CuHapom Bunbsimca: gBeHaaLaTUWIETHUN KaTaMHe3
Bopalorosa E.B.1, ly6oBas A.B.1, Katpuy H.B.2
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AKTyanbHOCTb. HacToTa BPOXAEHHbIX NMOPOKOB pa3Bu-
T1s (BMP) B nonynauun coctanset 1,5-5%. MpuunHbl BIP
MOTYT UMETb FEHETUYECKYIO, UHDEKLIMOHHYIO, TEPATOrEHHY!O,
MyNbTUDAKTOPHYIO npupody W Ap. MHoxectBeHHble BIP,
06YCNOB/IEHHbIE MUKPOAEeNneLmnen JIMHHOIO niaedva 7-n xpo-
MOCOMBbI, BXOAAT B CUHAPOM Bunbsamca.

Llenb uccnegoBaHusa. AHan13 nctopum 601e3Hu pebex-
Ka C CMHAPOMOM BunbsimMca (reHeTUHeCKH NOATBEPKAEHHbIN)
[N51 CBOEBPEMEHHOMO BbIABNEHUS OpdaHHbIX FEHETUYECKUX
3ab6oneBaHWi BpadyaMu pasHbIX CreLmanbHOCTeN, B NEPBYIO
o4yepelb — Bpayamu NepBOro KOHTaKTa.

MauueHTbl M MeTOoAbl. MefuLMHCKaa [LOKYMeHTauus
AeBoyku M., 13 nert, ¢ cMHAPOMOM BunbsiMca, ¢ poXAeHUS
W MO HacToslee BPeMs HaxolslWwencs noj Hawum Habnto-
feHueM. Mcnonb3oBanncb KIMHUYECKMe, nabopaTopHble,
WMHCTPYMeHTaNbHble (3xoKapaunorpadusa (IxoKr), cyto4Hoe
MOHWUTOPUPOBaHKeE aneKTpokapanorpammel (AKIM) n aptepu-
anobHoro pasnexusa (A), KomnbioTepHasa Tomorpadusa (KT)
OpraHoB rPyAHON KNETKKU C aHrnorpaduen u ap.), reHetnye-
CKMe MeToAbl UcCnefoBaHUs (KapuoTUNUpoBaHUE, MONEKY-
NIAPHO-LUUTOreHETUYECKOE UCCNeJOBaHNE).

Pesynbratbl. OT NnepBov 6epeMeHHOCTH, NpoTEKaBLEN
Ha ¢oHe nuenoHedppuTa, aHEMUU Nlerkon cTeneHn. Pofbl
nepeble, B CPOK. [leBOo4Ka poaunacb C 3aLEPKKOM BHY-
TpUyTpoBGHOro pa3Butus (Macca Tena — 2550,0 r, pocT —
50,0 cm), B aCOUKCUM yMEPEHHOW cTeneHn (OueHKa no
APGAR — 4/5 6annoB). Ha rpygHom BCKapmivBaHWK [0
2 mec OtcraBana B GU3MYECKOM WU MCUMXOMOTOPHOM pas-
BUTMU. B popfome BbIIBNEH BPOXAEHHbLIM MOPOK cepaua
(BIMC). Ha 3xoKTr: cTeH03 npaBoW BETBWU IErOYHON apTepum
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C rpagveHToM aaBnexus (Ap) 35 MM PT. CT., HaAKanaHHbIN
cTeHo3 aopTbl ¢ Ap 30 MM pT. cT. 3aboneBaHWe HOCKIO
nporpeccupytowmnin xapakrtep. B 11 net Ha 3xoKI: HagKkna-
NaHHbIM CTEHO3 aopTbl ¢ Ap 61,3 MM pT. CT., runepTpodus
MUOKapZa neBoro xenynovka. [poBeaeHa pajuKanbHas
Koppekuua BIC, pesynstat onepauuv yooBNETBOPUTENb-
HbIM. B 5 mMec npoonepupoBaHa No NOBOAY KaBEPHO3HOM
remMaHruombl npegnneyos, B 2,5 roga — npaBoOCTOPOHHEN
naxoBoW rpbbxu. B 3 roga no gaHHbIM coHorpaduu auna-
rHOCTUpPOBaHa MeaynnspHasa aucnnasva novek. B 4 ropa
OKY/IUCTOM BbISiBfIeHa runepmeTtponusa. Mmeet MecTo paH-
HUN nybepTaTt, MeHapxe — 9 net. Pusanyeckoe pas3BUTUE
B 11 neT — HWXKe cpeaHero.

B 10 MeCc Ha OCHOBaHWW KIWHWUYECKUX KpUTEpUEB
B FEHETUYECKOM LIEHTPE YCTaHOBNEH CUHAPOM Bunbamca.
MonekynapHo-reHeTU4ECKUM METOAOM AMarHO3 MOATBEPHK-
feH B 9 net. Pogutenu npobaHia U Mnaflwas cectpa KInHU-
YeCKW 340P0BbI.

3aknoueHue. B gaHHOM KIMHUMYECKOM HabnloaeHun
CUHAPOM Bunbamca npeactaBfieH TUNMUYHBIMU NPU3HaAKaMu:
crneumduyecKkre YepTbl NuLa («3Be344aTbli» PUCYHOK CUHEN
pafyKu rnas, arnuKaHT, NPUMyXnoCTb BEK, ManeHbKas HUX-
HAS YenioCTb, WWMPOKUIM POT, MOMHble Ty6bl, HENPaBWUIIbHbIN
NPWUKYC, AIMHHBIN GUABLTP, MaNeHbKUA HOC C 3aKPYrNeHHbIM
KOHLIOM W OTKPbITbIMWU BNepes HO3APAMM, OTTOMbIPEHHbIE
YW1 v Ap.), HagKnanaHHbIM CTEHO3 aopTbl, MaxoBas rpbl-
a, 4ype3mepHoe Apyxeniobue, roBOpJMBOCTb, 3ajeprkKa
$U3MYECKOoro 1 NCUXMYecKoro passutus. OgHaKo He BbISB-
NleHa runepKanbunemums, He 3adpuKcMpoBaHa apTepuasnbHas
rMnepTeH3us.
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