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JIeHHi aBoJiaHIoroBux pparmenTiB JIHK 3a normomororo enekrpodopesy B akpriaMiZIHOMY Telli 3 TiHIMHUM
Trpami€HTOM JAeHATYypYIOUMX areHTiB(CeYoBMHA, (hOpMaMil).

Pe3yasraTi 1ociimKeHb Ta ix 00ropopeHHsa. ONTMMi30BaHO TeMIIEPaTyPHO-YaCOBUI PeXXUM aMILTi(iKa-
mii 2 Ta 3 ek30HiB reHa MECP2, yMOBM Ta CKJIaJ TeJisl IJI IPOBEACHHS IeHATYPYIOUOIO IPali€eHTHOTO TejIb
- eslekTpodopesy. 3a TOIOMOIOI0 PO3pOOIECHOI METOMNKI JOCTIIKEHO ITOCTiZOBHICTD 2 Ta 3 €K30HIB IeHa
MECP2 y 14-tn XBOpUX 3 KIiHIYHMMU IIpOsSIBAMU CUHApOMY PeTTa Ta BHSIBIEHO 5 MyTaHTHUX IIpoditiB
MOCJIiIOBHOCTI 3-ro eK30HY. 3a JOINOMOTI010 ceKBeHyBaHHSI 3a CeHrepoM MOCIiI0OBHOCTI 3-T0 €K30HY iAeH-
TUdikoBaHO BxXe Bigomi myTawii R168X (502C>T), A140V (419C>T), T158M (473C>T), R133C (397C>T)
ta T158P (472 T>QG).

BucHoBku. Po3po6ieHO MeTOaMKY aHalli3y nmociaigoBHOCTel 2 Ta 3 ek30HiB reHa MECP2, ska Moxe
OyTH BUKOpPHCTaHA IJIS MPOBEACHHS MOJIEKYISIPHO-TEHETUYHOIO aHAIi3y XBOPUX 3 KIiHIYHUMM TMIPOSIBAMU
cuHapomy Petra Ta iHIIMMUM KOTHITUBHMMU MOPYLIEHHSIMU, SIKi acolilioBaHi 3 myTauisimu reHa MECP2.

ITPEHATAJIBHAA 11 IIOCTHATAJIBHASA YJIBTPA3BYKOBAA TUATHOCTUKA
CUHAPOMA OBPATHOI'O PACITIOJIOZKEHUA OPTAHOB
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Beenenne. CHIpOM 0OpaTHOIO PaCIIONOXEHMSI OPraHOB — PEIKOE BPOXICHHOE COCTOSIHUE C IIPe-
MOJIOXUTEJILHO ayTOCOMHO-PELIECCMBHBIM TUITOM HacienoBaHust. B 5-10% coueTaeTcsl ¢ BpOXIEHHBIMU
AHOMAJIMSIMU CePIASIHO-COCYIUCTON CUCTEMbI 1 MHOM ITaTOJIOTUEH.

IHean paGoThl: OlleHKA HAa KIMHWYECKOM IIPHMMEpPE BO3MOXKHOCTEH YIBTPa3BYKOBOTO MCCIICAOBAHUS
B IIpeHATaJIbHOI TMarHOCTUKE CHHAPOMa 0OpaTHOTO PACITOI0XEHMSI OPTaHOB.

Marepuan u metoapl. I1poBeneHo yinbrpa3BykoBoe nccienoBanue (ckanepsl EnVisor C u Phillips HD11,
KOHBEKCHBII MyJIETUYACTOTHBIN gaTduk 2,0-5,0 MIi1, ceKTOpHBII HeOHaTaIBHEIN gaTunK 4-8 MIir) miona
B CPOKU TecTauuu 36-37 Hell. 1 HOBOPOXIECHHOTO, peHTreHorpadust OpraHoB IPyIHOM KJIETKA HOBOPOXK-
JIEHHOTO.

Pesyasrarnel n oocyxkaenne. CHHIPOM 0OpaTHOTO PACIIOIOXEHMSI OPraHOB OBUT 3aII0J03PEH BIIEPBEIC
B cpoke 37 Hell.; MPU CKPUMHUHIOBBIX YJBTPa3BYKOBBIX OCMOTpax B 12 1 20 Hea. aHOMaIWil pa3BUTHS Y ILIOJA
He ObLT0 BbISIBIEHO. I1pu yIbTpa3ByKOBOM MCCIEIOBAHMM OPraHOB I'PYIHOM KJIETKA U OPIOIIHON MOJIOCTU
oIpeneIuan MpaBOCTOPOHHEE pacloaoXeHre cepAlia, Mo HUM B MPpaBoOil MOJOBUHE XMBOTA PaCIIOOXe-
HBbI XEJIYAOK U CeJe3eHKa; MeYEHb U XEIYHbIA Iy3bIpb — ceBa. Jpyrux mNopoKoB pa3BUTHUS, JTOCTYITHBIX
IJ1 yJIBTPa3BYKOBOI BU3yanu3aluu, He oOHapyxwiu. [IpoBeneHa TwiareabHasl YJAbTpa3ByKoOBasl OLIEHKA
ceplla IUiojJa ¥ MarucTpajabHbIX COCYI0B, JaHHBIX 32 BPOXKACHHbIE ITOPOKU He HailneHo. Ponbl cpouHbie,
BarvMHaJIbHbIE, MaJIbYMK BecoM 3 650 1., orieHKa 1Mo Arrap 8-9 6a/10B. Y HOBOPOXKIEHHOTO CEPALIE ayCKYJIb-
TaTUBHO OIPENE/ISIOCh B MPAaBOM MOJOBUHE IpyAHOU KieTKuU. [TocTHaTalbHas axokapauorpagust — cep-
JILIe pacIlOJIOKEHO B MpaBoii MOJOBMHE TPYAHOM KIETKM, BPOKACHHBIX IOPOKOB cepAlia He OOHapyXKeHO.
ITpoBeneHa sxorpadust opraHoB OPIOIIHON MOJOCTU: MeYeHb U XEJIUYHbIM My3bIpb PACHOJOXEHbBI B JIEBOI
MOJIOBUHE, pa3Mepbl U 3XOCTPYKTypa COOTBETCTBOBAJIM BO3PACTHOU HOpPME, MATOJOTMYECKUX UBMEHEHUIA
He BbIsIBIeHO. Cele3eHKa 1 XKeJTyIOK pacIiojioKeHbI B MpaBoil MOJOBUHE OPIOLIHON MOJA0CTU. BbImonHeHa
0030pHas1 peHTreHorpadus: MPaBOCTOPOHHEE PACITOIOXEHNWE CEPALA, Ta30BbIN My3bIPh XeyaKa Onpe/e-
JISIeTCS B IIUTacTpaabHOI 00JaCTU CIIpaBa, IIeYeHb — B JIEBOM MOApeOephe.

BoiBoapl. TakuM o0Opa3oM, mpeHaTalbHbI 3XorpadruecKuii AuarHo3 ObLT TMOATBEPXKACH MaHHBI-
MU MOCTHATaJbHBIX MccaenoBaHui. [IpeHaTanbHbIA NOMCK AOJDKEH OBITH B MEPBYIO O4Yepeab HampaBlieH
Ha UCKJIIOYEHUE BPOXICHHBIX MOPOKOB CEPALIA U COYETAHHBIX AHOMAJIUK Pa3BUTHUS IJISI OIPEIACICHUS
MPOrHO3a.



