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e YeJbHBIA BeC BPOKIACHHON M HACJIEICT-
BEHHOHM IAaTOJIOIUU B CTPYKTYype 3a00.1€-
BAEMOCTH 1 CMCPTHOCTN HOBOP OJKICH-
HbIX U JIeTel PAHHEr0 BO3pacTa B KOHIIE
XX—-Havaje XXI crojieTust HEYKJIOHHO
pacTeT:

e 0 3-5% KUBOPOKIEHHBIX MOABJISIIOTCS
Ha cBet ¢ BIIP

e 0 20-30% HOBOPOXKIAEHHBIX YMUPAET B
CJEACTBUM I'eHeTHYECKHUX 3200 1eBAHN M ;

® 30-50% nmerckou CMEPTHOCTH HOCTHK- *
HATAJBHOTO Mepuoaa odycioBaenoIBIIP.




N IAVUOUYVINVYVINALYIAN TTRVI LAV I DLTITIDIA

3ABOJIEBAHUM

e CoBpeMeHHas KJIacCH(PUKANUSA HACTIE/I-
CTBEHHBIX 3200J1€BAHUM 110 3THOJIOTrHYEC-
KOMY IPUHIMITY OCHOBAHA HA M3YYEHUH
POAOCTOBHBIX, KJIMHHYECKOM 00Cj1e10Ba-
HHUH, OCHOBAHHMH TOC/IE/IHAX IlOCTI/I)KeHI/II/I
onoxumuuec- I OF e '
Koii u MoJ1e-
KYJISIPHOM
reHeTHKH.




XPOMOCOMHBIE
3ABOJIEBAHUA
o XpOMOCOMHBIC 3200.1CBAHM} BKIIOYAIOT B CEOs

BCe COCTOSIHUSI, XapAKTEePU3YIOIUeCs: BUAUMbI-
MU B CBETOBOW MUKPOCKOIN HAPYIUEHUAMHA
CTPYKTYPbI WK YK cjia xpomocom. He menee
7,5% Bcex 3a4aTHil y 4eJI0BEKA HMEKT TAKHUE
HAPYUIEHUS U ONPEAeJA0T BbICOKYIO :
XPOMOCOMHBIX a0eppanui cpen
CIIOHTAHHBIX A00PTOB PAHHMX CP(
(60%) u MepTBOPOKAECHUH (3¢
OaHaKo y:Ke cpeay >KHUBOPOXK-  JA€H
YyacToTa CHUKAETCHA 10 0,6%.

o W




e Bce 3T cocTOsAHMA MOT'YT ObITH CJIeACTBHEM
Pa3sHOO00Pa3HbIX CTPYKTYPHBIX NEPECTPOEK
XpOMOCOM (cOaJIaHCMPOBAHHBbIE U
HecOaTaHCHPORATIIEESNFEoanny,
UHBEPCUH, JeJIeHMN) U HAPYIICHU I
KOJIMYECTBA XPOMOCOM (TPUCOMMUH,
MOHOCOMMM) C PAJTUYHOU YACTOTOM,
BCTPEYAIIMXCH Y HOBOPOKIAEHHDbIX.

e Ha puc. cunapom IaBapca




CUHOPOM OAYHA

e Haubosiee yacTo 1uarnocrupyemsbliii
XPOMOCOMHBIN CHHAPOM. B pe3yabrare
CKPUHUPYIOUIUX MPOrpaMM y 0epeMeHHbIX BO
BTOPOM WJIM NMEPBOM TPUMECTPE 4aCTOTA
0osie3Hu JlayHa cTajia CHHKATHCH.




CMHOPOM OENELUUN KOPOTKOIO
MJIIE4YA XPOMOCOMBbI 5

e CuHapoMm S5p-, cunapom JlexkeHa, CHHIAPOM
«KOIIAYHEr0 KPUKA) .

o llonyassnoHHASA YaCTOTA HEM3BECTHA. Y
HAIUEHTOB C INIYOOKON YMCTBEHHOM
0TCTAJ0CTHIO 10 1% oOHapyxKuBaeTcd aejenus

Sp-.




CMHAOPOM WWEPELWLEBCKOIO-TEPHEPA

o Y 00J/1bHIMHCPBANMANSNNS—————
TOB OTCYTCTBYET OHA X-
xpomocoma. Ilpu Haan-
YUU MO3AUIU3MA C NIPH-
CYTCTBYIOLIECH Y-XPOMO-
comoi (kapuorui 45,
X/46, XY) B 4% cay4aeB
0TMEYAETCH MOBbIIIECH-
HBI PUCK MAJIUTHUA3A-
AU PYIUMEHTAPHBIX I'0-
HaJl, YTO TpedyeT paHHe-
ro XHPypru4eckoro BMe- *

@i a8 1LcTBA.




MOHOI'EHHbIE 3ABOJIEBAHUA

e MoHoreHHbie 3200/1eBAaHUSI XapPAKTEePU3YIOTCS
CXOAHBIMH IPU3HAKAMHY — OINPeENeJaa0TCs O/-
HUM I'€HOM M HACJEAYIOTCH COIJIACHO 3aKOHAM
Menaessi. I'eHbI 1eJATCH HA JOMUHAHTHBIE U
penecCUuBHbIE 1 MOI'YT JIOKAJIM30BATHCS HA
AyTOCOMAX MJIM HA MOJOBBIX XPOMOCOMAX
(mpaKkTHYeCKH Bceraa 3To X-xpoMocoma).
Co0TBETCTBEHHO THIY I'eHA (JOMHUHAHTHBIA
UJIM peleCCUBHBIN) U ero JIOKaJIu3aumuu (ayT
COMa WM X-XpOMOCOMA) CYIIECTBYIOT pa:um%' *
Hbl€ TUIIbI HACJICI0BAHMS.



e MDCHUJIKETOHYPHUS TAK-
m_
aJJaHMHeMuen, peHuI-
IMMAPOBUHOTPATHOU OJIM-
roppenuei. 3adojeBa-
HUE OTHOCUTCH K BPOK-
JEHHBIM HAPYICHUAM
MeTadoM3Ma , Xapak-
TePU3yeTCH MOBbIIICHM-
€M YPOBHHA (peHUJ1AJIA-
HUHA B IJIa3Me RpOBJ*I/I *
COIPOBOKIACTCH YMCT-
-» BEHHOU OTCTAJIOCTHIO.




MUTOXOHAOPUAJIbHBIE BOJIE3HW

B
e MuTOXOHAPHH, KAK MUTOIIAZMATHYECKHEC OP-

raHeJJIbl, MepeaarnTca OT MATEPU BCEMY I10-
TOMCTBY (CIIEPMAaTO30U/AbI COAEPKAT MPAKTH-
yeckH T0JbKO saepHyro JITHK). MuroxoHapu-
aabHast JIHK (mT-/IHK) npeacraBieHa KoJib-
[eBbIMH MOJICKYJIAMM ¢ MOHUKCHHBIMHU IIPO-
[eccaMy penapamuu, YTo NPUMBOAUT K HAKOII-
Jenuro myranuu B MmT-/IHK. Takue myranuu
AEMOHCTPUPYIOT XapaKTepPHOe HACJIe0BAHUE
OT MOPAXKEHHOU MATEPHU BCeMY ITOTOMCTRBY, rl*
PAKEHHBIN OTell He MOKET Imepeaarb 3aQR/1eBa-

.I/.%OI/IM NeTAM.




MUTOXOHAOPUAJIbHBIE BOJIE3HW

e KilaccMyeckum npumMepoM MUTOXOHAPHATIBLHON
[ATOJIOTMM ABJISETCH HACJIEACTBCHHAS
onruyeckast Herponarus Jledepa, omHaKo
COBpPEMEHHBIE MCCJICTOBAHNSA MOKA3LIBAIOT
BOBJICUeHHOCTH MyTamuu mT-IlHK B camyro
Pa3HOOOPA3HYIO MATOJOTME0 — OT BPOKIAEHHBIX
3200/1eBAHU HEPBHOM cucTeMbl (Ta0J. 4) ¢
KJIUHUKOU CYIOPOKHBIX MPOSIBJICHUMN,
HAPYIIEHUIl MO3rOBOI0 KPOBOOOpALIEHHUS, Y *
aTaKCUU, HEUPONMATUU U MUOTIATUH zm

-p‘CCOB CTapCHMUII.



ANCMOP®OJIOIUA

e JHAYMTEIbHYIO YACTh MATOJOIUH JETCKOIO
BO3PacTa 3AaHUMAIOT BPOXACHHBIE 1e(eKTHI, TO
ecTh 3a00/1eBaHUsA, 00YCJIOBJICHHbIC HAPYICHU-
eM pa3sBUTHUA SMOPHOHA UJaH miaoaa. Ilpu atom
BCeraa Hapyumaercss MopgoJiorus, 1.e. CTPYK-
Typa Wik (popMa KJIETOK, TKAHEH, OPraHOB, YTO
SIBJISICTCS OCHOBAHMEM /IJISI 0003HAYECHUSA ITOU
00/1aCTH MEAUIUHBI TUCMOP(OIOTHEH.

e H3meHeHHMe MOKET BOSHUKHYTHh B OJJHOU TKAHU
WM B OTHOM oprane. Takue ciyuyau TpaKTy* *
IOTCS KAaK M30JIMPOBAHHbIC BPOKIECHHDbI

.e.chl.



e Bo3HukawT OHH HauboOJ/Iee YacTO, IPUYUHOM MX
BO3HUKHOBECHHUSA SABJIACTCH B 00JIbIIUHCTBE
CJIy4aeB B3auModclemmmssReHeTUYeCKUX (PaK-
TOPOB U ()AKTOPOB BHCUIHEH CPeAbl, YTO M03-
BOJIMJIO 0003HAYATH MX KAK MYJbTH(AKTOPU-
aJIbHbIE 3200JICBAHMA.

e B Tex cayuasix, Korga BOSHUKAEeT MHOXKECTBCH-
HOe NMopakeHue, pedb UIAET 00 0c000i U HAMDO-
Jiee CJ0KHOU 00J1acTH AU CMOP(OJIOTUH — MHO-
"KeCTBEHHbIX BPOKICHHBIX Je(peKTax pa3Bu-
THsI. ITHOJOTMA ITUX MOPAXKEHUHN JACTO SAB-
JseTrcs 0oJjiee onpeneJéHHOU. OHU NPOSABJIA-
I0TCHA B BH/Ie MOHOTEHHBIX M XPOMOCOMHBIX *

MYTAalUHA MJIM TEPATOreHHbIX Bo3zlencna*ﬁ



BPOXOEHHbIE MOPOKN PA3BUTUSA

o IlpubiusuresbHO 2—3% HOBOPOKIEHHBIX UMeE-
0T cepbe3Hbie BIIP. DMOpuosornyecku takue

neeKThl KIACCUPUIUPYIOTCH HA TPH
OCHOBHBIX KJIacca:

e © BPOXIACHHBIC 1e(PeKTHI B pe3yJabTrare
He3aBEePUICHHOI0 MOpP(doreHesas;

e © BPOXKIAECHHBIE e(EeKTHI B pe3yjbrare
MOBTOPAIOIIErocss MOp(porenesa;

e © BPOXKIACHHBIC e(EKTHI B pe3yJbrare * *

aﬁwaHTnoro mop¢orenesa. *




OEPOPMALIUA

o DTOT THII BPORICINDIx ICPCRTOB O0napy k-
BaeTcs NpUOJAM3UTEIbHO Y 1-2% HOBOPOKIAEH-
HbIX. HanoOoJs1ee yacToiMu 1edekraMu siBJIAKOT-
Csl KOCOJIANOCTh, BPOXKIACHHBIN BLIBUX 0e/ipa U
MO3UIMOHHBIU CKOJIUO03 (postural scoliosis). Jle-
(popmaniuu HanboOIEe YACTO BOSHUKAKT B MO3/1-
HUU IJIOHBIN MEPUO B pe3yJibTare BO3AEHCT-
BHA TPEX OCHOBHBIX IPUYUH U MPEAPACIIOIA-
raimux GpaxkTopos:

e © MeXaHM4YeCKHEe NPUIUHBI; * *
e © BPOK/IACHHbIC IIOPOKHU PA3BUTHA; '
. .KHHOHaJILHLIe NPUYUHBI.



AN3PYINMLUUN

e TouHnast yacToTa TM3PYNIIUHA HEU3BECTHA, OHA
BbIsiBJIsIeTCS Y 1-2% HoBOpOKAEHHBIX. I1ep-
BbIM MCCJIe0BAaTeIeM, ONMCABIIUM JTIAHHbIN
BM/1 naroJoruv B moHorpagpuu 1968 r «Fetal
Malformations Caused by Amnion Rupture
During Gestation», 0611 R. Torpin (Cohen M.
M., 1997). /In3pynuuu BO3HUKAKOT B Pe3yJib-
TaTe BO3ACHMCTBUA PA3JIUYHbIX IPUYHUH: COCY-
aUCcTbie GaKTOPbl, AHOKCHUSA, HH(PEKIUU, paaua-
U, TEPATOr€Hbl, AMHHOTHYECKHE TSKHM, M *
XaHu4YecKkue (pakTopsbl. *



YACTHAA CUHOPOMOIJIOI A

e C TOYKM 3peHUsI MPAKTHYECKOU HEOHATOJIOT UM
BCE CMHAPOMAJIbHbIC ()OPMBI ATOJIOT MU
HOBOPOXIACHHBIX MOKHO Pa3Ie/IMTh HA TPHU
rPynIbI:

e O [IepBad rpynmna CMHJIPOMOB —
«B03MOKHOCTH MPOrHO3a OCJI0KHECHUHA
HEOHATAJBLHOI0 MEPUOIA»;

e © BTOpAas IPyIna CHHAPOMOB —
«CejIeKTUBHBIA CKPUHUHI KJIUHUYECKHU He
BbISIBJISIEMbIX BPOKICHHBIX e(PEeKTOB); *

‘ wTI)H Ipyiia — «JleTajibHBIE CHHAPOMbBD».



CUMHOPOM BEKBUTA-BUOEMAHHA

B
e JIMarHo3 3Toro 3a00/ieBaHUs HEOOXOAUMO pPac-
CMATPUBATH Yy JeTell ¢ SMOPUOHAIBHON UJIH
IYOYHOU I'PhIKEeU, MAKPOIJIOCCUEH, HCOHA-
TAJbHOU T'HIOIVIMKEMUEH U ONYXO0JIAMHU (HEeH-
pobsiacTomMa, onyxoJb BuiabMmca, KapumHoMAa
IeYEeHM).

e Bo3MoKkHBIE 0CTI0KHEHUS Y O0JIBHBIX C C-M
bekBuTta—-Buaemanna:

e ©® BCPOATHOCTD HEOHATAJIbHOM I'MIIOIINKEMHU

% %

(60%) c pazBuTHEM CYI0POL, 00YCJIOBJIECHHBIX
‘pWI/ITOprlM TUNEePUHCYJIMHU3MOM;




e o Bpicokas yacrora (10—40%) 3MmOpHOHAIBHBIX
OIyX0JIei, 0COOEHHO IMPU HAJUINH
nepomeraiiidiiebhbdbdticCIcOn.
ACMMMETPHUH TeJjia, TpedyeT HAOIIOACHUS U
npoBeaeHusa Y3U nmoyexk Tpu pas3a B roa a0
TPEXJIETHEr0 BO3PACTA U B IOC- .
JeaymwiiemMm 2 paza B rog a0 14-
JIETHEro Bo3pacra (CBOeBpeMeH-
Hasi AMATHOCTUKA OITyXO0JIH

Buiabmca).




CMHOPOM HYHAH

e HacieacrBeHHoe ayTOCOMHO-TOMUHAHTHOE
3a0o0s1eBanue. B 50% ciayyaeB Bo3MoxHA
MOJICKYJISAPHO Ir'eHeTHYeCKasA BepuduKanmus
myTrauui reia PTPN11.

e Y HOBOPOXIAEHHBIX 0TMEUYACTCH 3a/{ePIKKA
pocra (AJUHA PU poxKIeHUuMr 48CM M MeHee)
[P HOPMAaJbHOM Macce Tesa. C poxaeHus
auarHoctupyrorcesa BIIC (kianmaHHbIi CTEHO3
Jérounou aprepuu, JIM7KII), kpunropxusm y
MaJBYMKOB B 60% ciyuaes, * *

KOMOMHHPOBAHHAaA JAedopManus rpyzm*

O 10



e Yacrtnl pasjanynbie 1eeKThl (PAKTOPOB
cBepThiBaHuA KPoBH (10 50%) u nucniiasuu

JUM(PaTHYeCKOlnGidRaMisinMCTBCHHA

OTCTAJIOCTh BCTPEYaeTCsl Y OHOM TPeTH

HAIIUCHTOB.




CHARGE ACCOUMALUA

CHARGE - cumnTomokomMmnnekc
BPOXOCHHBIX ACCRIOE 1T1a3HOr0 s10J710Ka
(kornnobombl), NTOPOKOB cepaua, aTpes3umn
XOaH, rmnonsia3um HapyXHbIX NOJIOBbIX
opraHoB ¥ aHOMasiMn yLLHOWN PaKOBUHbI Y
AeTen ¢ 3aaepxKkou pnsnyeckoro

¥4 pasBUTHSA.




e Cnacubo
o 3d
o BHUMaHue!
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