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Beenenue. Opodaunansusie pacuenunsl (ODP) apnstoTcst HanboIee YacTHIMU AaHOMATTUSIMU Cpe-
1 BPOXKICHHBIX MOPOKOB pa3Butus (BIIP) nmia, nmposBisroTCs MpenMyIIeCTBEHHO pacileInHaMu
ryos! (PI') w/mmm me6a (PH), TpeOyroT KOMIUIEKCHOTO JICUSHUS, B TOM YUCJIE TIOITAITHOTO XUPypryude-
ckoro, u kKoMIiekcHoi peabumutanuu. Jlo 80% PI' acconmuposansl ¢ PH (PI'H), BcTpewatoTcs B
n3onupoBanHoi popme u npumepHo B 20-30% ciayuaeB BXOAST B COCTAaB MHOXeCTBeHHbIX BIIP
(MBIIP) nnu cMHAPOMOB I'eHHOW M XpOMOCOMHOI 3tronioruu [1]. Hanbonee yacTeiMu opokamu,
conyrcTBytomuMu O®P B cocrae MBIIP, sBiIsAIOTCS aHOMaNUU Pa3BUTHUS CEPIAECUHO-COCYIUCTOH,
LICHTPAIIBHOW HEPBHOM, MOUEBBIICIUTEILHON CHCTEM, OTIOPHO-IBHUTATEIHLHOTO amnmaparta [2]. 1o mo-
kamu3anun PI'H yame ogHOCTOpOHHUME, pacmonararomunecs cieBa, 0ojee XapaKTepHbI ISl MaJlbiH-
koB [3]. VYnberpa3BykoBoe (Y3) npeHaraibHoe BbisiBicHrne ODP Bo3moxHO B 1 TpuMecTpe OepemeH-
HOCTH, IPEUMYIIECTBEHHBIM CPOK MPEHATANBHOU AUArHOCTUKH — 2 Tpumectp [4—6]. [IpenatanbHo
YCTAaHOBJICHHBIN AMATHO3 MPEATIONaraeT aHaju3 CTPYKTYPHI, criekTpa, stuoiaorun ODP, Tsokectn co-
nyrcrByromux BITP. Pesynbsrarom Takoro ananusa siBIsIFOTCS PEKOMEHIALMY 110 JajdbHEHINENH TaKTH-
K€ BEACHUS OEpPEMEHHOCTH U TIOCTHATAILHOTO HAOIIOAEHHSI HOBOPOXKACHHOTO.

Henp uccnemoBanus. Ilpoectn aHann3 cpokoB Y3 MpPEHATAIBHOTO BBISABIECHMS, CTPYKTYpHI,
crekrpa u atuosorun ODP.

Marepuajbl 1 MeToAbl. CKpUHUHT OEpEMEHHBIX ISl BBISIBICHHUS aHOMAJWH Pa3BUTHS y TUIOAA
MPOBOAMIIM Ha Y3 ammapaTax dKCIIEPTHOTO KJlacca B COOTBETCTBUHU C TpUKa3oM MUHHUCTEPCTBA 3/1pa-
Booxpanenun Pecryonuku benapyck Ne 83 ot 30.01.2012 «O coBeplIeHCTBOBaHHH OpraHU3AlUU U
MPOBEJICHUS TPEHATANBHBIX YIBTPA3BYKOBBIX HCCIICJIOBAHHI 110 BBISBICHUIO MTOPOKOB Pa3BUTHUS U
XPOMOCOMHOM TaToJIoTHH y mioga B PecnyOmuke bemapycey». I1pu HE0OXOAMMOCTH OCYIIIECTBIISITN
[IUTOTEHETUYECKNE ¥ MOJIEKYJISIPHO-TEHETHYECKHUE UCCIIeI0OBaHus, MPEeHaTaNbHOE Y3 UCCIe0BaHHE
B JIMHAMHKE, MEIUKO-TEHETHUECKOEe KOHCYJIBTHPOBaHWE ceMbU npobanna. [Ipu npepeiBanum Oepe-
MEHHOCTHU C HEKypaOeJIbHbBIMH aHOMAJIMSIMH Y TII0/Ia TPOBOAMIH TaTOMOP(OJIOrHUECKOE HCCIIe0Ba-
HUE ISl BEepUPUKAIIUU TPEHATaIbHO YCTAHOBJIEHHOTO TMarHo3a.

PesyasTatbl. Beero 3a mepuon 2019-2021 rr. mpenaranbHo OBUTO BBISIBICHO 54 cimydass ODP.
Crpykrypy O®P cocraBuiau usonupoBanubie hopmbl — 24/44,4% ciydas, B T.4. 3 ciiy4as aHoMaJa-
na [Ieepa-Pobena, 1 ODP B coctaBe MBIIP — 30/55,6% cnyuaeB. B 1 TpumecTpe ObIIH JUarHoCTh-
posansbl 33/61,1% cayuas ODP, Bo 2 tpumectpe — 16/29,6% cnyuaes, B 3 Tpumectpe — 5/9,3%
ciaydaeB. CpenHuil cpok Y3 npenaranbHoro BoisBieHUs: ODP n301UpoBaHHBIX cOCTaBUI 18 Henemnb
5 nueii, B cocrabe MBIIP — 12 Henens 3 gus.

Crnekrp O®P 6vin npencrasnen PI' — 11/20,4% cinyuaes, PH — 13/24,0% cnyuaes, PTH —
30/55,6% cnyuaes. Jlokanuzanus OP® Obwna ciemyromast: jeBoctoponHue — 12 cimyyaes (P — 5,
PT'H — 7), npaBoctoponnne — 8§ cinydaeB (PI" — 4, PI'H — 4), cpeaunnsie — 17 ciyqaes (PT — 1,
PH — 13, PT'H — 3), nBycropouane — 15 (PI' — 1, PTH — 14). B 2 caygasx nokamuzamus ODP
OblTa HE yKa3aHa.

PesynbraThl HUTOTEHETHUECKHX HCCIEIOBaHMI MO3BOMWIN OOHAPYKUTh Yy TUIONOB 13 cimyuaeB
O®P xpomocoMHoI sTHONOTMN: 8 — cuHapoM [laray, 4 — cunapom DaBapiaca, 1| — CHHIPOM TpH-
TIOUUU. Pe3ynbraTel MONEKYISIPHO-TEHETHYECKUX HWCCIIeOBAHUN TO3BOJWIM BBIIBUTH Yy IIIOZAQ
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1 ciygait TeTepO3UTOTHOTO HOCHUTEILCTBA MaToreHHO# myTarus ¢.5471dup B rene CHD7, ommcan-
Hoit y manmentoB ¢ cunapomom CHARGE (CHARGE syndrome, OMIM: 214800). Mukponenemu-
OHHBIE CHUHAPOMBI Y TUIOI0B OBUIH HCKITIOUEHBI.

[Tpu OPP B coctaBe MBIIP Hanbosee yacTbiMu COMyTCTBYIOIMMHU aHOManusaMu O0butn BIIP cep-
JIEYHO-COCYUCTON CHCTEMBI (OOIIHI apTepHaIbHBIN CTBOI, TPAaBOCTOPOHHSS JIyTra aOpTHI, THIIOIIIA-
3US IyTH aOPTHI U Ap.), IECHTPATHLHON HEPBHOUW CUCTEMBI (dK3eHIIehaus, TOIONMpo3dHIIeaTus, are-
HE3Hs/TUTIOIIIa3Usl MO3OJIUCTOTO Tella, KACTA 3a/HEH YeperHOoi sSIMKH, CIMHHOMO3T0Basl IPbhKa LICH-
HOTO, TIOSICHUYHOTO, KPECTIIOBOTO OTAENOB U Jp.), MOUYECBBIACTUTEILHON CUCTEMbI (ITMET0IKTa3Us
OJTHO- W JIBYCTOPOHHSISI, TUTIOTUIA3Hs TIOYEK), OMOPHO-IBUTAaTEIIHHOTO anmnapara (TOJIHIaKTHIINS, CHH-
JMAKTUJIHS, KIIMHOMAKTHIINS aIbIIeB CTOI M KHCTEH, HICKPUBJICHHE, YKOPOUCHHE, THIIOIIIa3Hs TpyOUa-
TBIX KOCTEH U 1p.).

W3 Bcex mpeHaTanbHO BhISIBICHHBIX 54 ciiyuaeB ODP 34 OGepeMeHHOCTH IIJIOJOM C TSAXKEIBIMU
(opmMamMM TOpOKa M HEKypaOeJbHBIMH COMYTCTBYIOIIMMH aHOMaNMsSIMU ObLIM mpepBanbl, 20 OGepe-
MEHHOCTEH OBLIN TPOJIOHTHPOBAHBI.

3akuiouenue. IIperaransHoe BBISBICHHE Ja€T BO3SMOXXHOCTh aHAIHM3a CTPYKTYPHI, CIIEKTpa, dTH-
onmorun O®P, tsxectn comyrerBytomux BIIP, uto Heo0XoqumMo y4uTHIBaTh MpU MEAUKO-TeHEeTHYe-
CKOM KOHCYJIBTHPOBaHUM CeMel MpoOaHI0B, MPH PEIICHUH BOMPOCa O TAKTHUKE JalbHEHIIEro Bee-
HUSl OEPEeMEHHOCTH, TAKTHUKE JICUCHHUS U peaObuIUTalni HOBOPOKICHHOTO, OLICHKE PUCKA IS IOTOM-
cTBa. Takoll MoIXoJ B COBOKYIHOCTH BHOCHUT CYLIECTBEHHBIM BKJIaJ B CHUXKEHHUE IOKa3aTeneil
MJIJICHYECKOH U JeTCKOW 3a001eBa€MOCTH, HHBAJIIUTHOCTH M CMEPTHOCTH.
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