Manueeuu K.C.
CHUHJIPOM BUJIBSMCA B IEJUATPUYECKOM IMMPAKTUKE
Hayunwii pykosooumens: Kanununa E.A.

Kageopa demckoti s5HOOKpuHoI02UU, KIUHUYECKOU 2eHeMUKU U UMMYHOL0SUU
benopycckuii cocyoapcmeennviti MeOUYUHCKULL YHUBepCUmen,
T'ocyoapcmeennoe yupesicoenue « Pecnyoauxanckuil Hayurno-npakmuueckui yeump «Mamo u
oumsy

AkTyajabHocTh. CunapoMm BuibsiMmca — 3TO ayTOCOMHO-AOMHUHAHTHOE MYJIbTHCHUCTEMHOE
3aboneBanue, Bcerpevaromeecss ¢ yactotod  1:10000-20000 HOBOPOXAEHHBIX, BBI3BAHHOE
MUKpPOJIEICIIMEH  KPUTHYECKOH  XpoMocoMmMHOM  oOmactm  7ql1.23, xapakrepusyroieecs
cneunuyeckuM  (EHOTHIIOM, MATOJOTHEH  CepIeYHO-COCYIHCTON  CHUCTEMBI,  3aJep KKOU
(U3MYECKOTO U MICUXUYECKOT0 Pa3BUTHS, TUIIEpPKATIbLINEMHUEH 1 OCOOEHHOCTSMU MOBEICHUS.

Hean: VMccnenoBanue u aHain3 KIMHUYECKOIO ciy4yas peOeHKa ¢ cuHApoMoM Buibsmca,
TeHETUYECKU TOJITBEPKICHHOTO B 4 Mecsla.

Marepuanbl M MeTOAbl. AHaIU3 MEIUIMUHCKONW JIOKYMEHTAllUU C HCIOJIb30BaHUEM
KIIMHAYECKUX, HHCTPYMEHTAIBHBIX B Ja00paTOPHBIX METO/IOB HCCIIEJOBAHUSI.

Pe3yabTaThl M ux o6cy:xkaenue. [Ipobany - neBouka, oT BTOpoil 6epemenHocTH. IlepBrrii
pebeHOK MalbuuK, 310poB. bpak HepoCTBEHHBIN, pOAUTEIH 310pOBLI. bepeMeHHOCTh MpoTeKana Ha
¢done yrpo3sl npepsiBanus. Pojbl B 36 Heenb myTeM KecapeBa ceueHus. Macca Tela pu posKIeHUN
2490 r, pinHa 44 cM, OKpY>KHOCTb T'OJIOBBI 33 CM.

B 2 wmecsana BeictaBinen nuarno3 BIIC: rumomnnasusi ayrd aopThl, KOAPKTAIUS AOPTHI,
MpoBeJeHa  XHpypruueckas  koppekius.  KoHcynbTHpoBaHa  BpayaMHU-CHEIHATUCTaAMHU:
SHJIOKPUHOJIOT - CYOKJIMHHUYECKUH TUMOTHUPEo3 (Ha3HayeH L-THpOKCHH 25 MKI/A); HMMYHOJIOT -
BropuuHbIid uMMyHoAepuuT; Y3U OBIL, HCI - HopMma.

B 4 mecsna nampaBieHa KapJauoJioroM Ha KOHCyhbTanuio reHetuka B 'Y PHIIL “Marte u
auta”. Ilpu ocMoTpe oTMeuYeHbl OCOOEHHOCTH (DEHOTHIIA: KOPOTKHME TJIa3Hble IIEH, MPUITYXJIbIe
BEKH, SMIHUKAHT, rojy0as “3Be3auaras’ paayXkKa, OTKpbITEIA poT. Macca Tena - 4350 r, OKpy>KHOCTh
roioBel - 39 cM. MpblileyHass AUCTOHUS € MpeoOiajJaHHEeM TUIEepTOHyca. YUWThIBas HalIU4yue
¢enorunuueckux ocodbennocrer u BIIC renetnkom HazHaueHo obcnenoBanue. Kapuorun — 46, XX
(HopManbHbBIM  JkeHCKUM Habop Xpomocom). [IpoBeaeHO MONEKYISAPHO-LIUTOIC€HETUYECKOE
uccnenoBanue metonom FISH: BwisiBnena wmukpoxaenenust jokyca ql1.23 wa 7 Xxpomocome.
BeicTaBneHn nuarsos: cunapoMm Bunbsamca. [IpoBeneHO MeOUMKO-TeHETHYECKOE KOHCYJIBTUPOBAHNUE.
PekoMennoBaHo  HaOmoJeHME — meAMarpa, — KapauoJiora,  HEBpOJora,  3HJIOKPHHOJIOra;
CUMIITOMAaTUYECKOE JICUCHUE.

B 2 rona 10 mecsueB ¢usnueckoe pa3BuTue HU3Koe nucrapmonuyHoe: Bec 10,8 kr, poct 87
CM, OKpPY)KHOCTb TOJIOBBI 46 cM. XapakTepHble UYepThl JMIa: MHUKPOTHATHs BEPXHEH YENIOCTH,
MyXJIbI€ MIEKH, IMUKAHT, IIUPOKasi IEPEHOCHIIA, B3ACPHYTHIM HOC, TONy0ast “3Be3muatas’ pamyXKKa;
XPUIUIOBAThIM TojI0C; KIMHOJAKTHIUSA 5 manblieB kucteil. Habmiomaercss HEBpOJIOroM B CBSI3U C
3aJIp)KKOM  TICHXO-PEUYEBOr0  pa3BUTHS, DSHIOKPHUHOJIOIOM -  HM30JIMPOBAHHOE  Telapxe,
CYOKJIMHUYECKUN TUITOTUPEO3 (MEUKAMEHTO3Hasi KOPPEKLHs ), TeHETHKOM.

B 6 ner neBouka mocemaeT MHTETPUPOBAHHYIO TPYIIY JAETCKOrO caja, COXpaHseTcs
3aJiepKKa TICHUXOPEYEBOI0 PAa3BUTHA, AU3APTPUS, THIEPAKTUBHOCTb. PEOEHOK MHOIrO TOBOPHT,
OTJIMYAETCS HYMOLIMOHANBHOCTBIO, JIETKO MAET Ha KOHTAaKkT. dusnueckoe pasBUTHE HUXKE CPEIHETO,
aucrapmonnyHoe: Bec 18,3 kr, poct 114 cMm, okpyxsHOocTh ronossl 49,5 cm. Coxpanstorcs
XapakTepHble 4YepThl Juna. [unomnaszus smanu 3y0oB. Ciyx u 3peHHe 0e3 0COOEHHOCTEH.
[Ipomomxkaer HaOMIONATHCS SHIOKPUHOJOTOM  (CYOKIMHUYECKMH THUIOTHPEO3), OPTONEIOM
(3KBUHYCHasi KOHTPAKTypa CTOM ), HEBPOJIOTOM, JIOTOIE0OM, KapAHOJIOTOM.
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BoiBoabl. CkoopauHMpOBaHHas paboTa Bpayeil CIEHUANNUCTOB IO3BOJIIET CBOEBPEMEHHO
MOCTAaBUTh JMAarHO3 TEHETHYECKOrO CHHApPOMA, a TakXKe IIOMOTaeT pPOAMUTENSIM TOIYYUTh
MH(OPMAIIMIO O IPOTHO3€ pa3BUTUs 3a00JIEBaHUS y PeOCHKA U TCHETHUECKOM PHCKE B CEMbE.
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