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KIIMHUYECKHUE ITPOSBJIEHUSA CUHIPOMA XOJITA-OPMAMA
Y HOBOPOKIEHHOI'O PEBEHKA
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2-1 kaghedpa demckux 6one3netl
Benopycckuii 2ocyoapcmeennviii meduyunckuil yHugepcumem, 2. MuHck

AkTyajabHocTh. CuHpoM Xonra-OpaMa — 3TO peIKUil ayTOCOMHO-JOMUHAHTHBIA CHHAPOM
MHOKECTBEHHBIX IIOPOKOB pa3BUTHUS, XapaKTEPU3YIOILMICSA BBICOKOM PpacHpOCTPAHEHHOCTHIO H
Pa3NUYHON BEIPAXKEHHOCTHIO AaHOMAJIMK BEpXHEH KOHEUHOCTH, BPOKJICHHBIX TIOPOKOB CepALA U / WIH
HapyIIEeHUH MPOBOIUMOCTH, 00ycioBieH MmyTanueil B rene TBXS na xpomocome 12q24. TunuuHon
KoMOMHAIMe cyuraercss TpexdamaHroBblii OonbHION manen ¢ JAePEeKTOM MEeXIpeacepIHon
neperopoaku (AMIIII), Ho cymiecTByeT OOJBIION TUana30H TAKECTH MOPAKEHUNA KaK Cepla, TaK U
ckesnera. Yactora gaHHOrO cuHApoMa coctasisieT 1 ciydail Ha 100 000 Hacenenus. CBoeBpeMeHHas
JMarHOCTHKA JAHHOT'O CHUHJPOMA CMOKET HE TOJIBKO YIYUIIWTh JalbHEUIIYIO dKU3Hb MallUEHTa, HO
1 130eXKaTh TSHKEJIBIX MOCTIEICTBHM.

Heanb: nemoHcTpalnys KIMHUYECKOTO cilydas cuHapoma XoaTta-Opama y HOBOPOKIEHHOIO
peOeHKa, TMarHocTUKa 3a00JIeBaHUs U TAKTHKA BEJICHHS MMAI[MECHTA.

Matepuanbl U MeTO/Ibl. Ha OCHOBE KIIMHUYECKOW KApTUHBI U TMHAMUYECKOTO HAOIIOACHUS
pebEHKa, TanpHEeHIIero peTpoCneKTUBHOTO aHAIN3a UCTOPUH OOJIE3HU OMMCAH KIIMHUYECKHH CITyJaid
cuapoma Xoata-Opama y HOBOPOXKJIEHHOIO, HaXOJSIIErocs Ha JIEUEHUH B IEAMATPUYECKOM
otaeneHuu Ne5 V3 «3 I'/IKb».

Pe3yabTaThl U UX 00cyxkneHue. /leBouka Ha 5 CyTKM KHU3HH Oblja IepeBesieHa U3 poaaoMa
V3 «5 I'Kb» B neauatpudeckoe otaenenue NeS V3 «3 I'’IKb» ¢ nenbio HabIIOACHUS B YCIOBHIX
OTJEJIEHUs 2-T0 3Tala BbIXaXXUBaHUS HOBOPOXKJIEHHBIX. B 1 TpumecTpe npoBeneH ckpuHuHr: Y3U
wiona 6e3 ocobennocreit, BIIP ne BbisBieHo. IIpu ocMoOTpe BBISBIEHBI YABOEHHE AWCTATBHOU
¢ananru O0OJIBIIOTO MaNbLa (C HOTTEBOW MJIACTUHOMN) JIEBOM KUCTH, BapyCHBIE CTOIBI, HU3KHIA J100,
KOPOTKas IIesl, PUTITyIIEHHbIE TOHbI, CACTOJIMUECKUHN IIyM Ha BEpXylLIKe U B 5 Touke. B ponnome
nposenu DXO-KI" Ha 2 cytku xku3nau. 3axmouenue: BIIC. JIMXII nepennuii MbIllIeYHbIN OTTOYHBIN
3,0 - 1,7 MM c yMepeHHbIM O OOBEMY JIEBO-TIPAaBBIM IIYHTUPOBAHUEM C TIPAIHEHTOM MEXIY
xenynoukamu 30,0 mm.pr.ct. OAIl 2,0 MM c neBo-paBbIM ILIyHTHpoOBaHHWEM. llorpanuunoe
pa3BUTHE Tepenieiika aopThl 0e3 YCKOpeHUs] KpOBOTOKa Ha MOMeHT ocMoTpa. JIMIIIT BropuuHbIii
MHOXECTBEHHBIH (1nBa nedexrta mo 2,0 mm). Kamepsl cepana He pacIIMpeHbI, COKpaTHTENIbHas
GyHKIMS MUOKapAa KelyloukoB Xopoias. TpukycnuaanbHas perypruramus 1 cr. OcratouHas
¢deranbnas runeprensus / CIABJIA 40,0 MM pt, okono 53% ot cuctemuoro + JAXJIXK), OKI" (AB-
omokana 1 crenenu, PQ 160 mc, P 70 mc, UCC 138/mun), HCI' (mpusnaku nepeHecennoii BYU,
NICEB/IOKUCTHI  CyOapaxHOMJAIBHOTO  mpocTpaHcTBa.  [lpusHaku  Mop(odyHKIMOHATEHON
HE3pEJIOCTH: OTKPBITHIE ITOJIOCTh IPO3pAavYHOI IEPETOPOIKH U IoJ10cTh Bepre. IToBsienne ckopoctu
KpOBOTOKa BeHbI [aneHa). PeOEHOK OCMOTpeH BpauOM-TE€HETHMKOM, Ha3HA4eHO oOcieloBaHuUE:
kapuotun, JIHK wmukponenenuu. M3 otaenenuss peOSHOK BBIMUCAH HAa 15 CYTKHM JKU3HU B
YIOBJIETBOPUTEIBHOM COCTOSSHUM C JMArHo30M: JPYrM€ CHUHAPOMBI BPOXKJIEHHBIX aHOMAJIUN C
npyrumu u3MeHeHusmMu ckenera [Q87.5] MBIIP: 1. BIIC: BTOpUYHBII MHOXECTBEHHBIN NedeKT
MIIII, maneiii Mbrmeynsiid JAMOKII. HeznauutenvHas sierouHas runeptreHsus. Puznonoruyeckas
TUIoIIa3ust Ayru aoptel. AB-Omokana 1 cr. 2. [IpeakcunsipHas NOJUIAKTHIINS, YE€PETTHO-THUIIEBAs
mucmiazus. Cunapom Xonrta-Opama (CHHIPOM pyKa-CepILe).

BbiBoabl. O030p JaHHOTO KJIMHUYECKOTO CITy4yasi OKa3bIBAET, UTO JAHHBIN AUAarHO3 MOKET
OBITH 3aII0JI03PEH B MEPBBIC JHU JKU3HU peOCHKAa HAa OCHOBAaHUM KIMHHYECKOTO OCMOTpa pedeHKa,
71a00paTOPHBIX M HMHCTPYMEHTAIbHBIX HccienoBanuil. Jlns Bepudukauum auar€osa TpeOyeTcs
KOHCYJIbTallMsl ~ Bpadya-r€HETHKa, KapAuoiora, OpToleNa-TpaBMaTojora. OJTO  IMO3BOJIMT
CBOEBPEMEHHO MPOBECTH OOCIIEIOBaHUE, JICYCHUE M YIYUIIUTh KA4eCTBO U INPOJOIKUTEIBHOCTh
KU3HU NaIUEHTA.
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