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€JIBHBIV BEC BPOXKIEHHOU 1
JICT-BEHHOU I1IaTOJIOTM B

e 3a0011e-BaeMoCT ”

/I HOBOPOXXIIEH-HBIX U

€1 paHHero Bo3pacra B KOHIIe XX-
agasie XXI cTroseTnss HEyKIIOHHO
acTeT:

3-5% XUBOPOXKIEHHBIX TOSABJISIOTCS
cset c BIIP

@ ©20-30% HOBOPOXIEHHBIX yMIpaeT
BCJIEZICTBVIE T€HeTVYeCKIIX
3a00J1eBaHU;

= ® 30-50% meTckor cMepTHOCTI
ITOCTHEO-HATAJIBHOTO Iepuo/ia




CCUDUKALINS HACTEOCTBEHHBIX
3ABOJIEBAHUN

g KJlacCpmKars
IX 3a00JIeBaHMIT 11O

omoxmmmyuec-
KOU "I MOJIe-
KYJIsIpHOU
reHeTVKI.




3a00sTeBaHVIse
) e0sT Bce COCTOSIHIS,
XapaKTepUsyIoIecs: BUIVMbBIMUI
B CBETOBO MVKPOCKOII
apyLIeHVsIMM CTPYKTYpPbl WWIN
uciia xpomocom. He menee 7,5%
Céx 3avaTui y uYeJjioBeKa MMEIOT
aKyie HapylIeHNs U OIpelesIsioT
COKYIO YaCTOTy XPOMOCOMHBIX
aoeppalmin cpenn CIIOHTaHHBIX
a0opToB paHHMX CPOKOB (60%) M
MepTBOpoXxaeHun (5%). OnHako
yXe cpeayn >XMBOPOXIEHHBIX 3Ta
yacTtoTra cHipkaerca mo 0,6%. Ha
puc. c-Mm IlaTay

OCOMHbIE 3ABOJIEBAHUA




Bce 5111 cocTosHMA MOTYT OBITH
CJIEICTBVIEM Pa3HOOOPa3HBIX
TPYKTYPHBIX [TepecTpoeK
DCOM (cOasraHCHpOBaHHBIE
2cOaJlaHCpOBaHHBIE
DAHCJIOKALIVVI, THBEPCU,
IeJieln) 1 HapyIeHn
KOJTMYEeCTBa XPOMOCOM
(TpricoMM, MOHOCOMUM) C
Pa3IMYHOV YacCTOTOVA,
BCTPEYAIOIINXCS y
HOBOPOXTEHHBIX.

Ha puc. cuanpom Dasapca




AOPOM OAYHA

O AVIarHOCTUPYeMbI

HOpoM. B pesysibraTe
rpaMM y OepeMeHHBIX BO
MeCcTpe YacToTa

VIV TIEPBO
1 JlayHa cTasa ¢




JIELMN KOPOTKOIO TJIEYA
XPOMOCOMBbI 5

-, cuHIpPoM Jlexena, cHIpOM



.

APOM LLUHEPELUEBCKOIO-TEPHEPA

VHCTBa HallVieH-
yeT OfHa X-

V1 HaJIVI-

UM MO3anIi3Ma C Ipu-

YTCTBYIOLIEV Y-XPOMO-

OMOVI (KapmoTuIl 45,

46, XY) B 4% ciry4aeB

TMe4YaeTCs IIOBbIIIICH-

I1 PVICK MaJIMTHM3a-

LA PYAVMEHTapHBIX I'O-

HaJl, 9To TpedyeT paHHe-

IO XUPYPIrUUeCcKOro BMe-

II1aTe/IbCTBA.




HOIMEHHbLIE SABONNEBAHUA

3a00J1eBaHNIsI XapaKTepU3yIOTCA
aKaMl — OIIpeesIsIOTCA
JIEALYFOTCS COIJIACHO

. I'enr! nensarcs Ha
VHAHTHBIE VI PeLleCCUBHbBIE 11 MOT'YT
JIN30BaThCs B ayTOCOMAaX VJIN B IIOJIOBBIX
OoMOcoMax (IIpaKTUYecKy Bcerga 3To X-
MoOcoMa). COOTBETCTBEHHO TUITYy I'eHa
(IOMMHaHTHBIVI VJIVI PELIeCCIBHBIN) U €T0
JIOKaJIM3ammu (ayrocoMa v X-

XPOMOCOMa) CYIIIeCTBYIOT pa3/INYHble TUIIbI
HaCJIeZIOBAHVIA.



DeHNIKeTOHY PV
TakKe Ha3bIBaeTCs
denwI-alaHHEMVIET],
dpenVII-
IIVPOBMHOI'PAJHOM
OJIM-TOppeHmETN.
‘3abos1eBa-HIE
OTHOCUTCS K BpOX-
JTeHHBbIM HapyLIIeHVsAM
MeTaboJIM3Ma , Xapak-
TepW3yeTCs IOBBIIIeHVI-
eM YPpOBH dpeHmI1as1a-
HIHA B IUIa3Me KPOBU 1
COIIPOBOXXIAETCS YMCT-
BEHHOV OTCTAJIOCTBIO.




TOXOHOPUANBHBIE BEONE3HM

11, KaK UTOIDIa3MaTIecKue op-
ar0TCA OT MaTepu BCeMy
aTO30MObI cofepKaT
aKTIYeCK! TO anepnyto JTHK).
uroxoHgpuaipHas JJHK (M- 1HK)
JICTaBJIeHa KOJIBIIEBBIMI MOJIEKYJIAMIL C
HVDKEeHHBIMY IIPOoLleccaMit periapariyy, YTo
VBOOUT K HaKOIUIEHIIO MyTarii B MT-/1HK.
e MyTalui JeMOHCTPUPYIOT XapaKTepHoe
HacJIeOBaHNe OT IIOPaXKEHHOV MaTepyl BCeMy
IIOTOMCTBY, [IOPaKEHHBIVI OTeLl He MOXKeT
riepesaTh 3a00s1eBa-HYIe CBOVIM JeTsIM.




0epa, OJJTHAKO COBpPeMeHHbBIe VCCIIeI0OBaHNA
Ca3bIBAIOT BOBJIEUEHHOCTh My TallUV MT-

1K B camy10 pasHOOOpa3HyIO aTOJIOIMIO —
POXIEHHBIX 3a00I€eBaHVVI HEPBHOM
CrCTeMBI (Tals1. 4) ¢ KIIMHVKOV CyJOPOKHBIX
IIPOsBJIEHNI, HAPYIIEHMI MO3IrOBOI'O
KPOBOOOpallleHs, aTaKCU, HerponaTum ”
MMOTATUM JI0 IIPOIIECCOB CTapeHMS.




ANCMOP®ONOIUA

VIO YacTh IIaTOJIOT MW JI€TCKOIO
alOT BPOXIEHHBIE TePEeKTHI, TO
00yCJIOBJ/IEHHBIE

11 SMOpVOHA VIV IUIOAA.

TPYKTypa vwiv (popMa KJIIeTOK, TKaHeV,
aHOB, UTO $IBJII€TCS OCHOBaHVEM I
O3HauYeHMs 3TO 00J1aCT MeIMUIIMHDI
opdostorvierns.

= VIsmMeHeHye MOXeT BOSHUKHYTE B OHOV TKaHM
VI B OOHOM opraxe. Takue cirydam
TPaKTYIOTCA KaK M30JIMPOBaHHbIEC BPOXIEHHBIE
IedeKTHl.




e

SHUKAOT OHM HamboJsIee 4acTo,

MHOW X BO3SHMKHOBEHMY IBJId€eTCH B
HCTBE CJIy4JaeB B3alIMOIEVICTBYIE
X PaK-TOPOB 1 (PaKTOPOB
IBI, YTO T103-BOJINJIO
0003HauaTh X Kak MyJIbTUaKTOPH-
JIbHBIE 3a00J1eBaHMsl.

Tex cJIy4asx, KOr[a BO3HMKaeT
MHO>XeCTBEH-HOe ITOpa’keHve, pedb MIET 00
co0o1 1 HamOo-JTee CJI0KHOW 00J1acTm
CMOPPOJIOTUM — MHO-)KECTBEHHBIX
BPOXKAEHHBIX TedpeKTax pa3sBy-TVIA.
DTMUOJIOT M OTUX IIOPaXeHUN YacToO sIB-
jisieTca Oostee orrpenenéHHov. OHU
[IPOSBIISA-FOTCS B BUJle MOHOTE€HHBIX U

XPOMOCOMHBIX My TaLlVIl1 VJIVI T€paTOre€HHBIX

PARTTOTACTRIATA



HbIE NOPOKU PA3BUTUA

0 2-3% HOBOPOXXITEHHBIX
[IP. DMOpwmoormaeckmn
puULIMpyIOTCS Ha TpU
OBHBIX KJIacca: '
OXKIIEHHBIE JIePeKThI B pe3yJIbTaTe
aBepIIEHHOr0 MOpdoreHesa;

KIEHHBIE [1e(peKThI B pe3yJybTaTe

IIOBTOPSAIOIIErocs MOpdoreHesa;

‘® ® BPOXKJIEHHBIE [1e(peKTHI B pe3yJyIbTaTe
abeppaHTHOro MopdoreHesa.



AEDOPMALIUU

BPOXKIEHHBIX [1e(PEKTOB
JaeTcs IpuoIm3uTeTbHO v 1-2%
. HanOortee wacteimMm
DTCA KOCOJIAIIOCTD,
0e/Ipa 1 IMO3UITMOHHBIN
0J1103 (postural scoliosis). [e-popmariim
100J1ee 4acToO BO3ZHMKAIOT B ITO3THUTI
[IOHBIVI IIEPVIO, B pe3yJIbTaTe BO3OeVICTBIIA
- TPEX OCHOBHBIX ITPUYVH U
IIpepacriojaramInmx PakTopos:

= ® MexaHW4ecKye IIPUYNHBL;
= ® BPOXIEHHBIC IIOPOKV Pa3sBUTH;
= © (PyHKIMOHAIbHbBIE ITPUYIIHBI.




AU3PYNLUUA

TOTa AV3PYIILVI HEVM3BECTHA,
ay 1-2% HOBOpO)I(JIéHHBIX.

68 r «Fetal Malformations Caused by
nion Rupture During Gestation», Obu1 R.
rpin (Cohen M.M., 1997). [lnspynmmmn
HUKAaIOT B pe3yJIbTaTe BO3/1EeVICTBII
PasIMYHBIX IIPVYVIH: COCYAVCTBIE (PAKTOPHI,
aHOKCHMS, MHPEKINV, payialins,
TepaTOreHbl, aMHOTUYEeCKE TSDKV, Me-
XaH4aeckne aKTOpHI.




A CUHAOPOMOIJIOIMUA

15 [IPAKTIYeCKOVI HEOHATOJIOT MV
ble (POPMBI ITaTOJIOT UM
JKHO pasfesInTh Ha TpU

pBas rpyIiia CMHIPOMOB — «BO3MOXHOCTE
"HO3a OCJIOKHEHWI HEOHATaJIbHOT'O

V10712,

pas rpyIiia CMHAPOMOB — «CeJIeKTMBHDIN
CKPVIHVIHT KIIVIHUYECKVI He BBISBIISIeMBIX
BPOXXIEHHBIX 1e(PEeKTOB»;

= ® TpeThs rpyliia — «JleTaybHbIE CHIPOMBI».



BEKBUTA-BUOEMAHHA

0 3a00JIeBaHVsT HEOOXOOMMO pac-
eTert ¢ SMOPVIOHaIIBHOVI VIJIU

TpoMoMm bekBuTa-BrmemarHa:

= ® BepOATHOCTb HEOHATAIILHOV TUIOTJIMKEMUU
(60%) c pasBuTIHIEM CYZIOPOT, OOYCITOBIIEHHBIX
TPaH3UTOPHBIM IMIIEPUHCYIIMHU3MOM;



pIcOKast gactoTa (10-40%)
OHAaJIBHBIX OITyXO0JIeVl, OCOOEHHO ITPM
HedpoMeranmm i

OVI acIMMeTpWI TeJla, TpeOyeT
rposeneHys Y3V nmoyuexk

O TpEXJIeTHero Bo3pacra 1 B
OCJIeZIyIoIem 2 }Sésa B roma 10 14-

THEero Bo3pacra (CBOeBpeMeH-




"HOBOPOXIEHHBIX OTMEYaeTCs 3a/leprKKa
OCTa ([ymHa rpy poxxaeHmu 48cM 11 MeHee)
OV HOpMaJIbHOM Macce Testa. C poXxaeHn
paraocTvpyrorcs BIIC (k1araHHBIVI CTEHO3
nérouHom aprepum, JIIMXII), kpunropxmsm
y MaJIb9KOB B 60% city4daes,
KOMOWMHMPOBaHHas J1edpopMaliys IpyIHOM
KJIETK.




T
JacTel pasimuHble 1edeKThl (PaKTOPOB
OThIBaHVA KpoBU (110 50%) v nycrutasmm

MYEeCKOVI CICTEMBI. Y MCTBEHHAs
Th BCTpeYaeTcs y OOHOU TPeTu

)lr




CHARGE ACCOLMALIMSA

RGE - cMITTOMOKOMIUIEKC

HHBIX J1ePeKTOB IJIa3HOTro 10JI0Ka
IIOPOKOB Cepilia, aTpe3nn

, TUIIOIUIA3WI HaPy KHBIX IIOJIOBBIX
OPraHOB V1 aHOMaJII YIITHOV paKOBVHBI Y
oTell C 3a/1ePXKKOV (PU3NIeCKOro

Ud.

pasBUTH.




