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Cunapowm Ilatay - reHeTHueckoe 3a00ieBaHIE, KOTOPOE XapaKTepU3yeTCsi BOSHUKHOBEHUEM
F€HOMHOM MyTalMM, a UMEHHO Tpucomuei no 13-t xpomocome. Okono 90% perelr ymuparor B
TEYEHHUE MEPBOTo roJa >KU3HHU, MOJIOBUHA U3 HUX - B TIEPBBIA MeCALl )KU3HU HA (POHE IEKOMIICHCAIH
CO CTOPOHBI CEPJICYHO-COCYAUCTON cucTeMbl. HacToTa BTpeuaeMocTu AaHHoro cunapoma 1:6000.

Cunpnpom Jlenau-Yokepa — 3TO BpOKIAEHHAs] aHOMAJIUS HEPBHOM CHCTEMBI, ITPOSIBIISAIOLIASCS
HaJIMYMEM Tupornedanny, THIOMIa3UH WIK aIluIa3ud MO3XKEUKa, KUCTAMU 3aHEH YePETTHOM SIMKH.

[lenp paGoTHI: pacCMOTPETh KIIMHUYECKUH CIydail TeHeTHYEeCKOro 3a00JeBaHUs CUHApPOMA
[Tatay u Bpoxaennoi anomanuu [{HC cunnpoma Jlennu-Yokepa y pebeHka rpyJHOrO BO3pacTa.

B V3 “3 I'’IKB” mauueHT nepeBeficH Ha 25 CyTKHU >ku3HU. PeGeHok ot 3 GepemeHHoCTH, 2
ponoB. Cpok recrauuu 36-37 Henenb. Macca npu poxxaenuun 2500 rp, anuna tena 47 cm. Ilpu
MPOBEJICHUHU IPEHATAIILHOTO CKPUHUHTAa Ha 25 HeAene BHYTPUYTPOOHOTO pa3BUTHA ObUIN
oOHapy>KeHbl ~MHOXeCTBeHHble Topoku pasButusi (MBIIP): cunapom  [Ipanu-Yokepa,
MOJIUIAKTUIINSA, YIBOCHUE 00CUX TOYEK.

CocrosiHHE TPpH MOCTYIUICHUH TshKeoe, 00ycinoBneHo MBIIP, acnupannoHHON MTHEBMOHUEH,
IBIaTEIPHON  HENOCTATOYHOCTRIO 3 cTemeHW. TOHYC MBI JOCTaTOYHBIH, pedICKCHI
HOBOPOXKJIEHHBIX yTHeTeHbl. Pasmeps! poganuka 0,5 Ha 0,5 cm. UHCC 149/mun. Al 97/68 Mm.pT.cT.
Otmevarorcs  aucMmopum:  Opaxuniedanusi, SHUKAHT, TIyOOKMH  CakpajbHBI  CHHYC,
AHTUMOHTI OJIOMIHBIH pa3pes IJ1a3, HU3KOIOCAaKEHHBIE YIIHbIC PAKOBUHBI, IBYCTOPOHHHUE PACILEINHBI
ryObl, TBEPJIOTO U MATKOTO Heba, nedopmanus Hoca. [lepBbie nanblbl KUCTEH MPUBEICHBI K JIaJ0HH,
ISTHIE MalbLbl HAKJIAIbIBAIOTCS HAa YETBEPTHIC, MOCTAKCHUAIbHAs MONUIAKTHINS 00euX KHUCTEH.
['ma3Hble meNu MIOTHO COMKHYTHI, TWIa3HbIe sI0JOKM He BU3yanu3upyloTcs. KojkHble TOKPOBHI U
BUJIUMBIE CIIM3HUCTBIE PO30BBIE, YUCTBIC. Typrop TKaHEW IOCTATOYHBIM. JIpIXaHUE ammaparHoe,
OKCKYpPCHUS TPYIHOW KJIETKU OCTATOYHAs, BBICIYIIWBAIOTCS MPOBOJHBIE XPHUIIBI C 00EUX CTOPOH.
Toub! cepaiia pUTMUYHBIC, IPUTITYIIEHBI, TEMOANHAMUKA CTaOmiIbHas. JKUBOT MATKHUH, TOCTyIEH
riyOokoi manbrnanuu, 6e30one3neHHbIN. [lepucTanbTuka KUIIEYHUKA BBICTYIIMBAETCS. Y CBAaBAET
SHTEpaIbHOE NMUTaHuE. MouencnyckaHue caMOCTOSITENbHOE, AUype3 coxpaHeH. Beimmonnena HCT
TOJIOBHOTO MO3ra, BbisiBieHbl BIIP: areHesust depBsi Mo3keuka, KHCTO3Has TpaHchopmarus 4
xemynouka. [Ipu renernyeckom obcnenoBannu BoisiBiieH kapuotun 47, XX, +13. Jluaruos: cuaapom
[TaTay, Tpucomuas ¢popma. IIpoBeneHa peHTreHorpadusi OpraHoB Py THON KIICTKH, JaHHBIE B TOJIb3Y
JBYCTOPOHHEH MOTUMOP(HOIN MTHEBMOHUU, TUMOMETATTUH.

Ha ocHOBaHMM KIMHUKO-UHCTPYMEHTalbHbIX JaHHbIX M AaHHbIX JIHK- uccnenosanwus,
BbIcTaBjeH auarto3: Cunnapom Ilaray (monmmakTuinust oO0euX KUCTEH, IBYCTOPOHHSAS pPacCIIeIHHA
BEepXHEW TryObl, anbBeOJspHOrO oTpocTka u Heba. BIIC: JIMXII, AMIIII, OAII. HK 1-2.
MukpodTansm ¢ 00eux CTOpOoH (KIMHUYECKUH aHOo(TanbM). Y aBoeHue npaBoi mouku). CuHapoM
Jennu-Yokepa (areHe3usi uepBsi MO3KEUKA, KHUCTO3HAs TpaHchopmauus 4 HKeITyZdouka).
HeonatanpHast sHuedanonatus CMEIIAHHOTO TeHe3a TKENOW. ACHHUpAnMOHHas MTHEBMOHMS,
JbIXaTeNIbHAsl HEAOCTATOYHOCTD 3 CTENEHH.

BbIBOA: IIPENCTABIICHHBIA KIMHUYECKUN CIIydald JEMOHCTPUPYET BO3MOXKHOCTb COYETaHUS
reHeTHYecKoro 3aboneBanus cunapoma Ilaray ¢ anomanueit passurusa LIHC cungpomom Jlenau-
Yokepa.
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