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AKTYaJIbHOCTb TE€MBbl.

Cunnpom @panueckertu (Tpuuepa—Komiunza, manauOynodanuanibHbIN
JIM30CTO3) — 3TO TeHETHYeCKoe 3a00JieBaHUE C ayTOCOMHO-AOMHUHAHTHBIM THIIOM
HACJIEIOBaHUs, TMOpaXarollee MPEUMYIIECTBEHHO CPEIHIOI YacTh JIUIEBOTO
yeperna u OCHOBaHUA veperna. B mogasisitoieM OOJBIIMHCTBE CIIydaeB MOCIETHUN
CONPOBOXKJIAETC KOHAYKTUBHOM WJIM CMEIIAHHON TYTOyXOCTBIO M HE MPUBOAUT K
HapylIeHUI0 HHTeJUIeKTa. CUHAPOM XapaKTEpU3yeTCs BBICOKOM IMEHETPAHTHOCTHIO
(6onee 90%) wm pasIMUHOM DKCIPECCHMBHOCTBIO, YTO OOECIICYMBacT €ro
kuHrdeckuii momumopdusm. I'ew TCOF [ pacnionokeH Ha XpOMOCOME 5 B caiiTe
5932 u conepxuT 26 3k30HOB. COMIACHO OAHOW M3 Haubosee pacupoCTPaHEHHBIX
kjaccuukauii cuHIpoM @OpaHUYECKETTH MOXKHO OTHECTHM K TaK Ha3bIBA€MbIM
oCTeonuCIuIa3usAM. Ero yCTaHOBIEHHAs MOMYJISIMOHHAsA 4acToTa cocTasisieT 1:50
000. Ho sr0 nump yacTHBIM npumMep ocreoguciuiazuu. Cpean MajapdiuKOB U
JIEBOYEK 3a00J1€BaEMOCTh OJJUHAKOBA.

eanb ucciaexoBanusi.

HaGnonenue u onucanye KIMHUYECKOTO ciiyyasi CuHApomMa OpaHyeCcKeTTH.

MarepuaJjibl 1 METOIbI HCCJIEI0BAHHUSA.

N3yyenne mnepBuYHON mgOKyMeHTalmu (0OMEHHas KapTa OepeMeHHOi,
UCTOpHSI POJOB, HCTOpUs O0Je3HW peOdeHKa) KW NPOBEACHHE KOMILJIEKCHOIO
o0cnenoBanus peOeHKY.

Pe3ysbTaThl HCCIC10BAHMS.

Knunnueckuit cnyuaii: Pebenok, 32 uenmenu 5 aueid, noctynui B OPUT
HOBOPOXKJICHHBIX C JkKajmo0aMu TEHHUCTOE OTAENseMOe, CTOHYIIEe JAbIXaHue,
OMyLIEHUE HapyXHbIX yIIOB ma3. M3 aHaMmHe3a peOeHoK oT 3 6epeMeHHOocTH, 3
ponoB. Ha VY3M B TperbeM TpuMecTpe y peOEHKa BBISBICHA 3aJ€piKKa
BHYTPUYTPOOHOTO pa3BUTHs, accuMerpuuHas (opma. I[lpu Oeceme ¢ mamoit
BBISIBJIEHO: UTO y CTApUIEro MpeblAylIero peOeHKa Tak e MEJIKHUE YepThl JIHIla,
OoTMeYanach K0JI00OMa BEpXHEro BeKa, peOCHOK OTCTaeT B (PU3HMUECKOM PA3BUTHUH.

[Ipu mocTymiaeHun COCTOSTHUE HAa MOMEHT MOCTYIUICHHS TSXKEJIOW CTETeHU
TSKECTH 32 CUET JbIXaTeNIbHBIX PACCTPOMCTB M HE3PENIOCTH, BPOXKICHHOU
aHomanuu pas3Butus. [IpusHakm He3penocTu: OOWIIbHAS CMa3Ka, JIAHYTrO, MSTKUE
YILIHbIE PAKOBUHBI, Majasi HICYEPUYEHHOCTH JIAJOHEN U CTOI, HU3KOE PACIOJIOKEHNE
MYTIOYHOTO KOJbLA. Y peOeHKa OTMEYAlOTCsl BHEIIHUE KIMHUYECKHE MPHU3HAKU
CHUHApOMA Tpuuep-Komnnnaza-OpaHdecKeTTH: JIALI0 MaJIEHBKOE,
AHTHUMOHTOJIOM/IHBIN pa3pe3 Iiia3, TUMOIUIa3usl CKYJIOBBIX KOCTEH ¢ 00euX CTOPOH,
HWKHSISL 4YEJIOCTh MajieHbKasg (MUKpPOTHATHsl) NMPU MPU MONBITKH OTKPBITH POT
OFpaHUYECHHE TMOJBM)KHOCTh YENIFOCTH, MAaKpOCTOMHMS, aKpOBUIHOE HEO0O.



OporacTpayibHbIld 30HJI NPOXOAUT C TPYAOM. AHOMAJINMK PA3BUTHS YIIHBIX
PaKOBHH, PpAaCHOJOXKEHbl HM3KO, AepopMHUpoBaHbl. KoxHbIE MOKPOBBI UYHCTHIE,
OnenHO-po30BbIe. Buaumble ciausucThie 4uCThIe, OnenHO-po30BbIE. VMmeercs
pacuienuHa MArkoro HEOa. IlonkokHO-KUpOBOM cnoil ToHKuM. TOHYC MBI
CHIDKEH, mo3a monydrexcun. ToHyc MbII cHUXEH. Pedrekchl BpOXACHHOTO
aBTOMAaTU3Ma  BbI3BIBAIOTCS  BAJIO, OBICTPO  yracawmT. IpyaHas  KieTka
HWIMHAPUYECKON (OpMBI, yKOopoueHa. JIpIXxaHuE peryispHOe, CaMOCTOATENIbHOE,
OTMEYAETCS Y4YacTHE BCIIOMOTATEJIbHOM MYCKYJNATypbl:  HANpPsHKEHUE KPBUILEB
HOCa, BTSDKEHUE MexpeOepuil, 3ananenue rpyaunbl. Y//1-68 B mun. Cepaeunbie
TOHBl Tpurnymensl, purmMuuHbele. YCC-148 B muH. JKuBOT He B3AyT, mNpu
najblallid MATKUH BO BCEX OTHENaX, Najblalus OECIOKOWCTBAa HE BBI3BIBACT.
[Teuenp mo kparwo pebepHor nyru. CeneszeHka He mnanbnupyercs. IlymodHbii
OCTaToOK B CKOOE€, YMCTBIM, BIaKHbIH. HapyXHble MOJIOBBIE OpPraHbl Pa3BUTHI 110
MYKCKOMY THIy. AHYC pacHOJIO)KEH B TUIMYHOM MECT€, COMKHYT.
Moueucnyckanue cBooogHoe. CTyn OTXOAHUT.

[Ipy MeAMKO-TeHETHYEeCKOM KOHCYJIBTUPOBAHUU BBISBICHO, JehopManuu
CKEJIETa OTHOCUJIMCHh TOJIBKO M HCKJIIOYMTENIBHO K CPEAHEH 4YacTH JIMLEBOTO

yepera.
UepenHo-nuieBbie 0COOEHHOCTH. ITo CTPOECHHIO yepen
HOpMoOIIehaTNnYECKUH. O6pamator Ha  ce0sf  BHUMaHHE  OTYETIIMBO

AQHTUMOHTOJIOUJHBIN pa3pe3 TIya3, TUIOIJIAa3usl CKYyJ, TUIOIUIa3us HUXKHEH
YENIOCTH, M3-32 KOTOPBIX JIMIO MPEACTaBISIETCS POMOOOOPa3HbIM, «IITUYBUMY.
Hwxe npuBeneH mepeueHb JUATHOCTUYECKUX YEPEIHO-JIMIIEBBIX aHOMAIuW s
cunapoma @panueckertd. OOHapyX eHHbIE aHOMAJUU y pEOCHKA OTMEUYEHBI
KUPHBIM IIPUPTOM:

. «IITHube JUI0»

. JIByCTOPOHHSISI THIIOIJIA3USA CKYJI0BBIX KocTei (81%) u opouT
. AHTHMOHTOJIOMIHBIN pa3pe3 1i1a3 (89%)

. Kon1000MbI HH:KHEX Bek (69%)

. I'mnomia3zust HukHell yearocTu (78%)

. OtcyTcTBUE pecHUL] Ha HIXKHEM Beke (53%)

. Bricokoe apkoBuHOE HEOO WM pacilienHa

. Heba (35%)

. MaxkpocToMusi, OTKPBITBIN IIPUKYC

. Poct Bosoc Ha miekax (26%)

. ATpe3sus xoaH

. MukpodTanbemusi, 3K30pTaaTEM

. KonoboMmbl BepxHEro Beka U paayxKu

. AHoMmanuu yxa

. AHOMAJINM YHIHBIX pakoBHH (77%)

. JledexT HapyxkHOTO CiryxoBOT0 Tipoxosa (36%)
. IIpoBoasimas riryxora (40%)

. [TpeaypukynsipHbIe BRIPOCTHI WU (PUCTYITBI

[Tpu poxxkneHuu B o0IIeM aHaIM3€e KPOBH TeMOTNIOOHH - 198 1/, 5puTpOouuThI
5.9 /n, remarokput - 60%, aedkoruTel - 7.2 /1, TpomOorutel — 100 /1, CO3



(ananuzarop) - 0 mm/u; CPbB - 12.00 mr/n — yckopeno. KOC: pH 7,14, pCO2 61,7,
p0O2 52,0 BE - 7,5, HCO3 16,3, nakrat 4,9 mitoko3a - 3, - 1€KOMIICHCUPOBAHHBIM
CMeIIaHHbli  anuao3. Ha  peHTreHorpaguu  OpraHoB  TPYAHOM  KIIETKH:
nHeBMonarus. [IpoBeneHo oOcienoBaHUE CEPAEYHO-COCYIAUCTONM  CHCTEMBI.
[IpoBeneHo obcnenoBaHus cepaeUHO-COCYAUCTON cucTembl. Ha axokapanorpadun
IIOJIOCTH CEPALlA HE PACIIMPEHBI, KialmaHbl HE H3MEHEHBI, COKpaTUTENIbHAs
crocoOHOCTh MHOKapJia JIEBOro >kedynouka ynomierBoputenbHas, OO0, OAIL
[Tepen BbIMUCKOM B nUHaAMUKE ObUI caenad nmoBTopHo DxoKI': momocTtu cepaia He
pacupenbl. Knanansl He u3MeHeHbl. COKpaTuTelabHash CIIOCOOHOCTh MHUOKapnaa
JeBoro kenynouka yuosiaerBoputenabHas. OAIL Taxkxke peOeHOK mepen BBITUCKON
npouen ayguoCKpUHUHT. 3akitoueHue: O6a yxa He npoien. [IpeanonoxuTensHo,
3TO CBSI3AHO C AHATOMUYECKUM CTpOEHHMEM KocTeil yxa. PebGeHok Obu1
KOHCYJIBTHPOBaH MHOTMMM crnenuanucramu. lenetnk: Cunapom @PpaHUYECKETTH.
PEKOMEH/JI0BaHO: HAOIIOeHuEe meauarpa, Jop-Bpada. OTOPUHOIAPUHIOJIOL:
Cunnpom ®paHueckeTTH (KOJIOOOMBI HMKHUX BEK, MUKPOTHATHUS, BBICOKOE HEOO,
pacmienMHa MSTkoro Heba, aedopmainus YIIHBIX PAaKOBUH). YeTIOCTHO-JIUIIEBON
xupypr: Cunapom ®@panueckertu. Q75 (BpokaeHHas paculesHa MSTKOro HEOa,
MUKpOTeHHsI, nedopmarusi YIIHBIX pakoBuH). [lodydeHHBIX pe3yIbTAaTOB
JOCTaTOYHO [JiJIsi TOAO3pEeHUsT Ha CcuUHIApoM DpaHueckeTTd (KIMHUYECKH).
CoctosiHre peOeHKa TMpU BHINIUCKE CTaOWIbHOE. PexXuM manaTHbIM, YKiIaaka
«THE3ABIKO». JIpIXaHHE CaMOCTOATENBHOE, ajeKBaTHOE. KucnoponoHnesaBucum,
carypauus B Ipenesiax HOPMblL. DHTEPAIbHO KOPMUTCS YEPE3 KEITYIOUHBIM 30HI
CI'M, ycBauBaeT, He cpbiruBaer. He cocer B BHAy Haau4usi aHATOMHUYECKHUX
ocoOeHHOCTEH CcTpoeHHs JuIeBoro ckeiera. B Bece mpubammser. Ha ocmotp
peakuusa cHmkeHa. CoxpaHsSOTCS MNpuU3HAakKu cuHAapoma Tpuuep-KomnuH3za-
@panueckerTd. KoXHbIE TMOKPOBBI U BUIUMBIEC CIIU3UCTHIE YHUCTHIE, PO30OBBIE.
Tonyc MBI CHUXEH, TI03a norydiekcuu. Pedrekcbl BpoXkIEHHOTO aBTOMaTu3Ma
BsJIbIE. AYCKYJIBTaTUBHO HAJ| JIESTKUMU JIbIXaHUE MPOCIYIIMBAETCS IO BCEM IMOJISM,
xpunoB He ciblry. CepieuHble TOHBI SICHbIE, pUTMHUYHbIE. JKHUBOT MSATKUH,
0€300J1€3HEHHBIN. Cryn JKEITHIM, KallnieoOpa3HbIii, peryJsipHBIil.
Moueuncnyckanue cBobonHoe. PeOGeHOK ObLT BBIMHMCAH C KETYIOUYHBIM 30HIOM,
MaTh MPOKOHCYJIETUPOBAHA U 00y4YEeHA KOPMJICHUIO.

PebGeHok HaxoauiICs B CTalMOHAPE € JUATHO3AMMU:

OcHoBHOM:  PecnmparopHslid ~ OUCTpECC  CHUHAPOM,  JIBIXAaTEJIbHBIC
paCCTPONCTBA CPEAHEN CTENICHU TSKECTH.

ConyrctBytomuii: Cungpom @panueckeTTd. BpoxaeHHas paciiennHa
MsrKkoro HEOa. ManoBecHbIN peOEHOK K CPOKY TecTallii peOeHOK.

®oHOBBIN: I ecTanoHHbIN BO3pacT 32 HEeleIu S THE.

BoiBOaBI:

[Ipu noctaroyHo mMOAPOOHOM aHANM3€ YEPENHO-JIUIIEBBIX aHOMAIUN W
ocobennocteit Teuenus JIOP maromoruu cunHapoM DpaHUYECKETTH MOXKET OBITH
JIMarHOCTUPOBAH B HEOHATAIBHOM nepuone. KoMIuieke npocThIx UCCIEA0BAHUM, a
Takke (PEeHOTHNMHUYECKHE AMarHOCTUYECKHE KPUTEPUH MOMOTYT B 3ToM. [Ipu Gonee
OOLIMPHBIX BO3MOXHOCTSIX MOYKHO HCIIOJIb30BaTh TI'€HEAJIOTHYECKHE METOJBI, C
nenblo npoduiiaktuky Tsokenoi JIOP maronoruu, TyroyxocTu.



