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BBenenmne. Cuanpom Huiimeren (HemkemereH) — peakoe MOHOTEHHOE 3a00JI€BaHUE C ayTOCO-
MHO-PEILIECCUBHBIM THIIOM HACJIEJIOBaHUs, CBsI3aHHOE ¢ MyTauued reHa NBS1, kogupyroniero 6emok
HUOpHH. JlaHHBIA TPOTEWH UTPAEeT IEHTPAITBHYIO POJIb B penapamyy JBYyXIEMOUYEeYHBIX Pa3phIBOB
JHK.

Kimaudeckue nposiBIieHUS] BKIIFOYAIOT B CeOsl psiji CUHIPOMOB: TICPBUYHBIA UMMYHOAE(HUIIUT, TTPO-
rpeccupyloliee OTCTaBaHHE B (PU3WICCKOM M YMCTBEHHOM pPa3BUTHH, MHOXXCCTBEHHBIC aHOMAJINU,
BKJIFOYAOIIIME AHOMAJIMY OTIOPHO-JIBUTATEIBHOTO arapara — AUCMOP(H3M JTUIIEBOTO CKEJIeTa B BUIIE
320CTPEHHOTO «ITHYBETOY JIUIA, MUKPOIIe(alInto, paciienHbl HeOa, JeOpMalluu YITHBIX PaKOBUH,
CUHIAKTUIIHNIO; TIOPOKH Pa3BUTHS BHYTPCHHUX OPTaHOB U JEPMATOIOTUICCKHE OCOOCHHOCTH — TISITHA
«Kode ¢ MOJIOKOM», TIPOTPECCUPYIOIIAs IEMUTMEHTAIHs KOXKH U 11p. O0s3aTeIbHBIM MMPU3HAKOM CHH-
npoma HuiiMereH siBisieTcs BpOXK/ICHHBIN Je(DUITUT KJICTOUHOTO ¥ TYMOPAJIEHOTO 3BEHbEB HIMMYHHUTETA.
JanHas BpokaeHHAsT OIMMMOKa MMMYHHTETa XapaKTePU3YETCsl paHHUM JEOI0TOM U PEIUANBUPOBAHU-
eM MH(EKINI TbIXaTeIbHbBIX ITyTei, BOSHUKHOBECHHEM ayTOMMMYHHBIX 3a00JI€BaHUN U MHOTOKPATHBIM
BO3pacTaHUEM PUCKA OHKOJIOTHUYECKUX 3a00JIeBaHMi, 0COOCHHO TUMQpOM. [IpoJ0mKUTEIEHOCTD KU3HU
MalMeHTOB B cpeaHeM paBHseTcs 20 romaM U OmpenessieTcs, Kak MpaBWiIo, TCUCHUEM M TPOTPECCU-
poBanreM nuMdomnponrdepaTiBHEIX 3a00JIeBaHNN, COJIHMIHBIX OIyXOJed W pa3BUTHEM JbIXaTeIbHON
HEJI0CTATOYHOCTH BCJIC/ICTBUE XPOHUYESCKUX 3a00JICBaHHI PECITUPATOPHOTO TPAKTA.

Heap ucciaenoBanus. [IpeacTtaBuTh KIMHUYECKUH cllydail OCIIO)KHEHHOTO T€UEHHUS OTJAJIEHHOIO
MIOCJICOTIePAIIIOHHOTO TIepro/ia y pebeHka ¢ cuHapoMomM HuiimereH.

Kaunnvecknii cayqaid. Oocyocoenue. Ilaupentka P., 15 ner. [loctynuna B oTaeneHue 4emocT-
HO-JIHIIEeBOH Xupypruu 4 ['oponckoit AeTckoil KinHu4YecKkoil 0ompHUIB I. MUHCKa ¢ *%ajtobaMu Ha Koc-
MeTHYecKHe Je(heKThI JTUIIA.

OO11ee coCcTOSIHUE MAIUEHTKH HA MOMEHT OCMOTpa TSHKEJI0e 110 OCHOBHOMY 3a0oseBaHuto. Pyorio-
Bas jiepopMalius cpegHel 30HbI JiMla ¢ Je()EeKTOM HApyKHOro Hoca. AKTHUBHAsI, PEakIys Ha OCMOTP
CIIOKOITHas. Peub HEBHSTHAs, TOJIOC THYCaBbIM, CIOBECHBIM KOHTAKT 3aTpydHEH. MHTeekTyalbHOe
pa3Butue cHKeHO. OOpalleHHY0 pedb MOHUMAET, IIPOCTHIE TPOCHOBI BHIITOIHSET.

Anamue3: PeOeHok oT 2 OepeMeHHOCTH, 1 €CTeCTBEHHBIX POJIOB Ha cpoke 38 Henenb. HacnencrBeH-
HOCTh HE OoTAroleHa. Ponurenu He cocTosiiii B KpoBHOM pojcTie. Bec nipu poxxnenuu 3050. Ipu po-
JKJICHUW JUarHOCTUPOBaHA MHKpOIle(ains, BPOXK/ICHHAS HEMOMHAsi M30JIMPOBAaHHAS PaCIIeuHA MST-
koro HeOa. Haxomumach Ha HCKYCCTBEHHOM BCKapMIIMBAHHUH aIalITUPOBAHHBIMU CMECSIMHU, OTMEUaIach
nporpeccupytomnias runotpodus. B panaeM Bo3pacrte cTpajaia 9acThIMHA PECIUPAaTOPHBIME 3a00I1eBa-
HUAMH, cocTosuia Ha yuere y JIOP — Bpaua B CBsI3U ¢ XpOHUUECKUM PUHUTOM U PEUUAUBUPYIOLIUMU
orurami. [TpuBuTa 0 HHAMBUAYATBHOMY KaJICHIAPIO 10 5 JIeT. B 5 jeT ¢ nog03peHneM Ha IIEpPBUYHBII
nMMmyHOepumT obcienoBana B J[eTCKOM OHKOTeMAaTOIOTMYECKOM IIEHTpE, IJIe METOJOM TeHeTHYe-
CKOTO TeCTHPOBaHUs BepuuIrpoBaH cuHIpoM HeiimereH.

[lepenecenHblie 3a00sIeBaHUs: XPOHUYECKasi OOCTPYKTUBHAS 0OJIC3Hb JIETKHUX, IOBTOPHbIC THEBMO-
HHAU (IBYCTOPOHHHUE ITOJIMCETMEHTAPHBIC MTHEBMOHNHN). ATpodudeckuii papuHTUT. XPOHUUECKUH ce-
KPETOPHBIN OTUT, XPOHWYECKUH KOHBIOHKTUBUT, XpPOHUYECKUH arpoduueckuil puHHAT (OCIOKHEHUS:
ToranbHast epdopaiust HocoBoit neperopoku). [lepcuctupyromas BOB-undekuus. Mukobakrepu-
anpHasT WHMEKIs, OeTKOBO-IHEPTeTHUECKasT HEAOCTATOYHOCTh TSDKENOW CTerneHHu (IeUIUT MaccChl
tena 30%) — Zscore J{mmnaa Tema=—2,50, UMT=4,67. HuzkopociocTb.

Tepanus: nH(y3UH IMMYHOTIIOOYJTMHA C 3aMECTUTEIILHOM 11elTbto Kaxkibie 3 Henenu 0,5 1/kr. bucern-
TOJI TIO 5 MJT 2 pasa B CyTKH 3 pa3a B HEIEIO.
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Onkoanamues: B Bo3pacrte 13 net nuarHoctiupoBaHa B-kpynHoknerounas mumpoma, GCB-nmoarur,
C TIOpakeHHEM J1/y TI0 00€ CTOPOHBI THadparMsl, IPaBO CIE3HOM KeJle3bl, 00EUX JETKUX, TIOUYCK, Celle-
3€HKH, KOCTHOTO MO3ra., 4 cT. [IpoTokon xumMuoTepanuu KoMOMHUPOBaHHON cxemoi. Pemuccus 1 roa.

Onepayuu 6 anamnese: >TanHas koppekuus BIIP: BpokIeHHON HEMONMHON pacIIeTHHBI MSTKOTO
HeOa (COCTOSTHHE TTOCTIE paTuKaIbHON YpaHOIIaCTHKH ). OCIIOKHEHUS: IEPMOUIHBIC KUCTHI Jnia. Py0-
oBasi gedopmanus cpenHed 30HBI TUIla ¢ AePEeKTOM HapykHOro Hoca. CocTosHUE TMociie OUOIICHUU
OMyX0JIeBBIX 04aroB jeBoii mouku (01.08.23). CocTossHue mociie OUOTICHH KOXKH, 00pa30BaHUs OPOUTHI
cripaBa (22.09.23).

Obcnedosarue.: KIMTHAYECKUN aHaU3 KpoBu — Jeiikonenus 3,3 10*9/m, monoumTo3 15%. buoricus
KOXH JIMI[A: TPAHYJIEMaTO3HOE BOCIAJICHUE C HAJIMYMEM OuaroB Hekposa. buornicus tuMdoys3os: M-
(hoy3JIBI CO CTEPTOH CTPYKTYPO, HATMINEM MHOTOYHCIIEHHBIX TUIOTHO PACIIONIOKEHHBIX TPaHylieM, Co-
CTOSIIIIUX W3 Bajla THCTUOIIUTOB, YaCTO C HEKPO3OM B ILIEHTPE, MPHUCYTCTBYET MPUMECH JUM(OIIUTOB,
WHOTJIA OTIPEJIEIISIFOTCS TUTAHTCKUE MHOTOSICPHBIC KJICTKH.

Taxmuka eedeHus nayuenma: y TAIIMEHTKNA HAOIIONAETCs N3MEHEHHOE 3aKMBJICHHE B 00JIACTH TI0-
CJICOTICPAIIMOHHBIX PaH ¢ pyOI1oBoil pedopmarueit mumna. [ paHyneMaTo3HO-HEKPOTHYECKOE BOCTale-
HUE T10 JIaHHBIM OMOTICHH KOXH JIMIIAa MOXET OBITh MPOSBICHUEM OCIOXHEHHN cHHIpoMa HelimereH,
CBSI3aHHBIX C HApPYIIEHHEM HMMYHHOTO OTBETA U CKIIOHHOCTBHIO K XPOHHYECKUM HH(EKIHISIM. Y YUTHI-
Bas aHaMHe3, HaJIM4re BPOXKICHHOW OomMOKM UMMyHUTeTa (CHHApOM HwuiiMereH), HeTlIaKoe TedeHue
OTJAJICHHOTO MOCJICONEPAIMOHHOIO TIEpUOia ¢ KAPTHHON HEKPOTHYECKO-IPaHyJIeMaTO3HOTO BOCTIalIe-
HUS TKaHEH cpemHel TpeTu auna u nepdopaiyeil HOCOBOW MepPeropoiKH, a Takke pPocT MeTabonu-
YEeCKOW aKTUBHOCTH JIMM(OMBI B OTHENbHBIX odara no naHHeiM [IDT KT, He mokazaHo npoBeneHue
KOCMETHYECKOTO XHPYPIHYSCKOTO BMEIIATEILCTBA. PEKOMEHIOBAaHO M3TOTOBJICHHE JIUIIEBOTO MPOTE3a.
Habmronenue uMMyHOJI0rOM, OHKOremarojioroM. Konrposns QyHkiuu oprados apixanusi 1 p/rox. Ipo-
JOJDKEeHUe 0a30BOM Teparuy 4eJI0BEYeCKUM UMMYHOTIIOOYJIHHOM, IPOTHBOMHUKPOOHON XUMHOIIPOhH-
JIAKTHKY, JieueHUe B-kineTouHol tuM(oMbl IO TPOTOKOIaM.

Oepanuuenust Uccied08aHus; B CBA3HM C OIPAHUYCHHBIMU JIAHHBIMU 10 OMOIICHSIM KOXKH Y JIETEH C
cuHapoMoM HuiiMereH HeBO3MO)KHO SKCTPAITOIUPOBATh HAIIIK PE3yIbTaThl Ha BCe cay4an. Takxke, ydu-
ThIBast OCOOCHHOCTH JAHHOTO CiTy4ast — B-kpymHOKIeTouHY0 uMpomy ctaaus 4, IepeHECEHHYH0 MU-
KoOaKTepUaIbHYIO HHPEKIIUIO, TIOIYYCHHBIC JaHHbIC BRIIISASIT XapaKTEPHBIMH ISl YACTHOTO ClIydasl.

3akouenue. Y JHUII BOCTOYHOCTABIHCKOTO NpoucxokaeHus (3amagHas benapyce, Uexns, Ykpau-
Ha, [losbIa), He COCTOSIUX B POJICTBE, BBISBISACTCS MOBBIICHHBIN PUCK cCHHIpoMa HulimereH B cBs3u
¢ «dpdexrom ocHoBarels. CHHAPOM MOXKET OBITh 3aII0/I03PEH Y JIUI 000UX MOJIOB MO COBOKYITHOCTH
MIPU3HAKOB: MUKpoLedamiu, TuIeBoi qucMopdu3ma, BpoKISHHBIX TOPOKOB PAa3BUTHSI, KOMOMHUPOBAH-
HOTO UMMYHOJIe(UIINTA C HApYIIeHHeM T-KJIeTOK U cuHTe3a uMMyHormoOynmnHoB G. Crnenuduyecko-
o JICYCHHS CUHJPOMA HE pa3paboTaHo, 32 UCKIIFOUCHUEM 3aMECTUTEIILHOTO BHYTPUBEHHOTO BBEICHUS
YeJIOBeYECKOTO MMMYHOTTIOOYJIMHA, YTO TO3BOJISIET YMEHBIINUTh KOIMYECTBO HH(EKIIHA, HEKOTOPHIM
MAIUeHTaM MOXET OBITh IMOKa3aHa TPAHCILIAHTAIINS TEMOITOITUYECKUX CTBOJIOBBIX KIIETOK. B cBs3H C
PaMOUyBCTBUTEIBHOCTHIO PEKOMEH/IYETCS HE UCIIOIB30BaTh IS BU3yaIH3allMi PEHTTCHOJIOIHYSCKUE
MeTonbl nccaenoBanus (anpreprarnBa — Y3U, MPT). [lng mamueHToB XapakTepeH paHHWN HeOroT
muMdorponrdepaTuBHBIX 3a00JIeBaHUM, a IPU XUPYPTHUECKOM JICUSHUH BPOXKICHHBIX TOPOKOB MOXKET
HaOJIFOIAThCsl HAPYIIICHHAs perapaius TKaHEH U CKIIOHHOCTh K MOCJICONePallMOHHOMY HarHOCHUIO.
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