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PecnybnmkaHcknii Hay4HO-NPaKTUYECKNA LEHTP
OETCKOM OHKOSOrMm, reMaTosniormm n MMmMyHonornn; PecnybnvkaHCKuiA Hay4YHO-MPaKTUYECKUn LeHTp «MaTb 1 auta»

AKTYanbHOCTb Llenu v 3apgaun MaTtepuanbl n meToabl

NU30/IMPOBAHHbBIN AEPULUT T-KNETOYHOTO 3BEHA Y NALIMEHTOB C
CUMHAPOMOM CHARGE: KTIMHUKO-TEHETUYECKUE U CKPUHUHTOBbLIE MAPKEPDI #‘ ,

VII KOHIPECC POAOTI

CuHgpom CHARGE (OMIM #214800) — peakoe reHeTudyeckoe 3aboneBaHue OxapakTepmn3oBaTb MMMYHO/I0TUYECKUIA MpoBegeHO KomnnekcHoe obcnegoBaHMe YETbIPEX MaLMEHTOB C
ayTOCOMHO-JOMMHAHTHbIM HacineAoBaHWeM, 06yCcnoBneHHOe BapuaHTamu reHa CHDY. deHotMn naumeHtos ¢ cuHapomom CHARGE u reHeTMyeckn  BepuduumpoBaHHbiM  cuHgpomom  CHARGE  u3
Knaccuueckn accoummpyeTca ¢ MHOMXKECTBEHHbIMU BPOXKAEHHBIMW aHOMannaAMU. OfgHaKo OLEHUTb [MNArHOCTUYECKYIO LEHHOCTb HepoACTBEHHbIX  cemeil.  [IMarHOCTUYECKUIn  anropuTM  BK/KOYaAN
BOB/EYEHME MMMYHHOW cUCTeMbl (HapyweHusa T-KNeTOYHOro 3BeHa, CBA3aHHble C HeoHaTanbHOro CcKpuHuHra TREC/KREC ans deHoTMNMYeCKNA  aHanu3, LMUTOreHeTUdeckoe uccnegosaHue (G-
AedeKktamm Tumyca) onucaHo ¢dparmMeHTapHO M 4YacTo HeA0OLEHMBAETCA Ha pPaHHMX paHHero BblAABNEHMUA UMMYHHOW 63HANHT), NOTHOTEHOMHOE CEKBEHMPOBAHME U CerperauyoHHbI aHanms
STanax. 3To BeAET K Mo3gHen AMArHoCTMKe MMMYHHOM HeAOCTaTOYHOCTU U BbICOKOMY HeA0CTaTOYHOCTU. BapuvaHtoB no  CaHrepy. MmmyHosnorMyeckoe  obcnepoBaHue
PUCKY TAXENbIX WUHPEKUMWA. B CBA3M C 3TUM aKTyaslbHa OLLEHKA MMMYHOOFMYECKOrO npeAycmaTpuBano OueHKY NMMAGOLMTapHOro cocTaBa nepudepuyeckoit
deHotmna npu CHARGE u posb HeoHaTanbHOro ckpuHuHra TREC/KREC ana paHHein KPOBM, @ TaKxe KONMYecTBeHHbIH aHann3 TREC n KREC meTtogom MUP B
BepuduKaLMmn KNeTOYHOro UMMYyHoaedUUMTa. peanbHOM BpeMeHW B 06pasL,ax HEOHATaNbHOTO CKPUHUHTA.

Y Bcex YeTblpéx 06CNeA0BaHHbIX NALMEHTOB BbiABAEH HOPMAJbHbIN Numdbouutsl (in/Min) TREC(KOHMWIUG neik.)  KREC (Konwia/108 nefik.) MonyyeHHble JaHHble NOATBEPKAAOT accoumaumo cuHapoma CHARGE
KapuoTun 1 natoreHHble BapuaHTel B reHe CHD7 4To noateepAasno m o Wo===-=- T T [ ¢ T-KNETOUYHBIM AepUUMTOM M3-3a HapYLIEHUs TMMYCHOTO OHTOreHesa.
AvarHos  cuHpgpoma  CHARGE; caydan B cembax — Hocuau 10K ' ok HeoHaTanbHbIl  CKpUHUHT TREC/KREC — WHQPOPMATUBHBLIA MeTos,
CMOpPajMYecKknin  XxapakTep (cemeiHblii aHamHe3 He OTArOLWEH). : sk: ‘ paHHero BbIABAEHUA UMMYHHOM HeA0CTaTOYHOCTM Yy TaKUX NaLUEHTOB,
MmmyHonoruyeckoe obcneposarve npoAemMoHCTpUpoBano sk: [ & nossossawWwmi  guddepeHumposatb T- U B-knetouHble aedeKTbl.

nmeoneHuto ¢ abcontoTHbIM Ynciom ammeountos 1050 [1010; 1400]
knetok/mkn (Me [Q1; Q3]). AHanns TREC/KREC npoaemoHcTpmpoBan

Pe3ynbTaTbl 060CHOBbIBaAOT BK/lOYEHUE MMMYHOJIOFMYECKOro
MOHUTOPWHIa B MNpPOTOKOA BegeHua naumeHtos ¢ CHARGE pana
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BbIPaXXeHHOe CHMxeHue yposHa TREC (0,0 [0; 300] kommit x 10° 8k ! 6k NPOPUNAKTUKM MHPEKUMIA M  Ha3HAYEHMA MMMYHO3aMeCTUTeNbHOM
NenKkoumnToB) Mpu HopmanbHoMm ypoBHe KREC (3420 [3050-4980] : 4ud o Tepanuu.
Konui % 10° neitkoumntos) (pucyHok 1). CoyeTaHme pesKo CHUNKEHHOIO ak, : | : or
KauyectBa Konui TREC npu HopmasbHom ypoBHe KREC yKasbiBaeT Ha I S = = — Hoowe 82200 4k ..
NpPenMyLLecTBeHHOe MopakeHue T-KAeToYHOro 3BeHa (HapyleHue ZkL = = = Hopne 22500 3k‘ "y
HeoreHe3a T-IMMGOUMTOB) NPU OTHOCUTENbHOW COXPaHHOCTM B- ﬁ : |
KNETOYHOro KOMMOHeHTa. [lonyyeHHble [AaHHble COoraacyrTca C g % Tk — — — Hopwz 42000 MonsikoBa EkaTepuHa
KOHUenuuel M30AMPOBaHHOIO/MPEUMYLLECTBEHHOMO T-KATOYHOro Tirpouyre TREC KREC ArnekcaHapoBHa
UMMyHoaeduLMTa, NOTEHUMaNbHO 06YCNOBAEHHOrO HapyWeHUAMU PucyHok 1. PacnpeseneHune nokasatenen.
TUMYCHOro oHTOreHesa npu CHARGE. WHanBuayanbHble 3HaveHni + meamnaHa+lQR (n=4)

polyakovakate86@yandex.by
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