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KPOBHOPO/CTBEHHBIN BPAK KAK ®AKTOP PUCKA CUHIAPOMA LOWE Y
JIETEH B YCJOBHUAX ®EPTAHCKOM JIOJTUHBI

'paxmanoBa Jlona KapumosHa 2Mapknnoa Humybap MancypanuesHa
TamkenTcKas MeTUIIMHCKAS aKaI[eMI/ISI,ZAHI[I/I)KaHCKI/Iﬁ rOCyJapCTBEHHBINA MEIULIMHCKUI
WHCTUTYT, Y30€KUCTaH.

KonrtakTnas nndopmanusa: E- mail: lola.rahmanovaél@mail.ru
KiroueBble cjioBa: poJCTBeHHBIN Opak, cuHapoM Lowe, puck, pebenox

AktyaabHocTb. CunzapoMm LOwe 3To penkoe MyIbTUCHUCTEMHOE 3a00Jj€BaHUE, KOTOPOU
Hacienyerca nmo X-CLUeMIEHHOMY Tuily, pacrpoctpaneHHOcTh 1/500 000, wacto mopaxkaroTcs
MyKuuHBL. OKyJ0-11epeOpo-peHaNbHbIN CUHAPOM LOWE BO3HHMKAET B pe3ysibTaTe MyTalllil B reHe
OCRL (X@25), mnpuBomsamux K HakormieHutoo (ocharumununosuton-(4,5)-6uchocdara,
HapymIeHHI0 MEMOpPaHHOTO TpPAaHCIOPTa H HAPYUICHHUIO PEMOJCIIMPOBAHUS  AKTHHOBOTO
UTOCKeNeTa. B moukax HapylieHue HI0COMHOTO TPAHCIIOPTa YMEHbIaeT peabcopOIiuio Oenka B
IIPOKCUMAJIbHBIX KaHaJbllax. B TIyasy aHomanbHOE peMoJEIMpOBAaHME AaKTMHA HIPUBOJUT K
JIe30praHu3auyd  SMOPUOHAIBHOTO DJMHUTENUs XpycTajluka M aHOMAJIbHOMY Pa3BUTHUIO
TpabeKyIsIpHOI ceTH, KOTopas peryiupyer OTTOK BOASHUCTOMN BJard u3 riasa.

Leab uccinenoBanusi - U3y4uTh GakTOphl pucka cuHapoma Lowe y nereit.

Matepuan u Metoabl. Manbuuk 3-X JIeT, IIOCTYIHJI B OTAENICHHE JAETCKON HEPPOIOTHI
AHIMXKAHCKOTO O0JIACTHOTO JI€TCKOIO0 MHOTONPO(HIBHOTO MEIUIMHCKOrO IeHTpa. borbHOMY
MPOBEJIEHBl KJIMHUYECKHUE, JIaDOpaTOPHO-UHCTPYMEHTAJIbHbIE U T'€HEAJOTMYECKHE METOJIbI
UCCIICIOBAHMSL.

Pe3y.]'II>TaTbI HCCJICJ0OBAHHUC

/Kano6wt co croB poauTeNH Ha KOCOTJIa3ne, OTEKH Ha JIMIE, BEKE, JKUBOTE, YMECHBIICHHE
CYTOYHOH MOYH, CHI)KCHHE alleTHTa, OTCTaBaHWE B pa3BUTHU. ANamnesis vitae: pebGeHok
pomuics ot VI GepeMeHHOCTH, U3 OJM3KO POACTBEHHOrO Opaka (KPECTHHKH MO0 MAaTePHHCKOW
aunun). Y Mmarepu OepeMeHHOCTh mpoTekana Ha pone TORCH undekuun (reprec, KpacHyxa),
NePUIIUTHON aHEMHUM TSDKEJIOW CTEeNeHM M TOKCHKo3a. PoJpl MpoTeKaaun ¢ OCIOKHEHUEM
(xpoHuUecKast TUIIOKCHUS TUTOJIa U OOBUTHE MyMOBHHBI). Anamnesis morbi: PeGeHok ¢ paHHEro
Bo3pacta yacto Ooneromuii ( OPBU, OpoHXUT, TapUHTUT, TOH3WIUT) U CTOUT Ha IUCHAHCEPHOM
yuere kak «Hacto 6oneronuii pedbeHok». B panHeM Bo3pacTe Je4niIMCh ¢ TMarHo3oM: benkoso-
SHepreTuveckas HeloCTaTOYHOCTh [I-cTemenn. AHeMust neUIUTHAS CPEHEH CTENEHH TSKECTH.
Bpoxnennslii HeppoTHueckuid CUHIpPOM, Oe3 HapylleHus (YHKIMH To4yeKk. BpoxaeHHoe
Kocornasue. Odvekmugno: odiiee cocTossHue peOeHKa Ha MOMEHT OCMOTpa TSKENoe 3a CYET
CHUMIITOMOB OOIIIel HHTOKCUKALUU. BobHOW 3HAYUTEIHHO OTCTAET B YMCTBEHHOM U (PU3NYECKOM
Pa3BUTHH OT CBOMX CBEPCTHUKOB. B KOHTakTe Ha BONPOCHI He oTBeyaeT. OTMedaeTcsi OTEKH Ha
nuie, Beke u skuBoTe. OOHapykeHbl (PEHOTUITNYECKUE CcmueMbl OU3dIMOpuocenesa: HA3KUM 100,
VITHBIX PaKOBUH, KOCOTJIa3He, aHOMAIHS KOCTEH YeNFOCTH, KOPOTKAas y3[eUKa U TUACTEMBI 3yOOB.
[epudepuueckue mumdarnyeckue y3ibl (IOAYENIOCTHBIE, OKOJIOYIIHbBIE) YBETHUUEHBI B pa3zMepax
ropoxa, Oe30one3HeHHBIE, TOJBMXHBIE. KOCTHO-cycTaBHas cuctema: neopmanus TPYITHOH
KIETKH B BHUJAE «KypHHas Ipynas», «O» oOpa3Has nedopmanus Hor. MpliedHas cucTema:
TEHEPAJIN30BaHHAS MBIIIEYHAs TMIIOTOHUS, CHI)KEHHUE M OTCYTCTBUE TIYOOKHX CYXOXKHIIBHBIX
pedriekcoB. AyCKyJIbTaTUBHO: B JETKUX IYIPUIbHOE JbIXaHHE, XPHUIOB HET, TOHBI CepAala
NpUTITYIICHBI, puTMUYHbIC. [Tyasc- 112 ymapoB B muH. Aprepuanbaoe maienue 90/60. XXusot
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MSTKUN, YBETTUYCH 3a CUYET acuuTa, nmeyeHsb + 3,5 cM yBenudeHa, 6e3001e3HeHHAs, cele3eHKa He
yBenudeHa. [lamprmatopHo B oOnactu modek 0Oe3 wu3MeHeHWM, cumnToMm [lacrepHarickuii -
OTpHULIATENIBHBIA ¢ 00eux cTopoH. OtHocuTenbHas miotHocTs oT 1005 nmo 1008. Cryn
HEpETYJISPHBIA, OTMEYAaeTCsl WHOTAA Juapes W 3anopel. Jlabopamophvie ananusvl; oOMUN
aHaIu3 KPOBHU: TeMOornobun- 66 r/i, spurporut 2,0x10%2, neiikonut- 9,8x10°, COD-24 Mm/yac.
OO6mwmit aHamuM3 MOYM: KoJM4decTBO-50MiI, yaenbHblld Bec-1005, 6emok B Moue- 2,91/, muiockuit
AMUTENNH-6-9, TmMoYeuyHbId ANHUTENUii-5-6, nelKouuTh-3-8, W3MEHEHHBIE JPUTPOLUTHI-3-4,
HEU3MEHEHHbIE PUTPOIUTHI-0-1, ruaguHOBBIC MUIMHAPHI-3-6. bHOXMMUYECKU aHAM3 KPOBH:
runonporenHemus (00mui 6enok-34 /i1, runoansoymuaemus (13%), MoueBruHa-29,5 MMOJIB/I,
KpeaTuHuH-377MKMOJIB/I, Tunepxojiecrepunemus (15 mmons/n), xanpuuii-1,1Mkmons/n. Y3/
nouex-mudy3Hoe H3IMEHEHHUE MOYCYHOW MAPSHXUMBI 110 THITY TJIoMepyloHedpura. ['unomiazus
oboux mouek. Koucymbmayus — oxkyaucma: BPOXKICHHAas  Kocornasus. Kowucyremayus
Hegponamoao2a: OTCTaBaHWE B YMCTBEHHOM U IICHXOMOTOpHOM pa3Butuu |l crenenwm.
Koncynemayusa mpasmamonoz-opmoneda. paxutadeckas nepopmanus Koctei. [ eneanrocuueckoe
uccnedosanue: X-CUeIICHHbIN, ayTOCOMHO-PEIIECCUBHBII THI HACIICIOBAHUSI.

Ha ocHoBanumM pe3ynabTaToB KIMHUKO-TA0OPATOPHBIX HCCIEAOBAHMHA YCTAHOBIICH CIIEIYFOIIUI
KAunuueckuil ouazno3: ocnognou. TyOynonatus. Cunnpom Lowe (okyno-1iepedpo-peHanbHbIN
cUHIpOM, X-CIICTUICHHBIH, ayTOCOMHO-PELIECCHBHBIA THIT HaclenoBanus). Conymcmeyrouui:
Hedporuueckuit cunapom. I'unomnnaszus oboux mnodek. Bpoxxaennas kocornasusi. OTcraBanue B
YMCTBEHHOM H IICUXOMOTOpHOM pa3putuu Il crenenn. OcTaTouHbIC MPOSIBICHUS paxuTa. AHEMUS
NeUIUTHAS TSDKETas CTENeHb. XPOHUYECKHHA TOH3WUIMT TOKCUKO-aJuIepruueckas Gopma.

PexomMmeHnoBaH: KOHCCPBATHBHOC, CUMIITOMATUYCCKOC JICUCHUC. TpaHCHHaHTaHI/IH ITOYCK.

BoiBoabl. 1. B ycrnoBusix ®depranckoil JOJWHBI B pa3BUTHH cuHIpoma Lowe y nmereit daktopamu
pHUCKa SBISIOTCS KpoBHOpoAcTBeHHBbINM Opak, TORCH undexuun B nepuone 6epeMEHHOCTH Y
MaTepH, aHEeMHsl M HaCJICJICTBEHHBIC 3a00JIEBaHUSI y POAMTENEH, KOTOpbIE TPEOYIOT KIMHHUKO-
reHeasiornyeckoe obcieoBaHue 10 U BO BpeMsi OEpeMEHHOCTH y Marepu U y peGeHka Imocie
poxnaeHusi. 2. B KIMHMYECKOM TeUeHUHM cuHApoMa Lowe xapaktepHbl (eHoTHrIMUeckne u
TeHOTUIINYECKUE CTUIMBI JAUCOIMOPHOreHe3a, U UX BBIABICHHE UIPAaeT BAXKHYIO POJb B paHHEH
JMAarHOCTHKE 3a00JIeBaHUsL.
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