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AKTyanabHOCTh. ['eModaronurapHbiii JTUMQOTHCTHOLMTO3 — peaKoe U TshKEIoe
reMaToJjioruueckoe 3a0oJieBaHue, s KOTOPOro XapaKTepHO HapylleHHE Peryssiud UMMYHHOIO
OTBETa, KOTOPOE MPHUBOIUT K Mpoiudepanyy W aKTHBALWU THUCTHOIMTOB, (ParommTo3y KIETOK
nepugpepuyeckon KPOBH. Pasznnyarot IIEPBUYHBIN (HaceICTBeHHBIH, CEMEMHBIN
remodarommrapubiii  mumdoructuonuto3 (CIJI)) wu  BTOpWYHBIA  (2CCOLMUPOBAHHBIA  C
MHQEKIMOHHBIMU  3a00JIeBaHUSIMM,  OHKOJIOTHEH,  ayTOMMMYHHOW  Marojoruel  wiu
uMMyHoJehuuTamMu).  3aboJjeBaHME BKIIOYEHO B CHUCOK opdanubix. W3-3a oTCcyTCTBHSA
crieun(pUIEecKUX KIMHUYECKUX WK 1a0opaTOpHbIX posiBieHui auarnoctrka CI'J1 y nereit siBisercs
OYECHb CJIOKHOU 3a/1aueH.

Ileqb: Ha OCHOBaHMM JIMTEPATYpHBIX JAaHHBIX IPOAHAIU3UPOBATh OCOOEHHOCTH
KJIIMHUYECKOTO TeUeHus, TuarHoctuku u nedenust CI'J1 y nereil.

Marepunanbsl u Meroabl. M3yuena nayuynas nurepatypa 3a nepuon 2018 — 2022 ronos,
conepxanias knuaudeckue ciaydau CI'JI, Ha pecypcax PubMed, CyberLeninka. [TpoananusupoBano
5 knmHnueckux cinydaes CI'JI y nerei.

Pe3yabTaThl 1 HX 00CysKAeHHeE.

[Ipy u3yyeHUn KIMHUYECKUX CITy4aeB YCTaHOBJIEHO, uTo MyTanuu renoB STXBP2, UNCBD,
STX11 orBetcTtBenHsI 3a pazsutue CI'JI. B mepBom, BTOpOM ¥ TPEThEM KIMHUYECKOM CIIydae - JACTH
U3 OJTHOW CeMbH. Y BCEX ATUX JIeTei ObUIM BBISBICHBI MyTallUU PUYUHHBIX T€HOB, Y IBOMX U3 HUX
- C pa3BUTHEM KIIMHUYECKON CUMITOMATUKN Pa3IMYHOMN CTENEHU BhIpakeHHOCTU. ONMH U3 ciiyyaeB
npuBe K JetanbHoMy ucxony pedenka ¢ CI'JI, B pesynbrate npucoenuuenuss [IMB nndekiuu. B
4eTBEPTOM CIIydae, Tpoe JAeTel OT OJIM3KOPOICTBEHHOTO Opaka UMENH CX0XKYI0 CUMIITOMAaTHKY, 1BOE
U3 HHUX CKOHYAQJINCh, TaK KAaK CBOEBPEMEHHO HE OBbUI YCTAaHOBJIEH [MArHo3. XapakTepHBIMHU
CUMIITOMaMH Yy JaHHBIX MaIieHToB Obuth: jmxopanka (38-40 °C), remarocrieHOMeTaws,
MaHIUTOTICHUS, YBEIMUEHUE YPOBHS (peppUTHHA, THUIEPTPUTIULIEPHIEMHS, CHIDKEHUE KOJIMYeCTBa
(¢ubpUHOTEHa, YTO COOTBETCTBYET 6 U3 8 KpUTEPHSIM, HEOOXOJUMBIM JIJIsl IOCTAHOBKH ArarHosa. Tax
e y MalMeHTOB HaOII0JaInCh MM (aJeHONaTHs 1 reMopparudeckuit cuaapom. Accoruanus CI'JI
¢ apyrumu 3a6oneBanusmMu U nHpekusamu (BOb u [IMB) Obi1a moaTBEpIKI€HA B IBYX CTydasX.

B pesynbrare neueHus MoJIoKUTENbHASI JUHAMUKA HAOJI0Janach y JByX MAlMEHTOB: OJUH
UMeN KIMHUYECKYIO PEMHUCCHIO IOCNIe 9-TH HENEIbHOW MMMYHOCYNPECCUBHOM XMMHOTEPANHMH U
YCHENIHO TPOBEACHHOM mepecanku remomno3tuueckux cTBosioBbix kietok (I'CK); y Broporo
OTMEYEHA PEMUCCHS B TE€UEHUE 22 HENENb C PEIUAMBOM U MOBTOPHOM pemuccuen B 19 mecsues,
3ammaHupoBaHa nepecanka ['CK.

BoiBoabl. 1. Jluarno3 CI'JI (reHeTnueckw NEeTEPMUHHUPOBAHHBIN) YCTaHABIUBACTCS MPH
BBISIBJIEHMM MYTallMM B OJHOM W3 IPUYMHHBIX F'€HOB WIM HAJIWYMM YKa3aHUM Ha aHAJIOTWYHbIE
3aboneBanus y cubcoB. 2. CI'JI He nMeeT MaTOrHOMOHUYHBIX KIMHUYECKUX WIM J1a00paTOPHBIX
nposiBjieHUi. J[MarHo3 ycTaHaBIMBAaeTCsl HA OCHOBAHUHU XapaKTEPHOI'O COYETAHUS CHMIITOMOB U
71a00paTOPHBIX NPU3HAKOB U TpeOyeT MEXAMCLUUIUIMHApHOrO mojxona. 3. BaxHbIM sBIseTCS
M3YYEHHE JITaHHBIX aHaMHe3a, TaKMX KakK: Hayajao 3a00JeBaHUs Ha MEPBOM TOAY KU3HU, HAIU4YUE
peuuauBa 3a0ojeBaHMsA, OJIM3KOPOACTBEHHOro Opaka, MIIaJIEHYECKOH CMEpTH B CEMbeE,
YKa3bIBAIOIUX Ha HACJIEJCTBEHHYIO NpUpOAy 3a0oieBaHus. 4. BpIpaXKeHHOCTh KIMHUYECKOU
CUMIITOMAaTUKH Yy CHOCOB pa3MyHa Kak IO TEeYeHUIo 3a00JieBaHUs, TaK M IO IPOTHO3Y. 5.
CBoeBpeMEeHHAss JMAarHOCTHKA, Creru@uyuecKkas KOMOMHHPOBAaHHAs MMMYHOCYIPECCHBHAS
XUMHOTEPANHUS € MOCIEAYIOUIMM NPOBEACHUEM auloreHHoi TpaHcmuantanuu ['CK 3HaunTensHO
MOBBIIIAIOT MAHCHI HAa OJIATONPUSATHBIN HCXO/.
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