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V BCEPOCCUNCKM MEOVNATPUYECKMIA ®OPYM CTYAEHTOB U MONOALIX YYEHLIX «BUPTYO3 MEANATPUN»
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Axmyanvrocms. Cuanpom bexsuta—Bunemana (CbB) — re-
HETUYECKH IeTepOreHHbII CUHAPOM, XapaKTepHu3yolieecs Tpua-
JIOW MPU3HAKOB — oMdarionesie, MaKporIoCCHEH U MaKPOCOMHEH.
IIpu cunppome bekBura—Buaemana npoucxoauT HapyLUIeHUE Po-
CTa ¥ Pa3BUTHUS C BBICOKUM PUCKOM KaHIIEpPOreHe3a B IETCKOM BO3-
pacre, 4TO INpearoNaraeT perysipHoe AUCIaHCcepHoe Halmone-
HUE 32 NallUeHTaMU.

Onucanue kaunuyeckozo cayyas. Manpauk, 3 Mec, poauiics
ot 2-ii OepeMEHHOCTH, HACTYIUBILECH MOCIEe IPOLEAYPhI SKCTpa-
KOPIIOPAJILHOTO OIIONOTBOPEHHMS, 1-X CaMOCTOSATENBHBIX POIOB.
[pu poxxieHnH BBISIBIIEHA TEMUTHIIEPTPOGHS, HEPpOMEraius ce-
Ba. [Ipn ocMoTpe Taxke oOpaiaer Ha ceds BHUMaHHE MaKpoIIoc-
CHs, BBICOKOE aKpOBUIHOE HE0O, CHIDKEHHE MBIIIEYHOTO TOHYCa
nepeHel OpIOIIHON CTEHKH, TEMaHTHOMa KOXKH JIEBOTO BeKa U 3a-
ThlIKa. DEHOTHI: HU3KO PACIIONOXKEHHbIE YIIIHbIE PAKOBUHBI, C I'0-
PHU30HTAIILHBIMU OOpPO3/IKAMH Ha MOYKaX YILEH, MOHTOJIOHTHBIN
pa3pes nia3, Na3HON TUIIePTENIOpU3M, CEAI0BUIHAS IEPEHOCULIA,
runoruiasus ry6. [Ipu Y3U BHyTpeHHHUX OpraHOB TUarHOCTUPOBA-
HO: i dy3HOE yBENNYSHHE MOKETYTOTHOHN HKEeIe3bl, HETIOJTHOE
YABOCHHUE JIEBOW MOYKH; IPU PEHTIeHOTpadhUH OPTaHOB IPYIHOM
KJIETKH — TUMOMeTanus 2 cTeneHd. Pe6EHOK ObIIT KOHCYIBTHPO-
BaH F€HETHKOM, IPOBEICHO MOJIEKYISIPHO-TEHETHYECKoe o0ce-
JIOBaHUE, BBISIBUBLIEE HapylleHue Metuiuposanus IGF2/HI9 u
KvLQT(LITI) B uentpe 11 xpomocomsl, uto xapakrepHo it CBB.

3akniouenue. llpencraBieHHBId KIMHAYECKUN CiTyda je-
MOHCTPUPYIOT crieliuuieckre KIMHUIECKUE TPOSBICHHS, Xa-
paxrepasie st CbB. B npakTrke neauarpa HE0OX0AUM MEXIHC-
LUIUTMHAPHBIA TIOX0A A1t AU depeHINaTbHOM AMarHOCTHKH 3a-
OosieBaHUH, B TOM yHciie ¢ opdaHHBIM cTtarycoM. Heo6xonumo
JlabHelIIee MOJIEKYJISIPHO-TEHETHIECKOe 00CIeIOBaHNE CEMbU
JUISL YCTaHOBJICHHUS CTaTyca MyTaluu (yHAcJlIeIOBaHHAs WIH de
10V0) ¥ IPOTHO3UPOBAHUS POXKACHHS IETEH B CEMBbeE.
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