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KOHITPECCA

YnbTpa3BykoBas npeHatanbHas AUArHOCTUKA
BPOXAEHHOW OOCTPYKLMU BEePXHMX AbIXaTeNbHbIX
nyTel naoga v ypreHTHas nepuHatanbHasd TaKTUKa

H.I1. BeponotBensiH

OKY «Me:k00JaCTHOM IIEHTP MEAUIMHCKON NeHETHKH M IIPEHATAJbHON JMarHOCTUKU>, I. Kpusoit Por

CHMHIPOM BPOXKIEHHONH OOCTPYKIMH BEPXHHX IbIXaTelb-
HBIX IyTel

Congenital High-Airway obstruction syndrome (CHAOS)

Onpenenenne — moHasg OOGCTPYKINS BEPXHUX JBIXATETb-
HBIX IyTell BCJEACTBUE PA3IMYHBIX BPOKACHHBIX AHOMAJHIA,
TpebyIolas yPreuTHol MOMOIIM B HepUuHaTajibHblil nepuos (B
pojax WM cpa3y MocJe POKAeHNS) IyTeM BOCCTAaHOBJIEHUS
MIPOXOAIMMOCTH JIBIXaTeJNbHBIX IyTel € TOMOIIBIO HHTYOAIMN
WM TPAXEOTOMUH C HOCJIEYIOMNM yCTpaHeHueM (yaajJeHuem)
MPUYHHBI 06CTPYKINK. BeTpedaeTcst kpaiiie peiko, TOUHAs dac-
TOTa He ycTaHosJsieHa. EcTecTBEHHBIH IepHHATAIBLHBIN HCXO]] —
100% seTabHOCTb.

IMaTodusnonorus: morHast WM TTOYTH TTOJTHAS BHYTPEHHSIS
06CTPYKIINS BEPXHUX JIBIXaTeJbHBIX MTyTel MpefoTBpaiiaer -
3UOJIOTMYECKUI TTACCAK CEKPETUPYEMO JIETOUHOM SKU/IKOCTH U3
Tpaxen u GPOHXMATILHOTO JepeBa (B HOPME BBIIETSETCS 4 MJT/KT
Maccel IIoaa B ¢yTkn). Ilmon pearnpyet fgaxe Ha 1 MM cysKeHUs
JibIXaTebHbIX myTeii!!!

IIpenartanbHble 5Xorpaduyeckye MposBIeHAS

* Upe3MepHO yBeJMYeHHBIE 5XOTeHHbIE JleTKue (HaKOILIe-
HUE B aJIbBEOJIAX JKUAKOCTH, IIPOJYIHPYIOLIEICs dIUTeNIeM 1
He MMeIONIeH BBIX0/Ia).

* [Inockas nm nEBepTUPOBAaHHAS AHadparma.

 Pacumpentoe TpaxeoOpOHXMATIBHOE JE€PEBO (3aroJIHeH-
HOE JIETOYHOM KHIIKOCTDIO).

* Acuut (BCJIEICTBHE CEPACYHO-COCYANCTOI HEJOCTATOYHO-
CTU M3-32 CAABJIEHHs CEPALA U MOJIBIX BeH YBeJINYEHHBIMHU JIer-
KUMM).

* Bropuunas HemMMyHHas BOISHKA.

* MHuorosoaue (BcieCTBUE HApPYIIEHUsT IJIOTAHUS M3-32
C/laBJIeHNST TIMIIEBO/A).

Yposuu o6¢cTpykumu: oropharynx (poToBast 4acThb TJIOTKI),
laryngs (ropraup), trachea (tpaxest).

ITHONOTHSL: 06CMPYKYUSL POMOBOT UACMU 2IOMKU: ATPE-
3Ust TJIOTKU; OOCTPYKTHUBHBIE OITYXOJM POTOBOW YaCTH TJIOTKH:
anurHaryc (reparoma c(heHOUIaTbHON KOCTH NI POTOBOI yac-
TH TJIOTKH); JUM(AHTHOMA I TepaToMa $I3bIKa; IJIOCCONTO3
(3amazieHue SA3BIKA); allJIa3usl HIDKHEH 4eqiocTH (arHaTus); TH-
[0TI1a31s1 HYYKHEN yemocT (MUKPOTHATHS );

* 06CmpyKUUs 20pmanu: aTpesnsi TOPTAHM; KUCTHI U Tepe-
TOPOJIKH TOPTaHM; 0GCTPYKTUBHBIE OITYXOJH TOPTAH.

* o6cmpyryus mpaxeu: aTpe3usi/CTEHO3 TPAXeu; OIyXO0JU
ITIew.

B peaxux crydasx HapyureHue IpoXoANMOCTH BEPXHUX JIbI-
XaTeJIbHBIX MyTell MOJKET ObITh BBI3BAHO TAKMMU aHOMAJIUSAMU Y
Ioa, Kak: 306; meiHas miuctorurpoma (OOJBIITIX PasMepoB);
ramMapTpoMa JIerkoro (GoJbIIMX pa3MepoB); AnadparMaibHas
IPBIKA; IEPBUYHAST TUIIOIIA3HS JIETKHX.

Cpe/n Beex MepeuncIeHHbIX TPUYHH 06CTPYKIINH BEPXHIX
JIBIXaTeIbHBIX MyTeil Hanbosee THITMYHON SIBJISIETCS] BPOK/IEH-
Hasl aTpe3ust TOpTaHU. BbIIessioT Tpu THIIA BPOXKAEHHON aTpe-
3WM TOPTaHN:

Tun I — aTpes3ust ropTanm HaJ[ ¥ 10/ TOJIOCOBOM TIEJBIO.

UYepnasoBujiHple XpsIiU M HapHbIe BHYTPEHHUE MBIIIITBI
FOPTaHN COENHEHBI MeKIY cob0il 10 cpeanHHoil JmHni. [lep-
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CTHEBU/IHBIN XS] MIMEET KOHUYIECKYIO (hopMy, TIpe/IBepre OT-
CYTCTBYET.

Tun II — atpesust ropranu 1107 FOJIOCOBOH HIEJIbIO.

JIIst 9TOr0 THUIA XapaKTePHO HAaIM4ue KyHnojo00pasHOTO
MePCTHEBU/IHOTO XPSIIA, KOTOPBIH BBI3BIBAET OKKJIIO3MIO MPO-
CBeTa TOJI0COBOIA IIeJIU, YEePIAJOBUHBIE XPSIIHU, [IPe/IBEpUe U
TOJIOCOBBIE CBSI3KU UMEIOT HOPMAJIbHYTO (hopMYy.

Tun III — oKKJ1103151 COOCTBEHHO IOJIOCOBOII 111EJIN B CBSI3U C
HasmuueM auadparMbl, COCTOSIIEH B TIEPEIHUX OT/IEIaX U3 CO-
€IMHUTEJIHHON U MBIIIEYHO TKAHEH, B 3aIHUX OT/eIaxX U3 XPsi-
MIEBON TKaHW, KOTOPAsi TPeICTaBIeHa COEIMHEHHBIMI MEK/LY
€060l YepIIATIOBUHBIMY XPSIIAMU ¢ COOTBETCTBYIOIUMU TOJIO-
COBBIMU CBsi3KaMu. [IpejiBepue u epeTHEBUIHBII XPSTIL UMEIOT
HOPMAJIBbHYIO (hopMy.

B cayuae BBIABIEHUS MaKpPOTJIOCCHW, MUKPOT€HUU U 00-
CTPYKIIUK TPaXen HeoOXOAUMO IPOBOAUTS AnbhepeHInaTbHY O
JMATHOCTUKY C TIIHPOKNAM CITEKTPOM MOHOTEHHBIX 1 MUKPO/IEJie-
IUOHHBIX XPOMOCOMHBIX CUH/[POMOB.

HacuiezictBeHHAST 1 BPOKIECHHAST TATOJIOT ST, COTIPOBOYKIAIO-
magcsa: Makporsoccueil: cunapoM Beckwith—Wiedeman; Tpu-
comus +21; Bpoxkaennstii runorupeos; JInmdanruoma; 'emar-
ruoma; Lingual thyroid; Heiipodubpoma; dnurnaryc; diysuc.

MoHOTeHHbIe CHH/IPOMBI, aCCOIMMPOBAHHBIE ¢ MUKPOTEHNU-
eit: Goldenhar, Sprintzen /22 q 11 microdeletion, Pierre Robin,
Treacher Collins, Nager, Stickler, Saetre-Chotzen, Corneli de
Lange, Tpucomns +18, Tpunnonans.

BerpeuaemocTh 0OCTPYKIMEU Tpaxew MPU MOHOTEHHBIX
MBIIP: cunapowmst Fraser, Opitz-Frios, Pallister-Hall, TuapoJie-
tanpHbli, Laurence-Moon, Bardet — Biedl, KPII-II Tuma, tun
Maesckoro, Schinzel-Giedion, Di Georges, Kapauosuiesoi,
Marshall-Smith, Goldenhar, Acconnanua VACTERL, Crouzon,
LEL.

TTpu nposenennn Y 3/, ocobernto 1npu uaeHTUhUKAIN Te-
HETHYECKUX CUHIPOMOB, IeJeco06pa3Ho MpUMeHeHne HOBeil-
umx 3D /4D Y 3-trexnomormii:

* Mysbrunnanapuas axorpadus (3 oproroHajJbHble 1710C-

KOCTH).

* Tomorpaduyeckoe mysbTrcpezoBoe Y 3U (TUI).

* O6bemuast pekoHcTpyKIwst mosepxuoctu (3D-rendering).

» MuBeprupoBaHHast PEKOHCTPYKIUS TOBEPXHOCTH (reverse

surface rendering).

* MakcuMa/IbHO MHTEHCUBHBIN PEKUM <«IICEB/IOPEHTIeHa»

(X-Ray).

* Meroa unsepcuu (inversion mode).

* Metox «rosicroro cpesas (“Thick slise” display mode).

e 3D-meron anrnopomniieporpadun (ILIK-CFM, 3/1-PD,

JI/I-HD-flow).

BapuaHTbl nepuHaTaIbHOU TAKTUKH

1. BeicTpoe posopaspeliienrie U TpaXeoTOMHUS.

2. IIponenypa EXIT (ex-utero intrapartum treatment).

IIpouenypa EXIT + OOPS

[Tporterypa 3amuThl BIXaTETBHBIX ITyTE TIPU TEPCUCTUPY-
01l TIALEHTAPHOM UPKYJISAIMY TIPeIcTaBseT coboil onepa-
THBHOE BMEIIATEIbCTBO, BLITIOJHEHHOE B IIPOIecce pojopaspe-
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MIEHUS HAa YACTUYHO M3BJICYEHHOM IIJTO/IE C HCOTCEUEHHOI TTyTIo-
BUHON 1 HEOTEJNBIIENC TJIAIEHTON, B CBA3U ¢ HEBO3MOKHOC-
THIO HOPMAJILHOTO, €CTECTBEHHOIO JIbIXaHUsl, BCJIEACTBUE 00-
CTPYKITMH BEPXHUX [IBIXaTECJbHBIX MPUYUH U3-32 PA3JINIHBIX
BPOKIEHHBIX AaHOMAJIHIA.

OCHOBHbIE JTalbl: THCTEPOTOMHESI, AMHUOPEKCHC, MHTYOa-
st WU TPAXEOTOMUSI, YCTPaHEeHHe MPpUInH 06CTpyKimu (yaa-
JIeHue OIyXOJH U JIp.).

Henp u 3amaun: MakcHMasbHasl MOAIEPIKKA TOHYCa MATKH,
YMEHBIIIEHNE KPOBOMIOTEPU W TPaHCIIANleHTapHO! auddysun
HHTAJIAIMOHHOTO aHECTETHKA BO M30esKaHne HapKO3HOI erpec-
CHU HOBOPOKIEHHOTO pebeHKa, obecrieuerne yrpasisieMoi pe-
JIaKCalluy U TUTIOTOHUHW MaTKH I COXPAaHEHWs] MaTOYHO-TIJIa-
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LEHTaPHOTO KPOBOOOPAIEHNI, BOCCTAHOBJIEHUE TPOXOMMOCTI
JIBIXaTeTbHBIX MyTeN.

TTocsie HajieXKHOTO BOCCTAHOBJIEHHUS] BEPXHUX JIBIXATETbHBIX
myTeil cpa3y WM OTCPOUEHO (PelaeTcs: MHIMBUIYaTbHO) HOBO-
POKIEHHOMY TIPOBOISIT OKOHYATEIbHOE XUPYPrUuecKoe ycTpa-
HeHUe MPUUMHBI OOCTPYKIINU.

BoiBo/bI: TakM 06pa3oM COBPEMEHHbIE BO3MOKHOCTH YJIb-
TPa3BYKOBOI JIMArHOCTUKHU TIO3BOJISIOT BBISIBJIATH Pa3/NuHbIe
BPO’K/IEHHBIE U HACJIEJCTBEHHbBIE AaHOMAJINH, IPUBOJIAIINE K 00-
CTPYKITIY BEPXHUX JBIXaTETBHBIX MYTEil, 4TO TaeT BO3SMOKHOCTD
CBOEBPEMEHHO OTIPEAEINTD ONTUMAIBHYIO TAKTUKY BeieHust Ge-
PEMEHHOCTU ¥ 3a0JIarOBPEMEHHO IJIAHUPOBATDH I[IPOBE/CHIE
nporetypbl EXIT.

YnbTpa3BykoBas npeHatanbHas pguardHoctuka BI1P
B 11—14 Hen GepemeHHOCTH

H.I. BeponorBensiH

OKY «Me:k001aCTHOM HEHTP MEAMINHCKON reHeTHKY ¥ NPEHATaIbHON JUarHoCTUKU> , T. KpuBoii Por

ITpn npoBesennu mepBoro ckpuHUHTOBOro Y 3 omnpeners-
10T KOJIMYECTBO TJIO/IOB, WX KU3HECTIOCOOHOCTD (OTleHKa cepjied-
HOU /IesITeJIBHOCTI), PACHOJIOKEHUE ILIALEHTBl M MecTa IIpH-
KPETUIEHHSI T TTOBUHDI, TIPOBO/ISIT OMOMETPHIO U YCTAHABIHBAIOT
recTaIMOHHbIN BO3PACT IO/, TUI MHOTOTIJIOHON GepeMeHHOC-
TH HA OCHOBAHUU yCTAHOBJIEHHS XOPUATIBHOCTH; BBIABJISIOT PAH-
Hue Y 3-IpU3HaKU MPEsKIaMIICHN.

OcHoBHbIE 3ajayd NepBOTro cKkpuHuHroporo Y31 B
(11-13+6 Hen): hbopMupoBaHue IPyIIIbI PUCKA [10 BPOXKIEHHBIM
M HACJTEJICTBEHHBIM 3200JIEBAHNSIM Ha OCHOBAHUH U3YIEHIST TOJI-
MIMHBI BOPOTHUKOBOTO IPOCTPAHCTBA Y TIONA U IPYTUX MapKe-
poB XA 1 iariocTKa rpyOobiX BPOKIEHHBIX TOPOKOB Pa3BUTHUSI
(BITP) na ocnoBanuu Y 3-0IleHKH aHATOMMH T1JIO/A.

ITpu ckpurmraroBom Y 31 B cpoku 11-14 Hexn GepemennocTn
BBIIOJIHSIIOT 00sI3aTe/IbHYIO 9XOTrpadiyecKyio OLEHKY CJIe1yio-
MIX aHATOMUYECKUX CTPYKTYP M OPTaHOB IO/ KOCTH CBOJA
yepena, «babouka», BOPOTHUKOBOE MPOCTPAHCTBO, HOCOBasI
KOCTb, [I03BOHOYHUK, JKEJIY/IOK, IIePEIHsist OPIOIIHAS CTEHKA, MO-
YeBOIi ITy3bIPb, KOHETHOCT.

JIONOJIHUTEIbHO OLEHHBAIOT: 33JHIOI0 YEePEHHYI0 SIMKY
(Mo33KeuoK, IV xesyouek, MHTEpKpaHUATIbHOE TIPOCTPAHCTBO),
o (BEpXHss, HUKHASL Y4eII0CTh, OpOUTLL), cepate (4-kamep-
HBII cpe3), TTOUKM.

Mopdosornueckne aHoMaanu IJIOJA, BBISBJSEMbIE IPH
Y31 B I tpuMectpe 6epeMEHHOCTH, MOKHO Pa3IeTuTh Ha 3 0C-
HOBHBIE TPYTIIIBL

* Anomasiuu, obs3aTesbHble AU BbiABIeHus B | TpuMecTpe.

* AHOMAJINH, IOCTYTIHBIE /1715 BEIABICHNS PN Y 3-CKPUHIH-

re.

* AHOMAJINH, KOTOPbIE MOTYT OBITh 3aI10/[03PEHDI U YTOUHE-

ubl Bo 11 Tpumectpe.

Anomainnu, oGsi3aTesbHbIe /ISl BbisiBieHus B I tpumectpe
6epeMEeHHOCTH:

* AHOMAJMS 3aKPLITHS HEPBHOH TPYyOKM (aKpaHWsi, 9K3eH-

nedanus, nedasoresne).

* Anomasnu MATKUX TKaHeil ey (1eiinas THCTOTUTPOMA).

* OTcyTCTBHUE BU3yalIn3alin JKeJayaKa.

e MeranucTuk — yBeJMYeHHBIH MOYEBOH My36Ipb (0OCTPYK-

TUBHBIE yporaTuu, XA).
* AHOMaJMs pa3BuTHst cTeOIs Tea.
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AnoManmy, OCTYIHbIE /7 BBISIBIEHNUS NPH Y 3-CKPHHUHTE:

e Jledpextnl mepenreii GpromHoil creHkr (TopakoabroMu-
HaJIbHAS KTOILM cepALa, oMalionesie, raCTPOCXU3).

* AHOMAJIIY 3aKPBLITHST KayAQTbHOTO OT/IeTa HEPBHON TPyO-
KU (CIIMHHO-MO3TOBBIE PACIIEINHBI ¥ IPBIKI).

* AHOMa/IUU KOHEYHOCTei (YKOpoueHue, UCKpUBJIEHUE, pe-
TYKITVOHHBIE 1eEeKTHI).

* OtzesbHbIe TPYyObIe BPOKIEHHBIE TOPOKH cep/iiia (3-kamep-
HOE Cep/Iile, ICKCTPOKapus, OOIIUiT aTepUaIbHbII CTBOJI).

B macrosmiee BpeMs OIMCaH Psiji PAHHUX YyBCTBUTEIBHBIX
¥ 3-1pn3HaKoB, O3BOJIIONINX ysKe IIPH [IePBOM CKPUHIHTOBOM
Y31 06HapyKUTb PACIHICINHY CIIMHHOTO MO3Ta: YMEHBIICHUE
HHTpaKpaHuibHOTO 1poctpancTsa (IV xemmynouek mosra), ore-
HUBAeMoe B TO Ke IJIIOCKOCTH, 9TO U M3MepeHne BOPOTHUKOBO-
TO IIPOCTPAHCTBA; A TAK)Ke yMeHblleHne (hPOHTO-MAKCHMAPHOTO
yria, 6osee yeM Ha 9° OT HOPMATUBHBIX 3HAUEHHIA.

Jlpyrue KocBeHHble Y 3-npusHaku, HabJogaeMble TpU
Spina-bifida: «Masnenbkuii» BIIJI; «ipusHak skemyas»; napa-
JIeTTbHBIE HOJKKHM MO3keuka (miesn Bumra); oTcyTeTBIE M300pa-
skenust ostoctn 111 sxemynouka.

AHOMAJIMH, KOTOPbIE MOTYT OBITH 3alI0{03PEHBI H YTOUHE-
uol Bo I Tpumectpe:

Bposaentbie opoku cepjia (60JbIIMHCTBO U3 HUX TPely-
I0T IIPOBE/IEHUsI IIPUIIEIbHOI TPAHCBArMHAIBHOM 9X0Kap/orpa-
un).

Boicokas u HU3Kast 06CTPYKIIUS MUIIEBAPUTETHHOTO TPAKTA.

Arpe3us nuuieBoja (OTCYTCTBUE BU3YaI3allUU JKeIyAKa).

Arpesust aHyca (paHHWIT HCUE3aONIIIT 9X0-MapKep aTpe3ni
aHyca y Iiojia — aHdXoreHHoe 00pa3oBaHue B CPe/Hel HIKHEN
TpeTu GPIOIIHON MOJOCTU III0JA CO CTOPOHBI HepeaHeii Opioii-
HOW CTEHKU TIJIO/IA).

AHOMaJIMM MOYEIIOTIOBOI CUCTEMBL:

OTcyTcTBHE 9XO-TEHM MOYEBOrO Iy3bIPs: areHe3mus/TUIo-
IJ1a3nsl MOYeK, dKCTPOUS MOUYEBOTO ITy3BIPsI, KUCTO3HAs /-
CIUTa3us Mo4eK (MOJMKUCTO3/MYJIbTHKUCTO3), areHe3ns Modve-
BOTO I1y3bIPs (PEIKO).

BeiBozpI: BhICOKOpa3pemnraionye BO3MOXKHOCTH COBPEMEH-
HBIX Y 3-TeXHOJIOTHUII TT03BOJISIOT BBIABJATL M IIPOTHO3MPOBATDH
mUPOKUii criekTp pasanunbix BITP yike npu nposenenun nepso-
ro Y3U B cpoke 11-14 nex 6epeMeHHOCTH.
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