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Beenenne. Cunapom Huiimeren (CH) — penkoe ayTOCOMHO-
pereccuBHOE 3a00JieBaHMe, MPOSBISIIONICeCs] BPOKICHHON MUKpoleda-
JMeil, KOMOMHUPOBAHHBIM MMMYHOIE(UIINTOM, OTUCMOPGUIHBIMU Yep-
TaMM JIMIA ¥ TIPEIpacIioNioXEeHHOCThIO K Pa3BUTHUIO 3J10KAYECTBEHHBIX
HoBooOpaszoBaHMii. OHO sBNsieTcs cieacTBueM MyTauuu reHa NBN, umeer
pacrnpocTpaHeH!e TTPEUMYIIECTBEHHO CPeay CIaBIHCKUX HapomoB. OmHO
U3 OCHOBHBIX KJIMHWYECKUX TposBiaeHnii CH — penuauBupyone WH-
ek, KOTopbie 00YCIOBIEHBI Ae(eKTaM1 B TYMOPaJIbHOM U KJIETOYHOM
MMMYHUTETE.

Ienp paboThl — IpoaHalIU3UpOBaTh pa3Butue u tedyeHne CH y pe-
OeHka.

O0bekThl 1 MeTombl. [IpUBOAMM pe3yIbTaThl HAOTIONCHMS 32 peOeH-
KoM, y koToporo CH coueTaercst ¢ BpOXIEHHOI pacllieMHOi Heba, mep-
dopanmeit HoOCOBOI MEPETOPOIKN U XPOHUUECKUM OTUTOM.

PesyabraThl. OTSTOLIEHHBII aKyIIEPCKO-THHEKOJIOTMYeCKUT aHaM -
He3, BhIpaXkeHHBIC XapaKTepHBbIe CTUTMBI JUCOMOpUOTEeHEe3a Y IeBOY-
KM, TTIOBTOPSIIOLINECST 3MMU30IbI OCTPBIX PECITMPATOPHBIX 3a00JIeBaHUI
C THOMHBIMU OCJIOKHEHUSIMU TUKTOBAJIM HEOOXOAUMOCTD ITPOBEIEHUS
I depeHInaIbHO-TUaTrHOCTHYECKOTO TTOMCKA HE TOJBKO BpayaMu
MeIuaTpoOM M OTOPMHOJAPMHTOJIOTOM, HO M TEHETUKOM C MOCJIEIYIO-
muM obcienoBanueM U Bepudukanueit CH yxe Ha 2—3 rony XuU3HU
pebeHka.

3akimoueHrde. YUuThiBasi pasHooOOpasve KIMHUYECKUX TPOsIBICHUI
CH u Hanuuue y TaKMX MAalMEHTOB TMCMOPMHBIX YepPT JINIA, KOHCYJIbTa-
LIWST YETFOCTHO-JIMLIEBOTO XUPYpra A0JKHA MPOBOIUTHCS KaK MOXKHO B 00-
Jiee paHHME CPOKM IOCJIe YCTaHOBJIEHUS! AuarHo3a. Hamuuue 4emocTHO-
JIMIEBBIX aHOMAJIMII 3HAYMTEIBHO OTSTOIIAET TEYCHUE OCTPHIX OTUTOB
1 MOXET IMTPUBOINUTH K X XPOHU3BALINU.

KimoueBbie ciioBa: 1eTi; UMMYHOAEDULINT; cuHaApoM HuliMereH; Bpox-
JIeHHas paclie/inHa Heba; XpOHWYECKUI OTHT; repdopaliist HOCOBOI Tie-
PErOpOIKH.
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NJIJMEGEN SYNDROME IN A CHILD (CLINICAL CASE)
Malets E. L., Stashkevich E. Yu.

Republican Center for Research and Practical of Otolaryngology,
Minsk, Republic of Belarus

Introduction. Nijmegen syndrome (NS) is a rare autosomal recessive
disease manifested by congenital microcephaly, combined immunodeficiency,
dysmorphic facial features and tendency to the development of malignant
neoplasms. The disease is a consequence of a mutation in the NBN gene
and it is widespread mainly among Slavic people. One of the main clinical
manifestations of NS are recurrent infections from early childhood: frequent
acute respiratory infections, otitis, enterocolitis, urinary tract infections,
stomatitis, bronchitis, which caused by defects in humoral and T-cell
mediated immunity.

The purpose of the work is to analyze the development and course of NS
in a child.

Objects and methods. We present the results of observation of a child
in whom NS is combined with congenital cleft palate, perforation of the nasal
septum and chronic otitis media.

Results. Burdened obstetric and gynecological history, pronounced
characteristic stigmas of dysembriogenesis in a girl, recurring episodes
of acute respiratory diseases with purulent complications dictated the
need for a differential diagnostic search not only by a pediatrician and
an otorhinolaryngologist, but also by a geneticist with subsequent examination
and verification of NS already at the age of 2—3 years of the child's life.

Conclusion. Given the variety of clinical manifestations of HF and
the presence of dysmorphic facial features in such patients, a consultation
with a maxillofacial surgeon should be conducted as early as possible after
diagnosis. The presence of maxillofacial abnormalities significantly aggravates
the course of acute otitis media and can lead to their chronization.

Keywords: children; immunodeficiency; Nijmegen syndrome; congenital
cleft palate; chronic otitis media; nasal septum perforation

Beenenne. IlepBuunbsie uMmyHonedutmTHbie coctosiHus (ITUIC) —
3TO 3a00JIeBaHUsI, B OCHOBE KOTOPBIX JICKAT BPOXKICHHBIC, TCHETUICCKHU
OOYCJIOBJICHHBIC CTOIKME HapylIeHUs (QYHKIMUA WMMYHHON CHCTEMBI
[1]. Cuanpom Hwuitmeren (CH) oTHoOCUTCS K CHMHAPOMaIBHBIM (popmMaM
TMNAC, npu KOTOPBIX UMMYHOJIOTMYECKHE Ne(eKThI COYETAIOTCS C TTOPO-
KaMU pa3BUTHSI OpraHoB U cucteM [2]. Tun HaciaemoBaHUSI — ayTOCOMHO-
peueccuBHblii. [en CH ObI1 KapTUpOBaH B JJIMHHOM IIeYe XPOMOCOMBI 8
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B 1998 rony u HazBaH NBS1 (B nanpHeiieM Ha3BaHue 3aMmeHeHO Ha NBN).
BoJbIIMHCTBO OMMCAHHBIX MALIMEHTOB MMEET TaK Ha3bIBAEMYIO «CJIaBsSIH-
CKyo» MyTamuio (c.657 66del5) B romosurorHoit popme. YacTtoTa HOCH-
TeJIbCTBA 3TOI MyTallMy 0OCOOEHHO BbICOKA B cTpaHax BocrouHoii EBporibl,
4acToTa TeTePO3UTOTHOIO HOCUTENIbCTBA YKA3aHHOW MYTallMU y CIIaBSIH-
CKMX HapoaoB gocturaet 1:154 [1].

I'en NBN komupyeT HUOpUH — OeJIOK ¢ MOJIEKYJIsIpHOIT Maccoit 95
KujaoaaiabToH (k/la), ydyacTBYIOIIMII B BOCCTAHOBJICHUM DPa3pbIBOB JBY-
HUTeBOI ae3okcupudboHykiaenHoBoit kucaoTel (JIHK) [4]. Ha ocHoBe
BocctaHoBJieHHOM [IHK oGecrieunBaeTcsi cuHTe3 pa3HOOOpa3HbIX CIIell-
nbudecKnx aHTUTeN, T-KIeTOuHbIX perenTopoB. CUHTE3 aHTUTEN U pe-
LIENTOPOB 00eCcIeYnBaeT He TOJILKO caM I10 ceb6e MMMYHHBIM OTBET, HO
u cozpeBanue T- u B-numbpouutos [3]. K ¢peHOTUIIMUECKHUM OCOOEHHO-
ctam CH oTHocsITCs MUKpoliedanusi, TATMYHBIC YEPThI JUIA, OTCTaBa-
HUeE B pOCTe, pa3IMYHbIE MOPOKU pa3BuTus [1]. JIucMopdHbIie 4epThl TULia
OYeHb ITOXOXKM y Beex nmanueHToB ¢ CH: cKolIeHHbI JI00, BhICTyHAIOMIAsI
CpeIHss YacTb JIULA, IJIMHHBINA HOC, TUTIIOIJIa3UM HMXKHeH yemocTu [2].
MHorna HabM0aal0TCsl KOCTHBIE Ae(EKThI: KIMHOAAKTUINS MU3UHIIEB U/
WY TapuyajbHasi CUHIAKTUIWS, TUCIUIa3usi Ta300eIpEHHbBIX CYCTAaBOB;
IOPOKU Pa3BUTHSI IOYEK, KPUIITOPXM3M, areHe3usi MO30JMCTOrO Tela,
apaxHOWAAJIbHbIE KHWCTHI, Tuapouedanus, paclleJWMHbl T'yObl M Heba,
aTpe3usl XOoaH, KapAuoBacKyJsipHble AedekTbl. OZHUM M3 OCHOBHBIX
KJIMHUYECKUX TPOSIBICHUI cuHIpoMa HuiiMereH siBAsIIOTCS PEeLMIUBU-
pyioire nHGeKIuU ¢ 2—3-JIeTHeTo BO3pacTa, YTo CBsI3aHO ¢ nedekraMu
B T'YMOpPaJIbHOM M KJETOYHOM 3BEHBSIX MMMYHUTeTa. Kpome cuHIpO-
MaJIbHBIX UepT, Wi CH xapakTepHa CKJIOHHOCTb K ITOBBIIIIECHHOMY MyTa-
reHe3y, YTO B IIePBYIO O4YepeIb MPOSBISIETCS B BBICOKOI Y4acTOTe pa3BU-
TUSI TUMPOPETUKYISIPHBIX U IPYTUX omyxoueil [5]. Puck BO3HMKHOBEHUSI
OHKoOJIOTMYeCcKuX 3aboneBaHuit y mauueHToB ¢ CH B 50 pa3 BhIlIe, 4yeM
cpenHenonyasiuuoHHbIi; TuMdombl — B 1000 pa3 Beimie [1]. [TauueHtam
¢ CH Heo6xoauMo orpaHUYMBaTh JIydeBble HAIPY3KHU, B TOM YKCJIE PEHT-
reHoyiornyeckue obdcienoBaHusi. KomibloTepHass ToMorpadusi KpaiiHe
HexXellaTeJbHa, METOJOM BbIOOpaA SIBJISIETCSI MAarHUTHO-PE30HAHCHAsI TO-
Morpadwusi.

JleyeHue BKIIIOUAET 3aMECTUTEIbHYIO TEpaIldio BHYTPUBEHHBIMU MM-
MyHOIJIOOyJIMHAMU Tipu ypoBHe uMMyHornooynuHa G (IgG) MeHblie
2,5-3,0 r/n. Bompoc mnpoBeaeHUsl TpaHCIJIAHTALIMU TeMOMO3TUUYECKUX
ctBosioBbIX KJ1eToK (TT'CK) mpu CH ocTaeTcs OTKpBITBHIM, TaK KaK yCHelI-
Hast TI'CK kopperupyer MMMYHOJIOTUYECKUI Oe(eKT, HO He yCTpaHseT
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CHHIpOMAaJIbHbIE YepThl 3a00JIeBaHMs, a, IJIaBHOE, HE YCTPAHSET ITOJIHO-
CTbIO PUCK OHKOJIOTMYECKUX 3aboneBaHuit [1].

eab paboTbl — MpoaHanu3upoBaTh pa3Butue 1 TeueHue CH y pedeH-
Ka.

OO0bekTbl M MeTOmbl. [IpyBOIMM pe3ynbTaThl HAOTIONEHMS 3a PeOCH-
KoM, y kotoporo CH coueTaercst B BpOXKIEHHOI paclie/MHOM Heba, mep-
(oparmeit HOCOBOI ITEPErOPOAKM U XPOHUIECKUM OTUTOM.

PesyabraThl. M3 aHamHe3a: pebeHOK (IeBOYka) OT BTOpoil Oepe-
MEHHOCTH, IpOTeKaBlleil Ha (oHe Tumorpoduu IIoAa, XPOHUYECKOMH
BHYTPUMATOYHOU TUIIOKCUM, TEPBBIX CPOYHBIX POIOB B cpoke 39 He-
nenb. KoHcynbTupoBaHa TFeHETUKOM, IIPU KapUOTUIIMPOBAHUM BBISIBJICH
HOpPMAaJIbHBII XEHCKWIT KapuoTuil. bbula BeimucaHa Ha 17 CyTKM XXU3HU
¢ auarHo3oMm BIIP: muxkpouedanus, CUHAPOM MOBBLIIIEHHON HEPBHO-
pedaexTopHoii Bozoyaumoctu. 1o 1 roga pasBuBagach HOpMaJibHO, He 00-
Jiena, mpuBuUTa 10 KajneHaapio. C 3-JIeTHEero Bo3pacta CTajiu peluanBUpO-
BaTh OCTPbIE PECIUPATOPHbIe MHMDEKIIMU, OTUThI, CAHYCUTHI, THEBMOHUSI.
B 2015 romy B Bo3pacte 6 JIeT BliepBble KOHCYJIBTUPOBaHAa B TOCYIapCTBEH-
HoM yupexaeHuu (I'Y) «PecrybiukaHCcKuii HaydHO-MPaKTUUECKUIM LIEHTP
(PHITLL) meTckoit OHKOJOTUHU, TeMaToJIOTUU U uMMyHojJorun» (JJOTul),
BBITIOJIHEH LIUTOTEHETUYECKM I aHaIu3 KpoBU (cekBeHUpoBaHUe reHa NBN
mecTtoro ak3oHa: ENSTOO00265433: ¢.657—661del ACAAA B romosu-
roTe) M yCTaHoOBJIeH nuarHo3 «I[lepBuuHblii uMMyHomeduuut. CUHIPOM
Huiimeren (Neimegen)». B ummyHorpamme ot 27.04.2015 r. ypoBeHb TUMMU -
yeckux murpanroB — 0,6 % (HopMma 6ojee 35,0 %). C 10-eTHero Bo3pacra
COCTOsSIHME pebeHKa pe3ko yxyaumiock. B Mapte, mae u utone 2022 rona
JIEBOYKA HAaXOAWJIACh HAa CTAllMOHAPHOM JICUYEHUU B OHKOJOTUYECKOM (Te-
MaTOJIOTMYECKOM) OTACJEHUM 00JIACTHOM NETCKOI OOTBHUIIBI ITO MECTY KM -
tenabcTBa. [Monyuaet neyenue IgG kypcamu Ha 6aze I'Y «PHITL JOTul».
B Bo3pacTe 12 jieT KOHCYIbTHPOBaHAa YETIOCTHO-TULIEBBIM XUPYPIOM, BIIEp-
BbI€ YCTAHOBJIEH AMAarHo3 BPOXIEHHBbIN TMopok pasButusi (BITP): Bpox-
JIeHHas1 HeroJiHasi U30JUpOoBaHHas paciuearHa Heba. B uione 2022 roma
B YUPEKICHUU 3IPaBOOXPAHEHUS «4-s HeTCKasi TOPOICKast KIMHUYeCcKast
0oJbHMIIA» T. MUHCKA BBIMOJTHEHA paluKaibHasl ypaHOILIaCTHKA.

IMauwentka P. mocTynmuia B OTOPUHOJAPUHOTOJOIMYECKOE XUPYP-
ruueckoe otaeneHue g aeteit I'Y «PHIIL oropuHoMapuHronoruu»
17.10.2022 1. B Bo3pacte 13 jer ¢ kanobamMu Ha 3aTpyIHEHHE HOCOBOIO
JbIXaHUsI TIOCTOSIHHOIO XapaKTepa, IOCTOSTHHbIE THOWHBIC BBIACICHUS U3
HOCca, 00MJIMe KOPOK B HOCY, YacThie OTUTHI, CHIDKEHME ClIyxa Ha 00a yxa.
ITpu noctyrmienuu Bec 24 kr (MeHee 3,0 % neHTwin), poct — 135 cM (Me-
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Hee 3,0 % uentuan), naaeke Maccel Tena (MMT) 13,2 kr\m2. JIOP-cratyc
TIIpY TTOCTYIJICHUM: TIpaBoe yX0: bapabaHHasl epernoHKa MyTHasi, TyCKJias,
9KccynaT B 6apabaHHOI ITOIOCTH, Tlepdopalivsi B BEpXHUX OTAe/Iax HaTsI-
HYTOIi YacTu, MPUKpbITasi Kopkoii. Bocnpustue menotHoit peun (IIIP) —
4 m, BocnpusitTie pasroBopHoii peun (PP) — 6 m. JIeBoe yxo: 6apabaHHast
MeperoHKa rurepeMrpoBaHa, MHOWIBTpUPOBaHa, 9KCCyIat B bapabaHHO
MOJIOCTU, OMO3HABaTeIbHbIe OpueHTUpbl HeyeTkue. [P — 1 m, PP — 5 m.
Ciusucrasi 000JI04Ka TOJIOCTM HOCa OTeYHa, B HOCOBBIX XO/Iax THOWHOE
otaensieMoe, Kopku. CyoroTanbHas mepdopanust HOCOBOM MeperopoaKu.
HocoBoe abixanue 3aTpyaHeHo. PyOLioBbie u3MeHeHus Heba. Msirkoe HeOO
YKOPOYEHO, aTOHUYHO.

19.10.2022 — mon oOlueit aHecTe3Well BbIMOJHEHA PEBU3UsS IOJIO-
CTM HOCa, HOCOIJIOTKM, OMOICHUSI CIM3UCTON OOOJIOUKU ITOJIOCTU HOCA;
IIYHTUPOBaHUE JieBOli OapabaHHOI TOJOCTH, OTOMUKPOCKOIIMS CIIpaBa.
DHpockonioMm 0 1 30 BBIIIOJHEHO BUIEOIHIOCKOIIMYECKOE MCCIIeIOBaHNE:!
BCsI TIOJIOCTh HOCA 3arl0jIHEHa THOMHBIM OTHE/ISIeMbIM, KOPKAMM, BU3YaJIv-
3UpyeTCsl OOLIMpHast CyOTOTalbHasI Tepdopalysi HOCOBOM TeperopoaKku,
nedeKT Kpbljia Hoca clieBa (XpsIIIM KpbLJa HOCA YaCTMYHO pa3pylIeHbI Ta-
TOJIOTMYECKUM ITPOIIECCOM), CAM3UCTasi 000J0YKa MOJOCTH HOCa OTeYHa,
MOKpPbITA BOCIHAJCHHBIMU TI'PAHY/SIIUSIMH, IO KOPKaMHM Ha CIM3UCTOI
000J104Ke MHOXKECTBEHHBIE OYard HEKpOo3a, MaToJOrMYeCKUM IIPOLIECCOM
YaCTUYHO pa3pylleHbl HOCOBbIC PAKOBUHBI, ITpaBasi HUXKHsISI HOCOBasi paKo-
BMHA TIOYTH ITOJTHOCTBIO OTCYTCTBYeT (prcyHOK 1). B HocomtoTke — ocrar-
KU TUM(OUIHOM TKAHM 110 3adHEell CTEHKE, YCThsl CIYXOBBIX TPYO y3KHeE,
BJIMKHU CJIYXOBBIX TPYO MCTOHYEHBI MATOJOTUYECKH TTpoiieccoM. I1pu BbI-
MICKEe M3 CTallMOHapa: IMpaBoe yxo: OapabaHHas MeperoHKa cepas, cyxas
nepdopaiys B BEpXHUX oTneiaax HaTsHyToi yact. LIIIP — 6 m, PP — 6 M.
JleBoe yxo: 6apabaHHasi MepernoHKa cepo-po30Basi, IYHT (PYHKIIMOHUPYET.
P — 6 M, PP — 6 M. Citu3ucTasi ojlocTy Hoca OT€YHa, B HOCOBBIX XOIax
CKyIHOE THOIfHOe oTaessieMoe, enMHUYHbIe Kopku. CyOToTanbHas nepdo-
paiusi HocoBoii ieperoponku. HocoBoe npixaHue 3aTpyaHeHo. PyoroBbie
U3MeHeHus1 Heba. Msirkoe Heb6o YKOPOYEHO, AaTOHUYHO.

ITo cocrosiHuio Ha ssHBapb 2024 roga manueHTka P. mpomoskaet Jje-
yenue B PHIILL JJOTul. HeonHokpaTHO mpoBoauiochk BBeneHue Ig G.
Haxonutcs moa auHamudeckum HabmoneHrem B PHITL otopuHonapuH-
TOJIOTH.

Huarnoctuka CH siBisieTcst akTyajlbHOM, ITOCKOJIBKY €€ CBOCBPEMEH-
HOCTB CITOCOOCTBYET COCTABJIEHUIO KOPPEKTHOM ITPOrpaMMbl METUITUHCKOM
ITOMOIIIM, YTO MOXET CYIIECTBEHHO YJIYYIIUTb ITPOTHO3 3a00jIeBaHMSI.

155



MapuHckue YTeHns 2024. [inarHocTuka, neveHne, BOCCTaHOBUTENbHbIA NepUoj
1 ANCNaHCEPU3aLWs NALMEHTOB C XMPYPrUYECKOIl NaTONOr el YePEnHO-4eNoCTHO-NMLEBOI 06MacTy:
matepuanbl HaumoHanbHoro KOHrpecca ¢ MexayHapoAHbIM yyacTuem,
3 mas 2024 r., r. MuHck, Pecny6nuka benapychb.

PucyHok 1 — Cy6ToTanbHasi nepdgopanms HOCOBOW Neperopoaku,
paspyLueHne HUKHMX HOCOBbIX PaKOBUH NaTONOrMYE€CKMM MpoLLeccom
Ha KOMMNbIOTEPHOM TOMOrpaMmme (A — akcuanbHasi Npoekuus,

B — KopoHapHas npoekuus).

OTATOIICHHBIN aKyIIepCKO-TUHEKOJOTUUECKNIT aHaMHe3, BhIpaKeHHBIC
XapaKTepHBIC CTUTMBI TUCOMOpHOTeHe3a y IEBOYKH, TTOBTOPSIIOIIMECS JITH -
30BI OCTPBIX PECIIMPATOPHBIX 3a00JICBaHNIT ¢ THOMHBIMU OCIIOXKHECHUSIMU
IUKTOBAJIM HEOOXOOUMOCTh MpoBeneHUs muddepeHInaIbHO-IMarHOCTH -
YeCKOTI0 IOMCKA He TOJBKO BPauyoM IIEAUATPOM M OTOPHHOIAPHHTOJIOTOM,
HO ¥ TCHETUKOM C TTOCJICAYIOIINM TIIATEeIbHBIM 00CIIeIOBaHNEM 1 BepU(pU-
Kaluel HacJIeICTBEHHOTO CUHIPOMA YKe Ha 2—3 Toy XXKM3HU PeOCHKA.

3akiouenne. YUUTHIBAasE pa3HOOOpasye KIMHUYECKUX IIPOSBICHMIA
CH u Hanmume y TaKux MAllMEHTOB TUCMOP(HBIX YePT JIMIIA, KOHCYIbTa-
LS YeTIOCTHO-IUIIEBOTO XUPYypra JOJIKHA IIPOBOIUTHLCS KaK MOXKHO B 00-
Jiee paHHME CPOKU IIOCJIe YCTAaHOBJICHMS AuarHosa. Hammume 4emocTHO-
JINIIEBBIX aHOMAJWI 3HAYUTEIHHO OTATOINACT TEUYCHUE OCTPBIX OTHUTOB
1 MOXET TIPUBOOUTH K MX XpOHU3ALMHU, 9TO Ha (DOHE 0OIIero MMMYHOIE-
(PULIMTHOTO COCTOSIHMSA 3HAYUTEIBLHO YXYOIIAeT IIPOTHO3 3a00JIeBaHUS
¥ Ka4eCTBO XM3HU MAIlUCHTOB.

Jlurepartypa.

1. Kysbmenko, H. b. Knaccudukaiyst nepBUYHBIX UMMYHONE(hUIIMTOB Kak
OTpaXkeHNE COBPEMEHHBIX IPENCTaBICHWI 00 WX ITaTOreHe3e M TepareBTHYe-
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