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T.B. Mopos, H.K. Illomuna, O.H. Kopoaera,
P.M. T'arumora (Kaszaup). Cunapom Opberu y pe-
6eHka rpyaHoro Bospacta

Cunapom Opbern - 3TO KOMIAEKC aHOMaAMH,
BO3HHKAIOWHUX TpH yTpaTe cermentoB 22 - 31 gaun-
Horo naeuda 13-ii xpomocombr. Jlerenun moryr 6biTh
KaK ClMopazH4YecKHMH, TaK H yYHacAeZOBaHHbIMH B
CcAydae HHBEPCHH YYacTKOB XPOMOCOMBbI y OZHOTO
u3 poautereli. Marbunuku H ZeBOYKH MOpazkaloTCA C
oauHaKoBOH uactorToil. Brnepsbie 3TOT cHHApOM 6bIA
onucarn B 1911 r. C yuerom pocra HacAeacTBeHHOH
NaTOAOTHH HAaM XOTeAOCh 6bl MPHBAEYb BHHMaHHE
Bpaueil K KOHTHHTeHTy saeTell ¢ azedpexrtamu 13-if
xpomocombl. [lpuBoaum oaHO w3 HabAOAeHME CHHA-
poma Opbern.

III., B BospacTe 4 MecsieB MoCTynmHAa B AETCKOE
orzerenne 18-ii ropoackoit 6oabuuubr 16. 04.2000 r. us
OTZEAeHHs MaTOAOTHH HOBOPOKAEHHbIX  AETCKOH
6oabuunbr Ne 1 aas odopmrenus B oM pebenka.
AHaFHOB: MHOXKECTBEHHbIE HOPOKH paSBl/ITHﬂ, CHHJ~
pom Opbean, sazeprka BHYTPHYTPOGHOTO pasBHTHA
(3BYP) no aucnaactuueckomy THITY.

Pe6enok or mneproil 6epeMeHHOCTH, MPOTEKaB-
mel € HEOZHOKPATHBIMH MOAbEMAMH  TeMIePaTypbl
B N€PBOM TPHMECTPe, YrPO30H IpepbIBAHHA Ha CPO-
ke 27 nea recrauun. Poabl cpounbie, macca Tera mpH
poxmaenuu 1585 r, aruma - 43 cm, okpykHOCTDb
roroBbl - 28 cwm, onenka mo mkare Amrap - oT
10 7 6arros. CocTosiHMe A€BOUKH TOCAE POKAEHHS
OLIEHHBAAOCh KaK Ts:KeAoe, NpoBejeHa MHTybaumus
tpaxen, VIBA memkom Am6y. Marepu pebenxa 18
AeT, paboTaeT MPOZABLOM Ha pbiHKe, KypHT. llo ee
caoBaM, OHa Obira obcAaezoBaHa IIOCAE POXAEHHS
€BOYKH HAa HaAH4YHe BHYTPHYTPOOHOH HH@EKLHH,
BbisiBAeH TOKconmAasmos; oruy 40 aer, e obcaeno-
Ban. Marb or pebenka oTkasarach. 3a MepHOJ HaXOXK-
JeHHusA JAEeBOYKH B OTJAEA€HHH IIaTOAOTHH HOBOPO?K’
ZeHHDbIX TIpoBeAeHo yraybaenHoe obcaenosanue. O6-
LEHC aHaAH3bI KPOBI/I, MO4YH, 6“0XHMH"[CCKI/IX ma-
pPaMeTPOB MAaTOAOTHH He BbisiBUAH. Helipoconorpagus
HoKasara OTCYTCTBHE MO3OAHMCTOrO TeAa, pacliupe-
HHE KEAYZOYKOB MO3ra B INepejHHX OTAEAaX POTOB,
AeopManHIO MO32KeuKa. axoxapanorpa(pmlecxn
YCTaHOBAEHDBl Ae(eKT MerKIpescepiHOHl TMeperopoz-
KH, OTKPbIThbI apTepuaabubiii npotok. JKI - purm
CHHYCOBbIH, MPH3HAKH YMEPEHHOH MeperpysKH Mpa-
Boro mnpexcepaus. KapuoTunupoBaHHe 3aperucTpu-
poBaro JeAeuuto AAMHHOro mnaeda 13-H  xpomoco-
mbl 46 xx ((del 13 q ).

[lpu nepesBoze B zeTckHil cTalHOHAap COCTOsHHE
pebeHKa TMO-MIPEKHEMY PACLeHHBAAOCh KaK THAKEAOE
3a CYET MHOKECTBEHHbIX MOPOKOB pa3BuTHA. [lpu
oCMOTpe TroAoBa goAHXoueparHueCcKOH (OpPMbI,
6oabmoit poauuuok - Aumb 0,7 S 0,7 cm, 3anas-
mas nepeHOCHLA, MHKPOPTAaAbMHUS, CXOAAIIEECS
Kocoraasde, xob6oTkoBoobpasHasi (opma ryb, KopoT-
Kas 1wes, Ae(POPMHPOBAHHbIE YIIHbIE PAKOBHHBDI.
BhisiBAsiIOTCS ABYCTOPOHHAS AyueBasi KOCOPYKOCTb,
apTPOTPHUIIO3 AYYe3aNsATCTHOrO CyCTaBa CAeBa, MaAb-
ubl KHCTeHl THIONAa3HPOBaHbl, cAeBa | maren Kuc-
TH Ha KOXKHOH HoxKe, cuuzgaktHausi IV u V naap-
ues crombl crpasa. KKpome Toro, ycraHoBAaeHbl aTpe-
3Hsl aHyca, PeKTOBarHHaAbHbIH cBuul. Mpimeunbiii
TOHYC B pyKax M HOrax [MOBbIleH, PeGEHOK TOAOBY
He JAEep:KHT, B3TASJ He (HUKCHPYET, MpPeAMeTbl B py-
Kax He yzep:KHBaeT. 3a 3 Mecsilla HaXOKJAEHHS B JeT-
CKOM oTjzereHHH pebeHOK cTan 6onee aKTHBHDIM,
nepeBeseH Ha KOPMAEHHE C AOXKKH TyCTOH NHILEH—
KalllaMH, OBOIIHbIM Iiope, TBoporoM. Pasosbiii o6bem
nutanus yseauded a0 120 ma ma kopmaenme. Jege-
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KalHUsi MPOHCXOAUT CBOGOZHO Yepe3 pPEKTOBArHHAAb-
ubiidl cBuin. [lpu KoHcyAbTauuu XxHpypra onepaTHB-
HOe AedyeHHE aTPe3MH aHyca He PEKOMEHAOBAHO BBH-
Ay MHOMKECTBEHHDBIX IMOPOKOB pasBHTHA. B Bospacre
7 MecsiueB B cTabUADHOM COCTOSIHHH ZeBOYKa 6biaa
nepeseseHa B 40M pebeHKa.

OxonuaTeAbHbIH aAHMArHo3: XpomMocoMHast abep-
pauusa (cungpom Opbern); MHO2KECTBEHHbIE MOPO-
KH pPa3BUTHUSA; JHCTPOPHA THIA THNOTPOPHH CMe-
LIAHHOH 3THOAOTHH.

Jaunoe nabarozeHue TpeACTaBASET HHTEPEC AAA
HEOHATOAOTOB H MeAHATPOB, MOCKOAbKY KAHHHYeEC-
Kasg AHAarHOCTHKAa 3TOTO0 CHHAPOMAa upe3BblualiHO
TpyAHa B CBsI3H C peAKoil BcTpeuaemocTbio. Memay
TEM IIPH XOPOIIEM YXOZe, KOPPEKLUHH BCKapMAHBa-
HHsl, PALMOHAABHOH TEPANHH COCTOsIHHE TAaKHX Ia-
LHEHTOB yZAaeTcs CTabHAM3HPOBaTb, H OHH MOTYT B
HoCcAezyIONleM aJalTHPOBATbCA K OKPYKAIOUIHM Yyc-
AOBHAM H JaTh MOAOXKHTEAbHYIO AMHAMHKY B CBOEM
pPa3BUTHH.
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M.B. Yernn (Yabsnosck). O ganteabHOM Haxox-
leHHH MHOPOJHOTO TeAa B NumeBoje y pebGenka

l_[pH"[l’[HbI nonagaHusa HHOPOH,HDIX TEA B HH]];LC‘
BOJ y aeTell MAa/llero BO3pacTa AOCTATOYHO MHOTO-
o6pasubl. [lpuBoauM KAuHMYecKHH mNpuMep, Korza
HHOPO/JHOE TEAO — KOCTb C 3a0CTPEHHBIMH KpPasiMH —
AAHMTEABHO HAaXOAHAOCh B IHILEBOJE H NPH 3TOM He
BbI3BAAO THMKEABIX OCAOMKHEHHH.

Jesouka H., B Bospacre oamoro roza 2 wmecs-
ues, nocrynura B ANOP-orgerenne 24.01.2000 r. [To-
BOZOM K TOCIIHTAaAH3aLHH ObIAH 2Kan00bl ee MaTepH
Ha HapyuleHHe y pebeHKa aKTa TAOTaHHS, IOMEPXH-
BaHHe TpPH MpHEMe MHILH.

M3 anamuesa ussectno, uto 28.12.1999 r. Bo Bpe-
MS KOPMAEHHSI CyNoM y pebeHKa BHE3alHO BO3HHK
KallleAb, ZeBOYKAa CTaia OTKa3blBaTbCA OT IpHEMa
numu. B zanbuelimem kopmaieHue pebeHka cTaro
3aTPyAHHTEAbHBIM: MPH T'AOTaHHH BO3HHKAAH MOMNeEp-
XMBaHHE W KallleAb, KOTOPblE CaMOCTOSITEABHO IpO-
XOZHAH MOCAe TMpeKpalleHHs] KOPMAEHHs. 3a Meau-
LIHHCKOH TIOMOIIbIO POJAHTEAH B TEUYEHHE BCEr0 3TO-
ro Bpemenu He obpamaruch. O6buiee cocTosiHue pe-
6eHKa He CTpazaro: JeBOYKa 6bira akTHBHOH. B cBsi-
3M C 3aTPyAHEHHSAMH IPH KOPMAEHHH peGeHKa BO
BpeMsa 60ZpCTBOBaHMA MaMa — NpHcrmocoburach’ K
KOPMAEHHIO [eBOYKH BO BpEMsi ee CHa M3 OyTbIAOY-
KH 4epe3 cocKy xuAkoil numel (Moroko, kedwup,
6yAbOoH M zp.). Ba 3TOT NPOMENKYTOK BPEMEHH OHa,
3aMeTHB IOXyZaHHe pebeHKa, obpaTHAach 3a MeaH-
LHHCKOH MOMOIILBIO.

[lpu ocmorpe AOP-Bpauom u o630pHOI pentre-
HorpaHuM TPYAHOH KAETKH MaTOAOTHH He BbIsiBAe-
no. /lemouka manpaBaeHa aAAs NpoBezeHHs 330(aro-
racrpoayozsenockonuu (DI AC) no mosoay mnpearno-
AaraemMoro B INHILEBOZE HHOPOAHOTO TeAa. |lox Hap-
KO30M IocAe BBeaeHHs (GUO6POHAOCKONA B THILe-
BOZ B BepxHell ero TpeTH ob6Hapy:KeHO MAOCKOe
HHOpPOAHOE TeAo 6erecoBaToro IBeTa, OrpaHHYeH-
HO mnoaBHxHOe ((QHKCHPOBAHHOE K CTEHKAM TIHILe-
Boaa). Llunuamu oanomMomeHnTHO 6blra H3BAEYEHA
IIAOCKasi KOCTb TPEYrOAbHOH ()OPMbI C 3a0CTPEHHbI-
mu kpasma (2 cm S2 cm S 2 cm), Toamunoii 0,3 cm
(cm. puc.). Ipu xourpoabnoit AI'C BoisiBAEHO, uTO
CAM3BHCTasi BepXHed TpPeTH MHIeBOZA OTeYHa H TIH-
nepeMHpoBaHa. DokoBble M mNepesHIO ee CTEHKH B
MecTax (HUKCALHH HHOPOZHOTO TeAa IOKPbIBaA (PHO-
pPHH, UTO CAeZyeT pacCMaTPHBATb KaK IPOsSBAEHHE
330(aruTa, PasBHBIIETOCH MPH AAHTEABHOM HAaXOK-
JeHHH B BepXHeH TPEeTH MHIIEeBOZA MHOPOJAHOTO TeAa.



