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MPOU3BO/JICTBEHHAS INPAKTHKA «IIOMOIIHUK BPAYA JIETCKOM
MNOJIUKJIMHUKHW» PASBOP KIMHUYECKOI'O CJIYYAS
HEUPO®UBPOMATO3 I TUIIA B NEJAUATPUYECKOM IMPAKTUKE
Hupynuesa A/l
®I'bOY BO Kazaunckuit 'MY Munsapasa Poccuu
HayuHblil pyKOBOAUTEIb - K.M.H., JOLEHT Ka(eaApbl TOCIUTAIBHON e uaTpun
ConosbéBa H.A., K.M.H., 10LEHT Ka(eapbl FOCIHUTAIBHON NeAHaTPUN
Kypmaesa E.A.

AxrtyansHocts.  Heitpodubpomarozsr (HD) — rpynma  HaciiencTBeHHbIX
3a00JIeBAHUI C XapaKTEPHbIM IMOPAXKEHUEM KOKHBIX ITOKPOBOB U HEPBHON CHCTEMBbI,
HAJIMYUEM THIIHYHBIX [MUIMEHTHBIX [ATEH TUIA «KO(e ¢ MOJIOKOM», aHOMAIMSAMU
pa3BUTHUSI KOCTHOI'O CKEJleTa, a TakkKe PAIOM JPYIUX KIMHHUYECKUX nposiiaeHuit. Tur
HacJieloBaHus 3a00J1eBaHuUs AYTOCOMHO-OMHHAHTHBIN C IICHETPAHTHOCTBIO OJIM3KOM K
100%. Yacrora H® [ Tuna: 1 na 3000 gereii. [Tpuunnoii Hefipodubpomarosa sapisercs
mytauuss reHa NFI1, nHaxomsuerocs na 17-H XpomocoMe U KOAUMPYIOLIEro OEIoK
Heipopudpomun. CHIKEHHME WK OTCYTCTBUE BHIPAOOTKHY HelpodhudpomMuHa npuBoUT
K AMCIUIACTUYECCKON MIIM HEOIUIacTHYeCKOM rposndepaunu kierox [1,2].

[lens:_Hzyuenune kamandeckoro ciyvas Helipodubpomarosza | Tuna y pebGenka
| Imec.

Marepuaiubl 1 METO/Ibl: aHAIU3 UCTOPHUM 0OJIC3HH NAIlUEHTA.

Pebenok I1./1., Bo3pact: 11 M., :KeHCKOro noJja.

JKanoObl Ha 0TKa3 OT eJ1bl, MU30/1bl CPBITMBAHUI, IJIOXYIO IIPUOABKY B BeCe U Ha
HOSBJICHHUE IIATCH KOPUYHEBOIO 1[BETA HA KOXKE KMBOTA pedeHKa ¢ 3X MecsleB, IsTHA
YBEJIMUUBAJIACH COOTBETCTBEHHO POCTY pebeHKa.

M3 anamue3sa uspectHo: PebeHok or 1-it 6epeMeHHOCTH, JaHHas OEPEMEHHOCTD
nporekana Ha pone aHemuu. Pojbl cpouHble, oleHKa 1o mkane Anrap 7-8 Gamwios,
macca npu poxaenun 3450r, poct Slem. Ormeuanach 3afep:KKa NCHUXOMOTOPHOIO
pa3sutusi (rojloBy Jep:KUT ¢ 3 mecsues, cuaur ¢ 9 mecsuen). Bekapmiimanue
UCKyCcCTBEHHOE ¢ 3 Mecsues. HacnencrBenubiii anHamues He oTsrouieH. HeoiHokpaTHO
rOCHUTAIM3UPOBAIICS B MEUATPHUUECKOE OTJCICHUE 110 MOBOAY CUHAPOMA YIOPHBIX
CpBIrMBaHUN U HepocTaTOuHON npubaBku B Bece. C 3 mecialeB NOSBHINCHL IITHA
KOPUYHEBOI'O LIBETA HA KOXKE JKMBOTA, KOTOPbIE YBEIMYHUBAIUCH ¢ POCTOM pebeHKa.
Pebenox  HampasieHHa  oOclieoBaHHE B HEAUATPUYECKOE  OTHEICHHE U
KOHCYJIETUPOBAH HEBPOJIOTOM, O(TAIILMOJIOIOM U TEHETHKOM.

[Ipoenena MPT ronoBHOoro mosra - JaHHble YMEPEHHBIX aTpo(uueckux
M3MEHEHUH mnoaymapuil Oonbimoro mosra. C nojgo3peHuem Ha Heitpodudpomaros
ornpasieH aHanu3 kpoeu B MI'HLL r. MockBa. belin npoBeieH MOMCK MaTOreHHbIX
MYyTalMi, acCOMUPOBAHHBIX ¢ HelipodubpomaTosom. BuisBlieHa OIHOHYKICOTHIHAS
3ameHa B rexe NF1, matoreHHbld BapHaHT HYKJICOTHIHOH [0OCJIEI0BATE/ILHOCTH,
ABJIAIOLLEHCS pUYMHON 3a00sieBaHus. [Ipu o0bexTuBHOM ocmoTpe Bec 7600 r, poct 2
CM . Ha KOXE€ JKMBOTAa BHM3YaJIM3UPOBAJIMCH JiBa IsATHA LBeTa Kode C MOJIOKOM,
HeNpaBwIbHOW (OPMBI ¢ YeTKMMH, HepoBHbIMH KoHTypamu. [Iposeaeno PI'ZIC.
Jakmouenue: ['mnoronus xkapauu. ['OP; Guoricus cnusucroil 000JI0YKH JUCTATIbHBIX
oraenoB JIIK naronoruu He BbigBuiaa. Ha ocHOBaHMM KIMHMYECKHMX JIaHHbIX (IIATHA
«kode ¢ mosnokomy, nanusle MPT u pedynbraToB renernueckoro ucciuenopanus, GI'JIC
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BoicTaBiieH Jduarnos: Q85.0 Heiipodubpomaros (HessiokauecTBeHHbI), 1 tuna, I'IP.
b2H 1 crenenm.

Jaimouenue: Taxum  oOpazom, 3ajepKka [ICUXOMOTOPHOIO — pa3BUTHS,
XapaKTepHbIX MsTEH «Ko(e ¢ MoIoKOM», JlaHHbIX pe3ysibTatoB MPT ronoshoro mosra,
IeHeTHYECKOT0 MCCIICOBAHMS T103BOJIMJIO YCTAHOBUTH HeipoduOpomaro3 1 Tuma.
[TatmeHT ¢ JaHHBIM JAUMArHO30M HYXKAACTCA B MYJIbTUAUCHMIUIMHAPHOM I10/1X0/1¢ [1PU
JMHAMHUYECKOM HaOJIHOICHUN.
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