXXe B 3UTOTHOM

COCTOAHUII.

DK30reHHo o0yciosaennbie BIIP BosHuKaroT B pe3ysibTaTe BO3IEVICTBIAS
TepaTOreHHbIX (PaKTOPOB BO BpeMsi OepeMeHHOCTV B SMOPVOHaIBHBIVI IIePVIOL],

Mynesrudakropuaneupie BIIP gBIIat0TCA pe3yIbTaTOM COBMECTHOIO [eVICTBYASA

HaCJIe/ICTBEHHBIX 1 3K30T€HHBIX (PaKTOPOB B PaBHOVI CTEIIeHA.

(3TMosIornyeckas Kiraccudpmkarys)



Kpurnaeckmnm
IIePVIOL:

[lepuion tutarieHTaLIIVI VI IMIUIAHTALV

TepaTorennnin

TepPMMHAaILIVIOHHBIV
riepuiog, (TTTI) :

e [ KPUTMUYECKIUVI IIePUOJ] y YeIloBeKa
IPUIXOOWTCA Ha KOHell 1-11-Havaio 2-1
Heresn OepemeHHOCTH. Vicxomom
HOBpPeXIaloIIero BO3AeVICTBIS B 3TOT
TIePIOJ] Yallle BCero sIBJIseTcs Imoeb
3apozblIIa.

Ko II nepuony oTHOCATCA 3-6 Hep,
O6epemenHoOCTH. B 3TOT NNEpumoz
TepaToreHHble (paKTOPHI Yallle

00y CIIOBIIMBAIOT BPOXKA€HHBIE ITOPOKIA.
Kpurinueckie nepmoisl CBA3aHbI

c HanOosiee HTEHCUBHBIM
dopmmpoBaHVIEM OPraHOB B 3TO BpeMsl.

IIOHsITVE O IIpeae/IbHOM CPpOKe, B Te1IeHVe KOTOpOoro
TepaTOFeHHbIﬁ q)aKTOP MO2KeT BbI3BaTb ITIOPOKM
pa3BUTMAI.

Ecimu moBpexxnaroruit bakTop AeVcTByeT Iocjle OKOHYaHMS
dopMmupoBaHNsa OpraHa, OH He MOXeT OBbITh IIPUYMHON
9TOI'O IIOPOKa.

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

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

* CpeIVMHHOV pacIIe/IHbI JINIIa — g0 Hadasia 6-11
HeJie/1 OepeMeHHOCT.



PACIIIEJIVMHBI I'YBbI 1 HEBA
(TUIIMYHBIE PACILEJIVMHBI
JIVILTA)




B JIoHmoHCcKOM 6a3e BpOXKIeHHBIX 1 HacJIe[ICTBEHHBIX 3a00J1eBaHU
VI IPU3HAKOB paclliesiHa ryosl/ HéOa oTmeueHa 1ripu 847
HaCJIe[ICTBEHHBIX CMHIPOMAaX C PA3/IMUYHBIMU TUTIAMU
HaCJIeIOBaHV.

K TMOmMyHbIM paciiiesiMHaM YeTFOCTHO-JTUIIEBO
00J1aCcTVI OTHOCHT:

a) pacleIViHbI BepXHell I'yObl;

0) pacrenHbI HEDA.

Pacmtermabl ryosl n HeOa (PI'/ PH) no xiraccudpmkanmm BO3
OTHOCSITCS K pacIIpOCTpaHEHHBIM MTOPOKaM Pa3BUTHS. VX
yIeJIbHBIN Bec cocTasiisgeT 86,9 %.

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

Cpeny HOBOPOXKIEHHBIX C TUIIMYHBIMI pacIlieJIMHaMU JIUIIA
rpeobiiagaroT Matbumku (0,79 manpumkos u 0,59 nesouek Ha 1000
HOBOPOXXI€HHBIX). Y MY>XX4IH, KaK IpaBwiIo, Oosiee TsoKesble POPMBbI
[IaTOJIOTVIMA.



Krracendpmkanms m
XapaKTepyCTMKa TUITMIHBIX
pacimesIvH JIna:

I. PaciiesiMHbBI BepxHe IyObI:

1) BpoxxmeHHas cKpblITas paciilejiiHa BepxHer I'yObl (OHO- MJIN
IBYCTOPOHHSIS);

> 2) BpOXXJIeHHas HeIloIHast

paciiesiviHa 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 1iosiHast
JIEBOCTOPOHHSIS
pacirenHa BepxHen
ryOBbl, QJIbBEOJISIPHOTO
OTPOCTKA, TBEPOTO M
MSTKOI'O HeDa



Pwuc. 3

BpoxmeHHas 1iosiHast
JIEBOCTOPOHHSIS
pacIrenHa BepxXHen
ryOBbl, QJIbBEOJISIPHOTO
OTPOCTKA, TBEPAOTO M
MSTKOTr'O HeDa

(TO Xe)



Puc.d

BpoxnenHas nosmHas
By XCTOPOHHSA
paciiesiiHa BepxXHen
ryObl, aJIbBEOJISIPHOTO
OTPOCTKA, TBEPAOIO "
MSTKOTO HeDa ¢ pe3Knm
BBICTOSTHVIEM
MEXYEeJIFOCTHOV KOCTU
(IIT crertermn)



I1. PaciiessmHbI HEOA:

1) BpoxieHHBIe pacIlie/IMHbBI MATKOro HEéOa
CKPBITBIE, IIOJIHBIC VI HeIIOJIHbIE;

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

Pwc.5

Hermommaaga
paciiiesiiHa HeOa.

th




3) BpOoXXIeHHbBIe TTOJTHbIE PaCITIeTNMHbI
MSATKOTO ¥ TBEPAOro HEDa 11 aJIbBEOJIIPHOIO
OTpOCTKa (OIHO- V1 IBYCTOPOHHVIE);

4) BpoXXIeHHbIe pacIIeIMHbI aJTbBEOJITPHOTO OTPOCTKA U TTepeTHero
oT[esla TBepAoro Hé0a HelloJIHbIe (OJHO- VIV [JBYCTOPOHHME) U
II0JIHBIe (OHO- VIV IBYCTOPOHHIE).

Pwuc.6

OnmHOCTOpOHHAA Puic.7 [IBycTOpOHHS paciiiesiiHa Heba
paciiiesiHa Heba



Pacimernmabl HeOa BCTpevaroTcs B COYeTaHUM C
pacierHaMy BepxHevi ryOosl. [Ipu aTom pasHble
popMBI paciierniH ryObpl MOT'YT COUeTaThbCS C
pasMYHBIMU POopMaMM pacIiiesH HeOa.

1, 2 rpynmsl paciiienH HeOa 13 IpvBeIeHHOV KilaccuuKamm
HEKOTOPBIe aBTOPBI pacCMaTPMBAIOT KaK pacujeiutivi 6mopuuno2o Heba,

4-¥0 rpyIIly B COYETAHWM C PacCIIe/IMHOV BepXHel I'yObl - kKak
pacujeauny nepBuuroeo Heoa,

3-10 TPYIILY - KAK pacujeAunsvt nepbuuno2o u 6mopuuno2o Hebda.




Pwuc. 8

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



VI3MeHeHVsI KOCTHOTO CKejleTa IIPpV BPOKIIEHHBIX pPaciiesirHaX " HeOa.

- HaOJIIoJaroTCs pe3Kie M3MeHeH s KOCTHOIO cKeJjleTa JINIIA, a TakxKe
HeIIpaBIWIbHOE PacIlOyIoKeHe MeXKUeIFOCTHOV KOCTYM W PaCIIOIOKeHHBIX
B Hel1 3y0oB. VIHOIIa KOJUINMYeCTBO 3a4aTKOB ObIBaeT YMeHBIIIeHO VIV OHI

OTCYTCTBYIOT (aHOeHTNs). [JedopMariys 3yOHOM 1yrm vt HEOHBIX

IUIACTVHOK MOJKET COUeTaThbCsl C HeJIOPa3BUTMEM BEPXHEN YeJIIOCTM -

MVKPOTHaTVS.

Cy>KeHue BepXHeVl 4eIloCT Yallle OblBaeT BPOXKIEHHBIM U II0 Mepe PpocTa
peOeHKa cTelleHb ero yBeIn4BaeTCs.
BpoxnenHas nedpopmarniyis BepxHeVl YeJItoCcT IIPY pacliesIHe Heba
MOJKeT coueTaThCs C edpopmariyert HVDKHeVL.



B niponioMm, Korza paciiesHbl IyObl 1 HEOaA BBI3bIBAJIV I'IO€IIb JieTell B IIepBble TOIbl XXI3HY,
IIPaKTVYeCK BCe VIMEIOIIVeCs B IIOMYJIALINY HOBOPOXKIEHHbIE C 8y TOCOMHO-IIOMHAHTHBIMI
CUHAPOMaMU MOSABJIUIVICh B pe3ysIbTaTe HOBbIX MyTalui. B HacTosIIee BpeMs B CBA3U CO
3HAYUTEJIbHBIM yJIyYllIeHVIEM XVPYPIMYecKOV TeXHVIKN W IIPOBeAeHVeM IeJIOV CYCTeMBI
peadvINTaIMIOHHBIX MEPOIIPMSITUI TIOBBIIIIAETCS YICIIO OIIePVPOBAHHBIX JIUI] C ay TOCOMHO-
IOMVHAHTHBIMY CMHIPOMaMM, BCTYHAIOLIVIX B Opak 1 IlepeaaroIiX MyTaHTHBIX TeH CBOVM JIeTSIM.

C renermyaeckon Touku 3peHns Tunmaaele BIIP opodarimansHO o01acTi BecbMa rereporeHHbI. B
OCHOBeE VX IPOVCXOXAEHVSA MOTYT JIe)KaTh KaK MOHOTE€HHBIE, TaK VI XPOMOCOMHBIE 1 HOJIUTeHHBIe
1edeKThl.

COOTHOIIIeHVE pa3INIHBIX (PopM HaTos1ormu (% ):

®OPMbI PACILIEJIMH U1CJIO
MoHoreHHbIE U3 HUX: 79
ayTOCOMHO-JIOMUHAHTHBIE 35
ayTOCOMHO-PELECCUBHbBIC 39
CLIEIUICHHEIE C ITOJIOM 5
XpOMOCOMHBIE 29
MynbTudakropuaibHbIe 40

Cas3aHHBI€e C JieficTBUEM (aKTOPOB BHEIIHEH Cpe/ibl 6




HexoTopble MOHOT€HHO HaCJIeTyeMble CUHIAPOMBI
C pacLieIMHON I'yObl 1 HeDa:

HA3BAHUE

Cunapom l'oibaenapa

Cunpapom I'opiimna

Cunapom ®@pepa-Maiist

CuHApPOM aKpoOCTE0JIN3a

Cungpom Ban-gep-Byna

CHHAPOM KITFOUNYHO-YEPEITHOU
JTUCILIA3UU

AYVTOCOMHO-JOMMWHAQHTHbLIeCUHAOAPO

Vil -

KIIMHNYECKAS KAPTUHA

Pacmienuna ryosl u HeOa, MHOXKECTBEHHBIE 0a3a7IbHO-KJIETOUHbBIC
KapIIMHOMBI, KACTHI YETTIOCTH, aHOMAJTHS CKeJIeTa.

Pacmenuna ryosl 1 HeOa, OTHOCTOPOHHSSA JUCIUIA3Us YIIHOM PAKOBHHBI,
OJTHOCTOPOHHSISI TUIIOIUIA31sI HUKHEYEIIFOCTHON BETBH, PA3JINYHbIC
3nuOyIb0apHbIE JEPMOUIbI, AHOMAJINH TO3BOHOYHHKA, [IOPOKHU CEPJILA,
aHOMAJIMU TIOYEK U T€HUTAJIUH.

Pacmenuna ryosl u Heba, Makpouedanus, rTunepTeaopusM, II0CKUNA HOC,
NepeKPyUCHHBIN 3aBUTOK, ME30OMENHS, KIIMHOJAAKTUIINS, aHOMAJIUU
MO3BOHOYHHUKA U TEHUTAJIHA.

Pacmenuna Heba, "pactBopeHue" KOHUEBBIX (aJIaHT C YTOJIIEHUEM MaJIbLEB,
HU3KUH pOCT, KU(03, BabrycHas AedopMalns roJeHu, MUKPOTHATHs,
nonuxonedanus, Ipex1eBPEMEHHOE BbIaJIeHUE 3y00B.

Pacmenuna ryosl u HeOa, TyOHBIE SIMKHU.

Pacmennna Heba, mMpoKuil CBOJ yepena, He3apalleHHbIE POJHUYKH,
MaJIeHbKOE JIUI0, YepBEOOpa3HbIE KOCTH, JUITHUE 3yObl, OTCYTCTBUE WIIN
TUIOIUIA3HS KITHOYHIL, IPYTHe AHOMAJIUHU CKEJeTa.



AYVTCOMHO=-peLecCUBHbLIeCUHAOPO

Vil -

Cunapom KO0epra -
XauTBOpaa

Cunapom MekkeJist

Cunapom bukciaepa

Kpunrogaiabm

IHepeOpoxocToManauody-
JIAPHBIA CUHAPOM

Cunapom Kpucruana

Pacmienuna ryosl 1 HeOa, MUKpolLedaus,
TUIOIIJIACTUYHBIE JUCTATBHO PACIIOI0KEHHBIE
OOJIBIIINME TAJIBIBI PYK, KOPOTKUE JTyYEBbIC KOCTH.

P&CHICJII/IH& FY6BI )51 H€6a, IHOJINAAKTHUIINA, ITIOJIMKHNCTO3
ITOYCK, BHHC(l)aHOHGJ'IC, IIOPOKH CCpaAla U APYyIruc
dHOMAJINU.

Pacmienuna ryosl 1 He0a, TUTIEPTEIIOPHU3M,
MHUKPOOTHSI, aTOHUS MIOYEK, BPOKICHHbBIE TOPOKHU
cepila, OTCTaBaHUE B POCTE.

Pacmienuna ryosl 1 HeOa, KpUnTodaibM,
HEHOpPMJIbHAs JIOOHAsI JIMHUS POCTa BOJIOC, pPa3IndyHas
CUHJIAKTUJIMS HA PyKax M HOrax, KoJoOOMa KpPbLUIHEB
HOCA, aHOMAJIMA MOYETIOJIOBOM CUCTEMBI.

Pacmienuna Heba, Mukporuedanus, aepekt pedep

Pacmiennna Heba, KpaHMOCUHOCTO3bI, MUKpOILIehaus,
apTPOrpuUIio3, MPUBEACHHBIN OOIBIION MAJICI] PYKHU.



1) Cuagpowm IlaTtay (CII) - cuagpom Tpucomum 13 - BcTpeuyaeTcs ¢ 4aCcTOTOM
1:6000. VimeroTca mBa muToreHeTYecKMX BapmuanTa cuaagpoma Iaray: mpocras
TPpUICOMM VI pOOEepTCOHOBCKas TPaHCIIOKALIVIA.

Hetn c curmpomowm Ilaray poxxaaroTcs ¢ Maccont Tejta Hvoke HOpMbI (2500 r).
Y HUX BBIABIISAIOTCA yMepeHHasl MyKpoLedanys, HapylleHve pasBUTs
pasimaHbIx otaennos LIHC, Hu3Kuit cKomteHHBIN 100, Cy>)KeHHBIe TJIa3Hble
IIeJIVI, PacCTOSTHVIE MeXy KOTOPBIMY YMEHBIIEeHO, MUKPOPTaIbMIS U
K0JI000Ma, [TIOMyTHeHVe POroBUIIbl, 3allaBlilas IepeHoCulIa, IMPOKoe
OCHOBaHVe HOCa, IepOpMIpPOBaHHBIE YIITHbIe PaKOBMHBI, paclllesIiHa
BepxHel T'yObl 1 HEOa, TTOIMIaKTIWIN, pjleKCOpHOe TI0JI0KeHMe KICTel,
KopoTkas mes. Y 80% HOBOPOXIEeHHBIX BCTPEUYarOTC IIOPOKW Pa3sBUTI
cepana: medeKTbl MeXOKeTy0YKOBOV V1 MeXIIpecepAHOV IIeperopoaok,
TpaHcIo3nLyy cocynos 1 gp. Habmonarorcs prbpokmcTosHble M3MeHeHVs
IO/ KeJTyJOYHO JKeJle3bl, JoOaBOUYHBble cejle3eHKY, SMOproOHaIbHAs
IIyIIO4YHas IpblKa. [Ioukn yBesinueHsl, MMeIOT IIOBBIIIeHHYIO J0JIbYaTOCThb M
KICTBI B KOPKOBOM CJIO€, BBISBIISAIOTCS IIOPOKV Pa3BUTVIA II0JIOBBIX OPraHOB.
I CI1 xapakTepHa 3apep>KKa yMCTBEHHOT'O Pa3sBUTA.
BosnpimacTBO 60516HBIX ¢ cHApOoMOM [latay (98%) yMupatoT B Bo3pacTe 110
rofia, OCTABIIVIECS B XVBBIX CTpagaroT rny601<0171 UIOIVOTUEN.



Puc9, 10,11, 12 - cuagpowm I laray



2) Cuaaopom DaBapaca (CD) - cuaapom Tpucommum 18 - BcTpedaeTcs ¢
vacrorom rpyMepHO 1:7000. et ¢ Tpucommen 18 garre poxmaroTces y
TIOKWIBIX MaTepevi, B3aVIMOCBA3b C BO3pacTOM MaTepy MeHee BbIpakeHa,
JeM B CJIydaax TpucomMmm XpoMocomsbl 21 m 13. g xxeHInmyH crapiie 45
JjIeT PUCK poanTh 00s1bHOTO pedeHKa cocrasiseT 0,7 %. Llutorenerrueckn
CUHJIPOM DiBapjca npepcrassieH mpocrort Tpucommert 18 (90%), B 10%
cJIydaeB HaOsIrojaeTcs Mo3auIIv3M. Y JleBoUeK BCTpevaeTcs 3HaunTe IbHO
yalie, 4YeM y MaJIbUMKOB, UTO CBS3aHO, BOSMOKHO, C OOJIbIIIeN
JKV3HECTOVIKOCTBIO )KeHCKOT'O OpraHM3Ma.

Hetu ¢ Tpuicomment 18 poXkmaroTcs ¢ HU3KMM BecoM (B cperHeM 2177 T), XOTSI CpOKM OepeMeHHOCTM
HOpMaJIbHBIe WIN JaXke IIpeBblaoT HopMmy. DeHoTUIIIYeCKe TIPOsBIIeH CUHIpOMa DaBapiaca
MHoroobpasusl. Hamnbosee wacTo oTMeuaroTcst aHOMaIVII MO3TOBOTO VI JIMIIEBOTO Yeperia, MO3TOBOVI Yepert
nonmxonedardeckor popMbl. HVDKHSS 4esTiocTb 11 pOTOBOe OTBepCTe MajleHbKue. IJ1asHble 1miem y3Kue
VI KOPOTKMe. YIITHbIe paKOBVHBI JepOPMIMUPOBaHEL 11 B ITOIABIISIONIEM OOJIBIIMHCTBE CIIydaeB
pacIiooXXeHbl HU3KO, HeCKOJIBKO BBITSHYTBI B TOPM30HTaIbHOM ITIOCKOCTI. MouKa, a 4acTo 1 K03€eJI0K
OTCyTCTBYIOT. Hapy XHBIVI CJTyXOBOVI IIPOXOZ, Cy>KeH, MHOIa oTcyTcTByeT. ['pyanHa KopoTKasi, 13-3a 4ero
MeXxpeOepHBIe ITPOMEXYTKI YMEHBIIIEHBI U TPyAHAs KJIeTKa mpe 1 Kopode HopMaIibHOL B 80% ciryuaes
HabJTroaeTcss aHOMaJIbHOE PasBUTHE CTOIIBL IISITKA Pe3KO BBICTYIIAeT, CBOJ, IIPOBVICAET (CTOIA-KavasIka),
OoJIBIIION ITasTel] YTOJIIEeH 1 YKOopodeH. V13 nedpeKToB BHYTpeHHMX OpraHOB Hanbosiee 9acTO OTMEYArOTCS
IIOPOKM cepAlia ¥ KPYIIHBIX COCYOB: IedpeKT MeX>KeJlyJOUKOBOV [IeperopoaKy, arlasuy OHOV CTBOPKM
KJTAITaHOB aOPTHI VI JIETOYHOV apTepui. Y Bcex O0IBPHBIX HaOTIOHAIOTCS TMIIOITIA3VS MO3KeUKa T
MO30JIVICTOTO TeJla, M3MeHeHMs CTPYKTYp OJIVB, BbIpakeHHasl yMCTBeHHasi OTCTaJIOCThb, CHVDKeHIe
MBIIIIEYHOI'O TOHYCa, Iepexoislliee B IOBBIIIEeHVe CO CITaCTUKOL.

[TpomoIDKUTeIbHOCTD XXM3HM JeTeVl C CMHIPOMOM DBapca HeBemmka: 60% OeTevt yMUparoT B BO3pacTe 110
3 Mec, 70 Tofa MOXKMBAeT JIVIIITb OAVH peOeHOK 113 IeCAT; OCTABIIVIECS B XKMBBIX - TTTyOOKMe onmmrodpeHsl.



Puc 13, 14, 15 - cuanpoM DaBapca



Puc 16 - cuagpoM Dasapca



. HETVITNYHDbIE PACIHIE/IMHDI
YEPEIIHO - JIMIIEBOV ObJIACTU




PacrrpocrpaHeHHOCTE, 3TVOJIOT VIS T
ITaTOreHes:

HeTwurvanble paciieviHel YeperrHO-JINLIeBOV 001acTm

IpencrabjieHbl OI'POMHBIM KOJIMYECTBOM BII1OB, OOJIBIIIMHCTBO 13
KOTOPBIX MOT'Y'T OBITb OTHECEeHBI K OIHOVI 113 TpeX I'PYIIILL

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

* 3) opOUTO-BEpXHEUEITIOCTHBIE
pacIIeTHBI.



B oy’ HeTUIIMYHbBIE pacIlle/TMHbI
pacIIipocTpaHeHbl HAMHOTO pexe
10 CPaBHEHMIO C pacliie/IMHaMi I'yObl 1
HEOa.

Yacrora Bapsupyer ot 1,9 1o 6,8 Ha 100 ThIC. HOBOPOXIEHHBIX.

HeTurmaHble pacIieHbl YepeIrHOo-JINIEeBOV 001acTu
MOT'yT OBITBH
KaK V30JIMPOBaHHBIMIA,
TaK VI KOMIIOHEHTaMVI HacJIeJICTBEHHBIX CUHIPOMOB,
KaK OTHOCTOPOHHVIMM, TaK U 1By CTOPOHHVIMV,
KaK ITOJIHBIMV, TaK VI HeIIOJIHBIMIA.



* BO3/IEVICTBYE PaJMOaKTBHOTIO M3JIyUYeHNs BO BpeMsi
OepemMeHHOCTV;
* MaTEePUHCKUI MeTabOoIMYecKm [1cOaiaHC (OBBIIIIeHVe
TeMIlepaTyphl Tella, 1ePUIUT BUTAMIMUHOB ¥ MUKPO3JIEMEHTOB,
B yacTHOCTM Cu , MajIoBO/IVie, SHIOKPVHOMNATUN, B YaCTHOCTU
caxapHbIV aAvabdeT 1 ANcPYHKIMNM HIUTOBUIHOM JKeJle3bl);

* wmHJeKIIMOHHBIe 3a00sIeBaHNs BO BpeMsl OepeMeHHOCTV;
* IIpMeM JIeKapCTBEHHBIX IIpellapaToB C MyTareHHOM

aKTVIBHOCTBIO (IIPOTMBOCYJOPOXKHBIX, aHTVIMETa0O0JINTOB,
TPaHKBWIN3aTOPOB, CTEPOVITHBIX 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 rogbl BBICKA3bIBAIOTCS IIPEIIOJIOKEHL O TOM, UTO
dopMupoBaHVe pacienH Jvia 00yCcJIOBJIeHO HapyIeHVISIMU
reHeTMYeCcKMX MeXaHM3MOB aIlloIITo3a
IIOBEPXHOCTHBIX SIUTEJINAJIBHBIX KIIETOK,

KOTOPpbI€ IIPUBOIAT K MISMEHEHIVIAM COOTHOILIIEHVIA
SIINTEJIVIaJIBHOI'O 6apbepa " MEe3€HXVIMBI.

Mesenxmma, cBOOOIHO IIPOHMKAS B IIPOCTPAHCTBO MEXTY

OTPOCTKaMM, HapylllaeT pasBUTIe COCYACTON CeTU BHYTPU
VI MeXIy HYMU VI HPEIATCTBYeT, TaKMM 00pasom,
VIX CpallleHuIO.

OnHaKo MCTMHHBIE MeXaHU3Mbl (POPMIMPOBAHN JINLIEBBIX PacIlle/INH
elrle 710 KOHIIa He M3y4YeHBbl. JTO 0OCTOATEeIIbCTBO 3aTPyAHSIeT CO3aHVIe
CHCTEMBI TEPMVHOJIOI M U KJITACCUPUKALIN.




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

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




-cuHApoM [ Ibepa-PobeHa;




-CpeaiHHaA paciiejiriHa HOCa,

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




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




- cuHgpoM Tpuuepa-KosuimHsa
(HVDKHEYeITIOCTHO-JIVIIEBOVI I30CTO3);




- cuHgpoM Kpoysona (uepertHo-miieBon q30cTos);
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DHiledavtorpamma. Cuagpom KpoysoHna.




YepermHo-KIIFOUMYHBIN O130CTO3




AJITOPUTM JIeYeHVS U peabvuIUTali AeTel ¢ PaclieIMHON TyObI 1 HeOa

[IpoBOoaMMEBIE MEPOTIPUATHSA

[leneBas rpymnma

IpenarajbHblii IEpUOI

YJ'ILTpa3By1<OBOC 06CJ'I€I[OBaHI/Ie Ha
NpeaAMECT HAJIUYUS PACIICIINHBI

KOHCYJ'ILTaI_II/IH ICHCTHKaA

HNudopmarnmonHas moaaepxka

Bce 6epeMeHHLIC KCHIIIMHBI

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

CeMbH J1€TEH C pacHIeTMHON

Hepuon HoBopo:xkaenHocTu (0-1 mecsin)

OO6cnenoBanue pedbeHKa s
HNCKIIHOUYCHHUA BO3MOXHBIX
COHYTCTBYI-OHII/IX HOpOKOB pa3BI/ITI/I${

KoHcynbranms reneTuka s
HCKJTIOYEHHNS T€HETHYECKUX
CHUHJIPOMOB

Bce HOBOpOXIE€HHBIE C
pacieInHaMu

HoBopoxnennsie ¢

COIyTCTBYIOIIEH BPOKICHHOM

[aToJIOTUEN

OntumanbHbIE CPOKH

BosmoxxHo C 20 HEIEIN
BHYTPUYTPOOHOTO Pa3BUTHS

[Tpu TUTAHUPOBAHHUU WITN
KOHCTaTaluu daxra
OCpEMEHHOCTH

Cpazy nocie JIMAarHOCTUKU
pacIIeTuHbI

[TepBrie HEACM KUZHU

Cpazy nocne moo0cnea0BaHms
pebenka

[TocTaHoBKa Ha y4eT y OpTOAOHTA
Pannee opronennyeckoe jgeueHue

YcrpaneHue paciienuHbl BepXHen
ryobl

JleTu ¢ paciiennHou BepXHen
ryonl u HeOa (Kak
OJIHOCTOPOHHEM, TaK U
JIBYCTOPOHHEM)

JleTu ¢ pacuiennHoul BepXHen
ryObl

2-5 MecsIEB

3-6 mecsIieB



SceabHblii nepuon (1-3 roga)

ITocTanoBka Ha Y4eT y Jororneaa, Ha4ajao JOroneandeCKux

3aHATHI

YerpaneHue paciienuHbl Heba

JHetu ¢ pacienuHoi HeOa 11-12 mecsines

Jetu ¢ paciienuHoi HeOa 1-2 roma

JomkoabHblii nepuon (3-7 jgert)

PexoHCTpyKTHBHAS XEHIOMIACTHKA / XSHMIOPUHOILUIACTHKA

Tumnanoctomus

3aHATHS C JIOrOIeI0M

HaOGnroenne opromgoHTa

Muaanmuii mkoabHbI nepuon (7-11 jer)

Jetu c pyOroBoii geopmariield BepxHei ryosl 1 4-6 ner
HOCa
Jletu ¢ 4acThIMH OTUTaMH, 00YCIIOBICHHBIMHU 2-4 rona

HaJIMYUEM PaCIICIITNHBI Heba

Jetu ¢ pacienuHoi HeOa Ha npotsxeHnu Bcero BO3pacTHOro nepuoja

JleTH ¢ pacIIeIMHOMN aTbBEOISIPHOTO OTPOCTKA,
Heba

Ha IMPOTAKECHUHU BCETO BO3PACTHOIO IIEPpUOJA

YCTpaHCHI/IC PpacIICINHbI AJIBBCOJSIPHOTO OTPOCTKA

Ha6mtonenue opromoHTa

OpPTOIOHTUYECKOE JIeUCHUE

3aHATHS C JTOTOIEIOM

Crapumnii mkoabHbIN nepuon (11 — 16 jger)

PeKoHCTPYKTHBHAsI PUHOILIACTUKA / XEHIOPUHOIIIIACTHKA

HaGmtonenue opromoHTa

OpTOIOHTHYECKOE JICUCHHE

KoCTHO-pEKOHCTPYKTHBHBIE ONIEpaLN

®DapuHromIacTuKa

JleTtu ¢ pacuienuHoN albBEOJIIPHOIO OTPOCTKA 8-11 ner

Jletu ¢ paciieanHON aJbBEONISIPHOTO OTPOCTKA,
HeOa

Ha npoTspkeHUH BCero BO3pacTHOTO Meproaa

Jletn ¢ HeTOpa3BUTHEM BEPXHEH YEIIOCTH, [1o mokazaHusM

nedopmarieii 3yOHOTO psia

Jetu ¢ pacuienuHol HeOa [To moxazanusM

Jetu ¢ pyOuoBoi aedopmariueit BepxHei ryosl n [To moxazanusim

HOCa

Jletu ¢ paciieanHoON aJbBEOISIPHOTO OTPOCTKA,
Heba

Ha npoTsikeHUH BCero BO3pacTHOTO Meproaa

Hetu ¢ nedopmanmeit 3yOHOTo psija [To moxazauusm
B kauecTBe ITOATOTOBKH K KOCTHO-

PEKOHCTPYKTHBHBIM OIEPALIUSAM

Hetu ¢ nedopmanueit yenocTen 15-16 net

Jletn ¢ HEOHO-IVIOTOYHOM HEAOCTATOYHOCTHIO 15-16 net



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

AadHHbIX
HcTtounuk
Brocumas nndopmarys
Oo6ume nanaeie (PUO, nara poxxaeHus, aapec, CranmoHapHasi ICTOpHS OOJIE3HU, ONIPOC MaTePH
tenedon, PO marepn)
CeMelHbIN 1 aKylIepCKU aHaMHE3 Onpoc MaTepu, MPOTOKOI aKyILIEPCKOrO OCMOTpa,

3aKJIIOYCHUEC HCEOHATOJI0Ta

Z[aHHBIe (6] COHyTCTByIOH.[eﬁ I1aToJIOrun AM6yJ'IaTOpHa$I TOJMKJIIMHUYCCKAsA KapTa, 3aKIHOYCHUA

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

Wudopmanus o mpeapIyux BMEIIaTeIbCTBaxX BbImucky n3 cTaroHapHBIX HCTOPHH 00JIe3HA

Z[aHHBIe (0] Ka)K,Z[Oﬁ rocryraiu3alnumn (HpOTOKOJ'I CTaI_[I/IOHapHaﬂ HUCTOPUL 0oJIe3HU
ornepanuu, 0COOCHHOCTH TCUCHHUS aHECTC3HH K

MOCJICOINICPALIMOHHOT'O nepnoz[a)

KOMMeHTapI/II/I CIICIIUAJIMCTOB (XI/Ippra, OpTOAOHTA, 3anuch CIiI€uaiucra B CTaLIPIOHapHOﬁ HUCTOPUUN

noronena, JIOP-Bpaua)

60.]'[63HI/I, JIMYHBIC KOMMCHTAapHUHU

OcHoBHOVI mpoOIeMONt pealdmMTalMM [eTell C paclieMHon ryosl m Heba
ABJISIETCS HEeCOOTBETCTBIE€ CPOKOB OIePaTVBHBIX BMEIIATeIbCTB OITMMaIbHBIM.
[TocsiemHme paspaboTaHbl ¢ yueToM PyHKIVOHAIBHBIX HapyIIIeHVV, BEI3bIBA€MBIX
HaJIM41eM TOTO VIV VIHOTO aHaTOMIYecKoro aedekTa. bosbiioe 3sHaueHVIE TIMeeT
TakKe CBOEBpeMeHHOe Hadajlo ¥ afdeKBaTHOCTh OPTOHOHTUYECKOIO U
JIOTOIIeITYEeCKOTO  JIeYeHMs, [Ig uero peOeHOK [JO/DKeH COCTOATh Ha
AVCIIaHCEPHOM y4eTe Y COOTBETCTBYIOIINX CIIeLVaIVICTOB.



