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HbIM QYHKLMOHMPOBaHUeM. CuMTaeTca, 4To Npyu MHorux 3abone-
BaHNAX, XapaKTEpU3YIOIMXCA PaHHNM Ha4Ya/ oM 3MNWUAENCHK, Kor-
HUTUBHblE HapyLIEHWA N OTK/IOHEHUA B Pa3BUTUM 3aBUCAT Kak OT
CaMoWi 3Mnnencum, Tak U OT KOHKPEeTHO nepBonpuymHbl. CUHAPOM
Myapbe — BbenBerto (POBINDS) siBisieTcs peakuM 3a60/1eBaHueM,
BbI3BaHHbIM MyTaumamn B reHe CSNK2B, koTopoe xapakTepusyeT-
CA YMCTBEHHOI OTCTaN0CTbIO, TUNOTOHWEN, SNnaencue, NposBasa-
foljeiica ¢ paHHero BospacTa. Hambosiee 4acTo BCTpevaroWwmMmca
TUNaMn NpUNazKoB ABNAIOTCA reHepaNn30BaHHbIE TOHUKO-K/NOHM-
YecKne M MMOK/NOHMYeCKMe Npunagkn. Bsanmocsasb Mexay anu-
Nencueit U HapyLLeHWAMM PasBUTUA HEPBHOM cUCTeMb! (KOTHUTYB-
HbIMW, ABUTaTE/IbHBLIMU, MOBEAEHYECKUMM) MPU 3TOM 3a60/1€BaHUM
B HacToAllee BpeMA OCTaeTcA HeACHOW. HopMasibHoe GpyHKLMOHM-
poBaHune CSNK2B urpaet BaxHyto posib B NMogaepmaHnn Mop¢po-
NOTUN HEeMPOHOB U CMHaNTU4ecKol nepegaun. CTeneHb TAXKECTU
HEeBPOJ/IOrMYeCKMX HapyLUeHnin Npy cuHapoMme [Myapbe — bbeHBeH0
MOXeT BbITb Pa3HON: Y OHUX NaLMEHTOB MOryT 6bITb TPyAHOU3Ne-
YMMble NPUCTYMbI CYA0POr, OHX MOTYT 6bITb MPUKOBaHbI K NocTenu
1 He MeTb OCMbIC/IEHHOM peyu, B TO BPEMA KaK Y ApYrvX NpUCTYMbl
CyAO0pOr MOTyT NOAAABATHCA JIGYEHUIO, Y OHM MOTYT AOCTUYL HOP-
Ma/IbHOr0 NCMXOMOTOpHOro paseuTtus (Li et al., 2019). Y nayuneHTos
C MUCCeHC-MyTaUMAMK HabalojaeTca TAKenaa anunencus, a y na-
LIMEHTOB C MyTaLMAMM CO CABUIOM PaMKM CHMTbIBAHWA — JlerKoe
TeyeHue 3a60/1eBaHMA, YTO He NO3BO/IAET YCTaHOBUTb YETKYHO KOp-
penauuio Mexay reHotunom n peHotunom. POBINDS asnsetcs ay-
TOCOMHO-/ZLOMVWHaHTHBIM 3a60/1€BaHMEM, U MOYTY BCE 3aperncTpu-
poBaHHble c/lyyaun 6biav BapuaHTamu de novo. Ha cerogHsAwHMi
AeHb B NTepaType onucaHo 67 maLMeHTOB C MyTaLMAMU B reHe
CSNK2B (Xiaolan Chen, 2023r).

KnvHuyeckuit cnyyaii: B 3 roga 6 Mec. pe6eHoK (MasibumK) Briepeble
OCMOTPeH 3H/AOKPWMHO/NIOTOM B CBA3M C 3a/lePXKON PU3MYeCKOro
pa3BuTuA. M3 aHaMHe3a U3BeCTHO, 4TO pebeHoK oT 1-i1 GepeMeH-
HOCTW Ha $OHE X1aMUAMO3HOro BarMHmnTa B 12 Heq., yrposbl npe-
pbiBaHMA, 1 cpoUHbIX posoB. Bec npu poxaeHun 2650 rp, agnvHa
49 cmM, no wkane Anrap 8/8 6annos. B nepnose HOBOPOXAEHHOCTM
HaxoAnAcA Ha neveHnn B OTAe1eHUM NaToNI0r M HOBOPOXAEHHbIX
¢ anarHosoM: lNepuHatansHoe nopaxenue LIHC, pogosas Tpasma:
YLUMG rOSIOBHOIO MO3ra IerKo CTeneHn ¢ OPMUPOBAHMEM KOHTY-
3MOHHOTO OYara /1eBOro NoAyLapusa Mo3xeyka, cybapaxHongans-
HOe KPOBOW3NMAHME, CYAOPOXHbIN CMHAPOM. [losyyaeT nocTosH-
HO MPOTUBO3MUNENTUYECKYIO Tepanuio Ba/bMPOEBON KUCNOTOM.
Poc c 3agepKoi Gpn3n4ecKoro n NCMXOMOTOPHOro passutus. Mo
AaHHbIM MPT ros0BHOro Mo3ra eWHNYHbIe O4aru ranosa B eBoi
remucdepe Mo3WeuKa, peTpouepebennspHas /NMKBOPHasA KucTa.
PebeHok HeogHOKpaTHO 06C/eA0BaH Mo noeoAy anunencum. TMC
kpoBu 6e3 natonorun. Kapnotun 46 XY. JlabopaTopHO BbisiB/eH
Cyb6KAMHNYeCKMI rTMnoTupeos. PebeHok 6bin HanpaBeH K reHeTUKyY
Ha KOHCY/IbTaLMio, NpoBeAeHo obcaefoBaHNe naHenm reHos «Ha-
CNeACTBEHHbIE 3Nuaencumn». BoiABneHa reTeposurotTHas MyTauus
B reHe CSNK2B. MyTauma oTcyTcTByeT B MOMy/AALMOHHbIX 6asax
AAHHBIX N BAVAET Ha CMIANCKHT, YTO MOXET AB/IATLCA NPU3HAKOM
natoreHHocTu. C reHoM accouumnpoBaH cMHAPOMOM [Nyapbe — bbeH-
BeH0. TakMM 06pa3oM, Mo COBOKYMHOCTM dpeHoTUNa (3aepiKKa du-
3M4ECKOro PasBUTHA), KIMHUYECKWX MPU3HAKOB (TOHUKO-K/IOHMYe-
CKvie CyJ0pOry C POXKAEHWS), Pe3yIbTaTOB FEeHETUYECKOrO aHaAn3a
(reTeposuroTtHas myTaums Chr6:31669834A > G B reHe CSNK2B,
BO3HMKLWas de novo) y pebeHka Hanbosiee BEPOATEH CUHAPOM [y-
apbe — bbeHBeHto. INpy cekBeHnpoBaHum no CaHrepy y poauteneii
HYKNeoTMHaA 3aMeHa He BblfiB/IeHa. PUCK poxaeHua pebeHka
B JaHHOW ceMbe C anusiencueli — o6LLenonyALMOHHBIN.
YBesm4eHne AOCTYNHOCTU FeHeTUYECKUX METOAO0B AMarHOCTUKM
no3Bo/ifAeT Bpa4yaM BOBPEMA ANarHoCTMPOBaTb FreHeTUYEeCKYHo na-
TO/IOTUIO M Ha3HayYaTb CBOEBPEMEHHOE J1Ie4eHMe.

MOCKOBCKMIN FOPOACKOMN Cbe3y nesmaTpoB
C MEXPErvoHabHbIM U MEXAYHAPOAHbIM Y4acTUeM

KJIMHUKO-MUKPOBUOJIOTUYECKASA
XAPAKTEPUCTUKA HOBOPOMX/AEHHbBIX AETEN
C NEPUHATA/ZIbHOM NATOJIOTUEN

Basosa /1. U., LLeHey C. I., Mopos E. A., bawnakosa A.,

Aonudosuy E. 10.

benopycckuli 2ocydapcmeeHHbil MmeduyuHckuli yHusepcumem, MUHCK,
Pecnybnuka benapyce

KuweyHas MUKpodopa ABASETCA BbICOKOYYBCTBUTE/IbHBIM UHAN-
KaTOpPOM BO3/eNCTBUA BPeAHbIX PAKTOPOB OKPYatolei cpesbl
Ha OpraH13M HOBOPOX/EHHbIX AeTel, YTO onpejenseT BaHOCTb
M3y4YeHUsA Y HUX COCTaBa KMLIEYHOWM MUKPObUOTLI. Y AeTelt ¢ nepu-
HaTa/bHON NaTO/IOr Vel 3ace/IeHe KULLeYHNKa MUKPOOpraHM3Ma-
MW NMPOUCXOANT apr3MON0TNYHO.

Llenb v 3agaum nccnegosanms. NpoaHannsmnposaTtb KAMHUYECKME
MPOABNEHUA U COCTOSHME KMLIEYHON MUKPOBMOTHI Y HOBOPO-
X/AEHHBIX AeTell C NepuHaTa/bHOM NaToNOrUe.

MaTepuanbl n Metogbl. [poBeAeHO KOMM/IEKCHOE KANHUKO-MU-
Kpobronoruyeckoe obcnesgoBaHve 72 HOBOPOXAEHHbIX C NepUHa-
Ta/ibHOW naTonorven. M3 o6cnesoBaHna NCKAKOYANNUCh NALUEHTI,
nonyyaBluMe aHTU6MOTUKM. OLeHMBanock obliee cocTosHMe pe-
6eHKa C y4eTOM OCHOBHOrO 3a6osieBaHus. [lBaxapl (B 1-e n 28-e
CYTKM MOC/Ie POKAEHWSA) MPOBOAMIOCH 6AKTEPUO/IOrMYECKOE UC-
Cnei0BaHMe KMLLEeYHOW MUKPOGIOPEI.

PesynbTaThl n 0bcyxaeHne. Bce etn poananck B CPOK eCTecTBeH-
HbIM NyTeM, HaXOAWNWCb Ha FPYAHOM BCKapM/IMBaHUM 1 Bblan npu-
NOXeHbl K rpyan Bl-e cyTku nocne poxaerns. CoctosHne Habto-
AAeMbIX MAZEHLEB 6bII0 CPeAHEN THKECTU 3a CYET COYeTaHHOM
nepuHaTasbHOW Matosoruu. HapylueHne ¢YHKLWWM LeHTpasbHOM
HEPBHOW CUCTEMbI BbISIB/IEHO Y BCEX A€TeN, YTO MPOABUIOC Pas/iny-
HbIMW CUHAPOMaMU: yrHeTeHus (54,2% HOBOPOXAGHHBIX), FUMepTeH-
3MOHHO-TUApOLedasbHbIM (38,9% aeTel), CMHAPOMOM MOBbILLEH-
HO1 HepBHO-pedIeKTOpHOI Bo36yanMocTH (12,5% uenoBek).
KnnHnyeckre npusHakv KuleyHoro aucbakTeprosa BbifB/IEHDI
y 61 (84,7%) pebeHka. CHveHune annetuTa y 32 (44,4%) peteit,
cpbiruBanus — y 41 (56,9%) HOBOpOXAEHHbIX. MeTeopusM u ces-
3aHHOe C HUM BecnoKoiicTeo 6biamn y 37 (51,4%) MaageHues. Ma-
TOJIOFMYECKMIA XapaKTep CTy/ia oTMevancsa y 48 (66,7%) uyesosex.
MpuUsHaKM KULEYHON AUCOYHKLMKU BbiABAEHbI Y 60/bLIMHCTBA
(88,3 HabnogaeMbix geTein. HopMoburoueHosa He 6bi10 3aduKcy-
POBaHO HM y 0AHOro pebeHKa. | cTeneHb ANCOMOTUYEKUX HapyLUe-
HUIM KuweyHuKa nmen 3 getent (4,2%), |l - 22 pebetka (30,6%),
Il - 60s1bLwe nosoBuHbI geTeit (30,6%).

Mpu nepBuYHOM bGakTepuonormyeckoM wuccaegoBadumn y 11
(22,9%) HOBOpOMAEHHDBIX MEKOHMIA 6bIN CTEPU/BHBIM. Y OCTaslb-
HbIX AeTel yalie BbIAENANCE SHTEPOKOKKM, CTadUIOKOKKM,
KaHauapl (8 84,6, 35,1, 29,5% cnyyaeB COOTBETCTBEHHO). Budu-
pobakTepun 1 naktobaumansl BeiceBannch 101-103 KOE/r. B egu-
HUYHBIX CTyYanX BbIAENAINCH KMULLEYHbIE MasIoYKM C HOPMasbHOM
¢depMeHTaTUBHOM aKTUBHOCTbIO, YTO CBUAETE/IbCTBOBAJIO O 3ace-
NEHWUM KULLeYHWKa pebeHKa MUKPOOpOiA.

Mpy NOBTOPHOM MCC/AEAOBaHUM KULLEYHOTO COZEPXMMOro Mno-
NYAALUOHHBIA YpPOBEeHb O6MraTHbIX MUKPOOPraHU3MOB BO3POC
HesHaunTenbHo (P > 0,05), a yacToTa UX BbISBAEHUSA He JOCTU-
r1a HOpMasibHbIX 3Ha4eHUI U cocTaBuia B cpegHeM 6,8 + 0,29.
Y 60/IbIWUMHCTBA HOBOPOXAEHHbIX TNybUHA AMCOMOTUYHECKUX
C/iBUrOB OCTaBanach 3HaunTe/IbHON. incbakTepros KuweyHuka Il
nam Il cTeneHeit MMen Kaxapli BTopoii pe6eHok (56,3%). Tonbko
y 24,3% peTeli 6611 cpopMUMPOBaH adpO6HBIN KOMMOHEHT KuLley-
HOM MMKpO6MOTbI. Konnyectso 6ungobaktepuin n nakrobauunn
He AOCTUrNO ONTUMA/bHBIX 3HAYEHUM HU Y OAHOrO MaLMeHTa.
CpegHuvie TUTPbl 6UMUA06aKTEPUIA U KULLIEYHBIX MasoYeK C HOp-
MasbHOV (PEepMEHTaTVBHOW aKTUBHOCTbIO BO3POC/IN HeCyLiecT-
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BeHHo (P > 0,05) u coctasuam B cpeaHem 6,2 + 1,711 4,9 + 0,68
COOTBETCTBEHHO. HU3KUMU 6blIM CpefHMe TUTPbI MOHOLEHHbIX
swepmxuit (5,4 + 0,92). Hapactan CnekTp YCNOBHO-MATOreHHbIX
6akTepuit. B 2 pa3a valle BbiceBasMCb 3HTepobakTep, LUTpobak-
Tep, knebcuennbl. YBeMuUCs Bbice KaocTpuauii (B 2,9 pasa),
CPeAHUI KONMYeCTBEeHHbI MOKas3aTe/lb KOTOPbIX YBEe/INYUACA
c 0,7 + 0,07 go 2,3 + 0,98. 3HauntensHo Bbipocau (P < 0,05) no-
NyAsiLMOHHbIEe TUTPbI S. aureus (B 3,3 pasa). [pubsl poga Candida
BblceBanCb Ha 12,3% yalle, HeCMOTPA Ha TO, YTO AeTU He NoAy-
Yyanu aHTU6UOTMKOB. VIHTEHCMBHOCTb MUKPOBHOIO 06CceMeHeHUs
S.aureus K KOHLy HeOoHaTanbHOro nepuoja ysennuunacb B 1,3
pasa, a YyacTtoTa BblAeneHus Bblpocaa Ha 2,2%. 3adpuKcMpoBaHO
yBe/IM4eHne CpeAHNX TUTPOB KMULLEYHOWN MasIouKN CO CHUMXKEHHOM
dbepMeHTaTMBHOM aKTUBHOCTBIO B 1,4 pasa ¢ 0AHOBPEMEHHbIM pO-
CTOM ee BblgeneHna Ha 8,9%. Heckonbko cHusunach obcemeHeH-
HOCTb KMLLEYHUKa npoTeeM (€1,9+0,61p4012=%0,69). CreneHb
06CeMEHEHHOCTM KUILEYHWMKa MCeBAOMOHajaMUN U dHTepobakTe-
POM OCTaBa/INCb HA MPEXHUX YPOBHSX.

KAnMHUYeCKme NpusHaKKM KMWweYHoro Ancbrosa (MeTeopusM, cpbi-
rVBaHWe, CHYDKEHME anneTuTa, NaTo/IorMYecknin XapaKkTep cTyna)
6b111 BbisiBAEHbI Y 61 (84,7%) 06cnegoBaHHOro pebeHka.
BbIBOAbI. Y HOBOPOX/AEHHBIX C NepUHaTaNbHOW NaTo/I0r el BbIfB-
NleHbl BbIPaXKeHHble K/JMHUKO-MUKPOBMONOrMYecKne HapyLieHus,
4TO AUKTYeT HeO6XOAMMOCTb OMNO/IHUTENLHOIO BK/IKOYEHWA NPO-
6MOTUKOB B KOMIJIEKC /le4ebHO-NpodUNaKTUHECKUX Meponpus-
TUIA B HeOHaTa/IbHOM Nepuoje ANf AaHHOW KaTeropun geTten.

PELIUAMBUPYIOLLIUIA MEHUHTUT Y PEBEHKA:
nyTb K AMATHO3Y

lanekesuy H. B., KanuHuHa A. A.
benopycckuli 2ocyoapcmeaeHHbil meduyuHcKul yHusepcumem, MUHCK,
Pecnybauka benapyce

PeunavBrpytoLiMe MEHUHIUTBLI B A€TCKOM BO3pacTe — HevyacTas na-
TO/IOrUA, HO He BCeraa MMetoLLas ACHyto aTuosioruto. Peuunavenpy-
IOLMIA XapaKTep BOCMa/ieHNA MO3roBbIX 060/104eK MOXET MMeTb Kak
MHPEKLMOHHDBIV XapaKTep, TaK W MMeTb acenTUYecKUiA XapaKkTep.
Cpean NpyYMH acenTUYeCKUX MEHNHIUTOB PacCMaTPUBAIOTCA reHe-
TUYeCKMe, MOCTBaKLMHa/bHbIE, ayTOBOCMANNTE/IbHbIE MPOLIECChI.
Llenbto Hawelt paboTbl ABNAeTCA NpeAcTaBNeHNE KAMHUYECKOTo
CNy4as AMarHOCTUKM acenTUHYeCKOro MeHWHrUTa reHeTM4YecKomn
npupogbl y pebeHka.

MaTepuanbl U MeTO/bl: PETPOCNEKTUBHBIA aHaNN3 MeAULMHCKNX
KapT CTauMoHapHoro nauveHTa K., aHasm3 nmtepaTypHbIX MCTOY-
HUKOB.

Pe3ynbTathl  obcyxaeHne: naumeHT K., 4 roga, oT 2 CpOYHbIX
pogos, BecoM 3400, NpMBAT B PoAA0Me, HeOHaTa/lIbHbIN Nepuog,
npoTekan 6e3 ocNoXHeHUIA. Pa3BMBancsa no Bo3pacTy, HO, yHUTbI-
BaA KOHTAKT CO CTapluMM 6paToM, NocellaroLLero AeTCKuit cag, He-
PeAKO MepeHOCH OCTpbIe pecnnpaTopHble nHdekuymun (OPU) ner-
KOI 1 Cpe/iHeli CTeneHn TAXKECTH, N3-3a Yero bl NPUBUT TONBKO
1 pa3 nocsie BLINUCKM M3 poaAoMa. HaxoAnca Ha UCKYyCCTBEHHOM
BCKapM/IMBaHUW. BnepBble 6bi1 rocnuTanunsvposaH B Bospacte 11
Mecsaues no nosogy OPW, sHTepuTa. B TeyeHne 3a60n1eBaHNA TaK-
)K€ OTMeYeHbl ABYCTOPOHHUI OTWT (CripaBa rHOMHBINA), THOMHbIN
KOHBIOHKTVBUT, 3K3aHTeMa. Pasmepbl 60/iblworo poaHudka (b.P.)
0,5x0,5 cM, wBbl 3aKpbIThl. OKPYXHOCTb FO/I0BbI COOTBETCTBYET
HopMe. B o6uyem aHanmse kpoeu (OAK) — HeliTpodunes 6e3 casu-
ra BneBo, pe3y/ibTaT 6aknocesa rHOA U3 yxa Noc/ie NapaleHTesa —
oTpuuaTenbHbIA. Yepes MecAl, nocne BbINMMUCKM FOCMUTAAN3MPO-
BaH NMOBTOPHO B CBA3M C FTHOWMHbLIM OTUTOM, O4aroBOW MHEBMOHWMEN
1 BTOPUYHBIM MEHUHTUTOM HeyTOYHEHHOW 3Tnonorun. Yepes He-
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Ao MOC/Ie NpeKpaLyeHns eveHns aHTMbroTnkamm (AB) otmeya-
nacb IMxopazKa, rosoBHas 60/b, NP1 OCMOTPe ro/10Ba yBenn4eHa
B pa3Mmepe, b.P. 2x2 cM. MeHUHIrnanbHble CUMNTOMbI COMHUTE/b-
Hbl. OAK B guHamuke — nenkountsl 14-18 Toic. x109/n, HelTpo-
dwnes (nanoukosgepHole — 4-8%, cermeHTosAAepHble — 54-60%),
CO3 - 49-35 MMm/y, npokanbunuToHuH — 0,15-0,23 Hr/mMn B AvHa-
Muke. C LieNIblo NCK/IIOYEHUA MEHWHTTA BbINOHEHa NtoMbanbHan
MYHKLWA: B IMKBOPe — UumMTOo3 175 KeTok (noyTtn Bce HelTpodu-
nbl), 6enok — 0,189 r/n, 6ecuBeTHbIN, MPO3payHbIiA, MONYHEHbI
oTpuuaTenbHble pe3y/bTaThl baknocesa smMkeopa, NA smkeopa
Ha aHTuTena LUMB, BII — otpuuatenbHein, MNMUP anksopa Ha PHK
3HTepoBUpyca — oTpuuaTenbHa. Y3 ronosHoro Mosra: ymeper-
HOe acCMMMEeTPUYHOEe PpacCliMpeHWe MepeAHUX PoroB BGOKOBbIX
wenygoukos (dex > sin). MMHUMabHOE paciumpeHve nepeaHero
cybapaxHOMAANBHOrO MPOCTPAHCTBA, 3 enyaouka. MpusHakos
MOBbILIEHNA BHYTPUYEPErHOro faB/eHnA He BbifiBNeHO. 1o pe-
3y/NbTaTaM MMMYHOrPaMMbl JJaHHbIX 3@ NMepBUYHbIA UMMYHOAedU-
LMT He BbifiBNeHO. [0 AaHHbIM BMOXMMUYECKOro aHann3a KpoBu
BbiAB/I€HO noBblweHne CPBb — o1 76,9 go 293,8 Mr/n He3aBMCMMO
oT npoBoaumoii Ab-Tepanuu. Y pebeHka Ha NpOTAXeHUN BTOPOro
rofla M3HU HEOAHOKPAaTHO OTMEeYa/NNCb SHTEPUTblI HEYCTaHOB-
NNEHHOW 3TWO/IOTUM, NNXOPajKa, COMPOBOXAAOLWMECA JK3aHTe-
MOV NATHWUCTO-NanynesHoro xapaktepa. B OAK npu yxygueHun
COCTOAHWUA OTMeYanca yMepeHHbI HeWTPOPUbHBLIN LUTO3, TU-
NOXpPOMHas MUKPOLMTapHas aHeMUs Nerkoi cTeneHn. B Teyenne
Tpex nocieaylolmx AeT Npu UCCAeA0BaHUAX IMKBOPA U KPOBU
mMeToAaMu 6aKrnoceBa, BMPYCOJIOMMYECKOrO WCC/aeA0BaHuWA, No-
NIMepasHO-LernHOM peakuun, B T.4. Ha rpubebl, Bo3byauTeb He
6b11 BbIfiB/EH. MpoBoauance npoTuBorpubkosas n Ab-Tepanus,
KYPCbl F/IIOKOKOPTUKOCTEPOMAOB. Pa3Buiack xpoHuyeckas 6en-
KOBO-3HepreTMyecKas He4oCTaToMHOCTb (B 3 roga z-score —2,04),
CYOK/IMHUYECKUIA TUNOTUPeO3 BCeACTBME MOAHOM HeAOCTaTou-
HOCTU Ha OHEe HeM3MeHHOW CTPYKTYPbl LWMTOBUAHON XKenesbl.
B ganbHeliweM 3aperncTpypoBaHa HU3KOpOCIocTb (z-score poct/
BospacT = -1,98), KoTopasi MOr/1Ia MeTb BTOPUYHbBINA XapaKTep
BC/Ie/ICTBME MpUeMa IIIOKOKOPTUKOCTeponaoB. poBeseHo Tap-
reTHoe CeKBEHVMPOBaHWE FeHOB MEepPBUYHOro UMMyHoAedULMTa:
BbISIB/IEHO reTepo3urotHoe HocutenbcTBo NLRP3c.1070A > G(p.
lys357Arg). M3BecTHO, 4TO MyTauuM JaHHOTO reHa accoummpo-
BaHbl C KPMOMUPUH-ACCOLMMPOBAHHBIM MEPUOANYECKNM CUHAPO-
MOM. Y 060ux poaunTenei nofo6HbIX MyTaLMil He BbIABIEHO.
BbiBOAbI. B A@HHOM K/IMHMYeCKOM cyvae obpallano Ha cebs BHU-
MaHue A/IMTeNbHOe U pPeLnaMBUpYLoLiee TeyeHe MeHUHIuTa 6e3
BbIAB/IEHNA KaKOW-M60 MHEKLMOHHOM NPUYMHBI, H4TO ABAAETCA
KpaliHe HeoObl4HbIM B NpaKTWKe neauatpa. JantenbHoe Habato-
AeHve 3a NauneHTOM MO3BO/INO 3aM0A03pUTb ayTOBOCMANTE Ib-
HbI NMPOLLECC UM FreHeTUYEeCKYIo NaTo/1I0rnio, KoTopas bbli1a nog-
TBEPX/eHa reHeTUYeCK1M UCCej0BaHMEM. YUnTbiBas OTCYTCTBME
MyTauum y poauTenel, BbiaBneHne mytauum NLRP3c.1070A >
G(p.lys357Arg) y pebeHKa MOMHO pacLeHUTb Kak MposB/JeHue
nprobpeteHHol de novo myTauum reda NLRP3. HabatogeHue 3a
pebeHKOM npojo/KaeTcs, BegeTca noabop Tepanuu.

POTABUPYCHAA MHOEKLNA:
HEKOTOPbIE ACMEKTbI 3MMAEMUOIOTUA

lanvkesuy H. B., Pydas A. A., LLimypadko E. H.
benopycckuli 2ocyoapcmeaeHHbil MeQuyuHcKul yHusepcumem, MUHCK,
Pecnybauka benapyce

PotasupycHas uHdpekuus (PBW) ocraetca akTyanbHOW npo-
671€MOI1 1 B Pa3BUTHIX CTPAHax, HECMOTPA Ha Y/y4lleHWe CaHu-
TApHO-TUMMEHNYECKNX YCNIOBUN KMU3HWN HACeNEHUA C KaAbIM



