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Aunomayus. lenb  paboThl -  aKTyalqu3upoBaTh CBEIEHUS O  HACJEICTBEHHOM
aramMarnooynuHemun B Keipreisckoit Pecy6muke. Onucan cinyuait 6one3nu bpyToHa y manpunka
9 ner. YacToTa BCTpEUaeMOCTH HACIEICTBEHHOW arammarioOymuHemuu coctasisieTr 1: 150 000
KUBOPOXKIEHHBIX AeTeil. [IpuunHO#i sABIgeTCS MyTalus reHa Ha JJIMHHOM IIeYe X-XpPOMOCOMBI,
KOTOpBI KOAMpPYeT B-KIETOYHYI THPO3MHKHHA3y. 3a0o0JieBaHUE XapaKTePU3YETCS PE3KUM
CHIDKEHHEM BCEX KIJIACCOB CHIBOPOTOYHBIX MMMYHOTTIOOYJIMHOB U KOJMYECTBA IUPKYIUPYOMUX B-
nuMdonutoB. [TposBisieTcs: MOBTOPHBIME OaKkTepuaaIbHBIMU HHpEKIHIMU. bolbHBIE HYKIAIOTCS B
MMOKM3HEHHOW 3aMECTUTENIbHON Tepalud BHYTPUBEHHBIMH HMMYHOTJIOO0yJIMHAMH. MarepuaioMm
JUIS ~ WCCIENOBaHUS  SBUJINCH  aMOylaTOpHble M CTallMOHApHBIE  KapThl  pebeHka,
TOCTIMTAJIM3UPOBAHHOTO B Pa3HbIE OpPraHU3ALMM 3IPABOOXPAHEHHS, B TOM YHUCJIE B OT/AEIEHUS
XUPYPrudeckux HWHGEKId W reMatosiorud HanmoHanbHOTO IIEHTpa OXpaHbl MaTEpPUHCTBA H
nerctBa npu MunucrepctBe 3apaBooxpaHeHust Keiproizckoir PecryOmuku. Ilo pesynbratam
KOMIUIEKCHOTO 00cnefoBanus, peOeHKy ObLT ycTaHOBIeH auarHo3 — bone3np bpyrona (X-
aramMMaryiooynuaemusi). Ha ocHOBaHMM COOpaHHBIX JaHHBIX (aHaMHE3, KIWHHUKA, JTaOOpaTopHO-
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WHCTPYMEHTAIIbHBIC ¥ TCHETUIECKHUE UCCIIEIOBaHMsI ), peOCHKY BBICTaBJICH AMArHO3: 00Je3Hb bpyHO
(X-cuernieHHnas araMmmario0yJInHEeMus ).

Abstract. Objective of the work. To update information on hereditary agammaglobulinemia in
the Kyrgyz Republic, to describe a case of Bruton's disease in a boy I.A., 9 years old. The boy has
been under our supervision since October 2024. The child is from the third pregnancy, delivery on
time. He was breastfed until 2 years old. At the age of 1 year, he suffered from bilateral purulent
otitis. At 1.5 years, a shunting operation of the tympanic cavity was performed. Bilateral
sensorineural hearing loss was diagnosed when he was 2 years old. At 2.5 years old, he underwent
cochlear implantation surgery. Since birth, he has often suffered from acute respiratory diseases,
often with purulent complications. Based on the collected data (anamnesis, clinical picture,
laboratory and instrumental and genetic studies), the child was diagnosed with Bruno's disease (X-
linked agammaglobulinemia).

Knouesvie cnosa: iMMyHOIEHUITUT, IMMYHOTJIOOYITHHBI, IETH, HACICICTBEHHOCTD.
Keywords: immunodeficiency, immunoglobulins, children, heredity.

[epBuunsie nmmynoaeduutsl (ITM) — 3TO TsHKENBIE, TCHETHYECKH IETEPMUHUPOBAHHEIC
3a00JI€BaHUsA, B OCHOBE KOTODPBIX JIEXKAT MOJIEKYJISIPHO-T€HETHYECKUEe NePEeKThl, MPUBOASIIIUE K
HapylIeHUsIM KackaJa MMMYHHBIX peakuuil, nponudepauuu, auddepeHUUpoBKH U (GYHKUUN
MMMYHOKOMITETCHTHBIX KIJIETOK, XapaKTePU3YIOIINECS TKEIBIMA WH(EKIMOHHBIMUA MPOIECCaMH,
ayTOMMMYHHBIMHM, ayTOBOCHAJIMTEIbHBIMU TMPOSIBIIEHUSMU U CKIOHHOCTBIO K Pa3BUTHIO
3JI0KaueCTBEHHBIX HOBOOOpa3oBaHnwmii [1- 3].

IToka3zano, uro 1M/ moxer ObITh BepHU(PHUUUPOBAH HE TOJIBKO Ha 1-M rofy >KU3HHU, HO U B
MOJIPOCTKOBOM BO3pacTe, U BCE TOAbl PEOCHOK MOXKET OBITh KOMIIEHCHpPOBaH MO0 cTpaaaTrh
paznuuHbiMH 3a0o0seBaHusiMu [4]. Camyro pacnpoctpanennyto popmy TNl (okono 60% ciayuaes
3a0oseBaHuil) mpencTaBisitoT arammarnooynuHemun (AI'T) — rpynma BpoXAEHHBIX JIe(pEeKTOB
AHTUTEJIONPOAYKLIMH, XAPAKTEPU3YIOIIAACS PE3KUM CHM)KEHHEM KOHLEHTPALUU CHIBOPOTOYHBIX
MMMYHOTJIOOYJTMHOB BCEX KJIACCOB U KOJMYECTBAa UUpKyIupyroommx B-kmerok. Yacrora
BcTpeyaemoct AI'T, Mo JaHHBIM pa3HBIX aBTOPOB, cocTamiseT B cpeaneM 1 : 150 000 [5, 6, 7].
PacnpoctpanenHocts 6one3nu B 'epmanuu Haxoautcs Ha yposHe 0,09 [8], a B CoennHEHHbIX
[MItatax Amepukun — 11,25 [9].

X-cuennennsii Bapuant AIT (XLA: X-Linked Agammaglobulinemia) HocuT Ha3BaHue
oonesnn bpytona u cocraBisier Oosiee 80% Bcex HacnencTtBeHHbIXx BapuanTtoB AIT [10]. X-
CIEMJIEHHas  aramMmarjoOyJIMHeMuss  WiauM  araMMarioOynuHemus — bpyrona,  siBisercs
HACJIE/ICTBEHHBIM HMMYHOJAS(QHUIMTHBIM 3a00J€BaHWEM, BBI3BAHHBIM MYTallUSIMH B TEHE,
Koupyromnmm Tupo3uakuaaly bpyrona (BTK). 3a6oneBanue Ob110 BIiepBbIe onicaHO bpyToHOM B
1952 rony, B yecth koTOpOro v Ha3BaH reH. BTK uMeer pemaroniee 3HaueHue sl CO3pEeBaHus mpe-
B-knerok, nuddepennupyromuxcsa B 3pensie B-kietku. [ledext rena BTK Obu1 kapTupoBaH Ha
JUIMHHOM TuTede X-XpoMocoMbl Ha yyactke Xq21.3 — Xq22, oxBatsiBasg 37,5 k0 ¢ 19 sk30Hamu,
oOpasyromumu 659 aMMHOKHUCIIOT JJIs1 3aBEPIICHHS [IUTO30JIbHON TUpo3uHKuHa3el BTK [11].

Y Oosee TMOJIOBMHBI TAlMEHTOB, KIWHUKAa Ooyie3HH bpyToHa, XapakTepusyroueics
PELUIUBUPYIOIUMHI OaKTepHAIbHBIMU HH(PEKIUAMU (OTUT, CHHYCHUT, MHEBMOHHS, KHILICYHBIE
MHOEKIUN), pa3BUBaeTCs Mocie 7—9-MecsSYHOro BO3pacTa, KOrja YPOBHU TpaHCILIALlEHTapHOTO
MaTepuHckoro uMMyHornooyianHa G (IgG) cHmkaroTcss HUXKE 3aIIMTHBIX YPOBHEH y MIIaJICHIIEB.
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ITHeBMOHMS, IUIEBPUT, MEHUHIUT, CENTULEMMS M CENTUYECKUH AapTPUT SBIAIOTCS TKEIBIMU
MHQEKIUAME, KOTOpbIe MOTYT BBICTYIIAaTh KaK paHHUE MPU3HAKK MaHU(ecTanuu 6oie3Hu bpyrona.

CrnenoBarenbHO, OTIMYUTEIBHBIMU KIMHUYECKUMHU TPH3HAKAMH 3a00JI€BAHUS SIBIISIOTCS
paHHUe OakTepuanbHble MH(YEKIHUU, OTCYTCTBHE 3pPEbIX B-KIETOK WM 3HAaYUTENbHOE CHI)KEHHE
LHUPKYJIUpYOLMX B-kierok, HecnocoOHOCTh BblpaOaThIBaTh AaHTUTENA IPOTUB AHTHUIECHOB U
BO3HUKHOBEHHE ayTOMMMYHHBIX 3a0o0yieBaHuii [12].

OcHoBy neyeHuss X-araMMarjoOyJMHEMUH COCTaBJIAIOT — 3aMECTHUTENbHAs — Tepamus
MMMYHOTJIOOYJIMHAMH U JUIUTEJIbHOE JIeueHne aHTuOnoTukamu [ 13].

Lenp uccnenoBanus: AKTyalu3MpoBaTh CBEICHHs O HACJEACTBEHHON araMMarioOyJIuHEeMUN
B KbIpreisckoit PecyOnnke, onucare ciny4ait 6one3nu bpyrona.

Matepuaisl 1 METO/IbI UCCIIEOBAHMSI: MATEPUAJIOM UCCIIEI0OBAaHUS SBUJIACh aMOYJIaTOPHbIE U
cTauMoHapHble KapThl pebenka W.A., 9 ner, B ToM umcie O(OpPMIECHHbIE B OTAEICHUAX
XUpYprudeckux HH(pekuuid u remaTtonorud HarnuoHalbHOro LEHTpa OXpaHbl MaTEpUHCTBA U
nercrea (HLIOMu/l) npu Munuctepcrse 3apaBooxpanenus (M3) Keipreizckoit Peciy6nuxu (KP).

Pesynbratel Habmogenusi. Pebenox U.A., 9 ner ¢ okrabps 2024 ronma nabmomaercss B
HIIOMu/l no noBoxay nono3penus Ha 6one3Hb bpyTtona. PebeHok ot Tpetbeli 6epeMeHHOCTH, POJIbI
B cpok. Ha rpynHoMm BckapmimBaHuu Haxomwics 1o 2 ner. B Bo3pacre 1 roma oH mepeHec
JIBYXCTOPOHHMM THOHHBIA oTUT. B 1,5 roga emy Oblna mpoBejeHa omnepanus MO IIYHTUPOBAHUIO
OapabanHol mosioct. B 2,5 roga peOeHOK MmepeHec onepamnuio 1Mo KoxjaeapHo umruianTaruu. C
pPaHHUX JIET OH 4yacTo 00Jesl OCTPhIMU PECIIUPATOPHBIMU 3a00JIEBAaHUSMM, HEPEIKO ¢ THOMHBIMU
ocnoxkHeHusimu (11. 2023 r., aByxcTopoHHsst mHeBMOHUS, 12. 2023 r., OPBU 1sKenoro tedenus,
01. 2024 r., OPBH tmxkenoro teuenus, 02. 2024 r., OPBU tsaxemoro Teuenus, 04. 2024 r.,
SHTEPOBUpPYCHAs WH(MEKUMs, OCTPbI KaTapajlbHbIi TOH3WUIUT, OTUT). B aHamHe3e ObuIO
YIIOMHHAHUE HECKOJIBKO 3IM30/10B Pa3KIKEHHOT o cTysa. PebeHKy Obl1a mpoBejeHa KOJIOHOCKOMHS
(10. 2018 r.) ¢ BBIAABIIEHUEM A3BEHHOTO MPOKTUTA. B Bo3pacte 5 neT emy ObUT BBICTABJICH AMATHO3:
PeakTuBHBI apTpuT Ta3z00enpeHHbIX cycTaB. [IpuHuUMan cynbdocaiasuH MO peKOMEHAALNU
kapauopeBmarosiora. B 24. 01. 2023 r. GosbHOMY OBII YCTAHOBJIEH AMArHO3: IOBEHUJIbHBIN
UIUONATUYECKUI apTPUT, MOJIUAPTPUT, aKTUBHOCTH 2 creneHu. OHl.

W3 HaciaeICTBEHHOTO aHaMHE3a, CO CJIOB POJMTENEH M3BECTHO, YTO y peOEHKa B MPOILJIOM
yMepiu J1Boe OpatbeB. Ctapmmii OpaT ymep B Bo3pacTe 6 Mec. OT OCTPOM MHEBMOHUHU. Mitaaimmit
OpaT CKOHYAJICS OT OCTPON MHEBMOHHUH, KOT/la eMy OblIo 2 roja. Takxke eMy Obul BepUPHUIIMPOBAH
JMarHo3 — JIByXCTOPOHHsS HelpoceHcopHas TyroyxocTb. Ilamuent 6bu1 Hanmpasiaen HIIOMu/|
npu M3 KP B oxtsa0pe 2024 ronma u3 ropona HapeiH. PeGeHOK Mpoxoaus MONHOE KIMHHMKO-
OMOXMMHYECKOe, HHCTPYMEHTaJIbHOE W HMMYHOJOrM4eckoe wuccienoBanue. Ilo pesynbraTtam
BBITIOJTHEHHBIX MCCJIEI0BaHUN peOEHKY BBICTABIEH JuartHo3: I[lepBUYHBIE HMMYHOAEPUIINT.
bonesns bpyrona.

Pe6enok moctymun (14. 10. 2024 r.) ¢ )xano0aMu Ha TOBBIIICHHE TEMIEPATyphl Tena 10 38-
39°C, xamienb, OJBINKY, OecrokolcTBa, TUIOXOH ammetuT. OH OBIT  OCMOTPEH BCEMH
3aMHTEPECOBAHHBIMH CIIEUATNCTaMU XHPYPrHUecKOro M comarumdeckoro npoduist. CocTtosHue
peOeHKa pacleHHBaloch Kak Tspkenoe. KojkHble MOKpOBBI 0J1€THO-PO30BBIE, YMEPEHHO BIIAXHBIE.
Causuctbie 000JOYKM POTOBOM MOJOCTH PO3OBBIE, BIAXHBIE. 3€B YMEPEHHO THUIIEPEMHPOBAH.
MunpaanuHel He yBenudeHbl, 0e3 Hajeta. HocoBoe npixanue cBoOoHOE. AYCKYIbTaTUBHO JbIXaHUE
B JIETKUX CJI€Ba B HIDKHEM OTJielie 0ciIalIeHo ¢ MPUTYIUIEHHEM MEePKYTOPHOTO 3ByKa MO mepeaHeit
u OOKOBOI moBepxHOCTSX. TOHBI cep/lia MPUTIYIIEHBI U pUTMHUYHBIE. JKUBOT MpH MHajdbHanuu
MSATKHH, 0e3001e3HeHHbId. CTyn perynspHblid, opopmieHHbId. [leuens mo kpato peGepHO ayrw,
6e300ne3nenHas. Cene3eHka He nanpnupyercs. JJuzypun HeT, Moua He U3MeHeHa. MeHUHTeanbHbIX
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M OYaroBbIX 3HAKOB HET. Y peOeHka ObUTM B3STHl aHAIM3Bl KPOBH Ha OOIICKIMHHYECKHE,
OMOXMMHYECKHE U UMMYHOJIOTHUecKkue uccienopanus (Tabmuna 1).

. Tabnuna 1
OBIINU AHAJI13 KPOBU
THokazamenu u edunuybl UX UMeEPEHUL 3nauenus (15.10.24 2.) 3nauenus (22.10.24 2.)
I'emorno6uH, /1 98 94
Dputpouutsl, 101/ 4,2 41
JeiixouuTsl, 10%/1 32 9,9
Tpom6Gouutsl, 10%/1 336 512
JImmdorutser, % 4,3 13,4
Hetirpoduns (c/51), % 91 79
COD, mm\uac 40 35

Kak mokazanu pesynbTaThl OOILIEro aHaliv3a KpOBU, y peOEHKa MMENO0 MECTO CHIKEHUE
KOHIIEHTPAllMM TeMOTrJI00MHa, BBIPAXKEHHBIH NeHKonuTo3 u numdonenus, yckopenune COD. B
OMOXMMHYECKOM aHAJIM3e¢ KpOBU OO Oenmok cocraBuin — 42 1/i1, oOmmii oumupyoun — 5,2
MkoMoub/1, ACT — 22,6 u AJIT — 17,0 en/n, kpeatmana — 105,3 Mxomons/n, modeBuHa — 3,92
MMouIb/1 (ot 15. 10. 24 r.). IIpu nmoBTOopHOM aHanu3e kpoBu (0T 22. 10. 25 r.) comepkanue oOIero
6enka cocraBun — 44,1 1/11, cogepxkanue anpo0ymruna — 28,6 1/11.

[IpoBeneno ynbTpasBykoBoe uccienoBanue (Y3UW) rmueBpaqbHON TMOJIOCTH, TI€ OOHApPYKEH
IUIEBPUT CO CBOOOAHBIM BbIMOTOM B oOBeme 400 mn. Ha »sxoxapmuorpaduu (OxoKID')
BHU3YyaJMpOBalach IMepUKapIuaibHas >KUIKOCTb. Ha peHTreHorpaMMe OpraHoB TpYAHON KIIETKE
O0TMEYaJIOCh CyOTOTaJIbHOE 3aTEMHEHHE JIEBOTO Jierkoro. Ha mynpTucnupaibHOW KOMIBIOTEPHOMN
tomorpadun (MCKT) rpynHOit KiIeTKH 0OHAPYKEH THIPOTOPAKC CIICBA.

[IpoBeneHo nuarHocTUYeCKasi MyHKIUS MIEBPAIbHOM MOJOCTH CJIEBA C MOJIYYEHUEM THOMHOMN
KHUAKOCTU. B manmpHeiIieM yCTaHOBJIEH TOPAKOIIEHTE3 C MACCHUBHBIM JpeHakeM mo bromay. U3
JIpeHaXXHOW TpPYyOKM TIOJTy4YeHa THOWHASs KUAKOCTh C (UOPUHOBBIMU CTyCTKaMu. [ 'HoifHOe
CoJIepKUMOE OBUIO HampaBiIeHO B OaKTEPUOJIOTHYECKYIO JIA0OPATOPUIO JUIsl  OMNpEACIICHUS
MUKpOQUIOpbl M Ha MHKOOakTepuu TyOepkyne3a. Pe3ynbraTel 3TOro asaiau3a IOKa3aiu

mpHUCYTCTBUSL Streptococcus spp. co creneHbio pocta — 5x10 KOE/mn. IlneBpanbHas monocTb
pEeryjsipHO TMPOMBIBANACh C PACTBOPOM METPUZIA, XUMOTPUIICUHOM C CO3JaHUEM aKTHBHOTO
JpeHaxa.

Kak m3BecTHO, TUMQOUUTHI SKCIPECCUPYIOT PsZl OBEPXHOCTHBIX M IMTOILIA3MAaTHYECKUX
AHTUT'€HOB, YHUKAJIBHBIX JUI CBOCH CYyONOMYIALUM U CTaJuK pa3BUTHs. PU3nonIoruyeckas pojib UX
MOKET OBITh Pa3IMYHOW. DTH CTPYKTYpPHI SBJIAIOTCA MMIIEHAMHU NPU UMMYHO()EHOTUITUPOBAHUU
TUMQOIUTOB KaK aHTUTCHHbIE MapKEPBl DPA3IUYHBIX CYOIOMYJISIHNA, MPUCYTCTBHE KOTOPBIX
OTIPENIENIIIOT C TOMOIIBI0 MEUEHBIX MOHOKJIOHAJIBHBIX aHTHTEN. [lOBEpXHOCTHBIE aHTUTECHHBIC
CTPYKTYpbl Ha KJIETKaX, BBISBJISIEMble MOHOKJIOHAJIbHBIMHM AaHTUTENAMM, Ha3BaJM KiIacTepaMHu
middepennmarun (CD, clusters of differentiation) [14].

Knacrepam nmuddepeHnmanmm B mesix cTaHAapTH3aNN IPHUCBOSHBI ONpeAeIEHHbIE HOMEPA.
Hcnonp3ys  (Ir0OpOXpoM-MeUeHbIe  MOHOKIIOHAJBHBIE  aHTUTENa,  CBS3BIBAIOIIUECS  C
ornpenenéHHbiMu CD, mpou3Benu Mojacy€T coaepkaHus TMMQOIUTOB, OTHOCIIIUXCS K Pa3IMYHbIM
no (yHKIMHM WIM CTAAUM PA3BUTUS CYyONOMyNALMsAM. DTO IO3BOJWIO HaM IOHATH HPUPOIY
3a00JIeBaHMUs, OLIEHUTH COCTOSIHUE TTAlIMEHTa, CIICANTH 33 TEYCHHEM M MPOTHO3UPOBATH JTAIbHEHIIIee
pasBuTHE 3a0oneBaHMs. Pe3ynbTaThl OLEHKM KJIETOYHOTO 3BEHA WMMYHHTETA IPEICTAaBICHBI B
Tabnuue 2.
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Ilpu oreHKe WMMYHOTPaMMbl HaMH OBUIO aKIEHTHUPOBAHO BHUMAHHE HAa COOTHOIICHHE
nokaszarejei MMMYHOTpaMMbl (pa3HBIX MOMYJSIIMA M CyOnmomysnsauuii MMMYHOKOMIIETEHTHBIX
KJIETOK), a He X a0COJIFOTHBIC 3HAYCHUSI.

Tabmuna 2
COCTOJSHHUE KJIIETOUHOI'O U I'VMOPAJILHOI'O 3BEHBEB UMMVYHHOI'O OTBETA V¥V
PEBEHKA U.A., 9 ner (28.05.24 1.)

Tonynsyuu CD u ux eOunuyvl usmeperust Toxazamenu y pebenrka Peghepenchvle 3Hauenus
CD3+ (T-nmumdoumTtsr), 10%1 4,03 0,70-4.20
CD3+ (T-mumdorutsr), % 94,6 55.00-78.00
CD3+CD4+ (T-xenmepsi), 10%n 1,70 0,30-2,0
CD3+CD4+ (T-xenmepsi), % 39,9 27.00-53.00
CD3+CD8+ (T-nmumdouuTsl nuToTOKCHYeckue), 10%n 1,96 0,30-1.80
CD3+CD8+ (T-mum o Tl TUTOTOKCHIECKHE), %o 46,0 19.00-34.00
CD3+CD16/56+ (T-NK-knetku), 1091 0,05 0,01-0,16
CD3+CD16/56+ (T-NK-knetkn), % 11 0.50-6.00
CD16+/56+ (NK-k1etkn), 10%n 0,16 0,09-0,90
CD16+/56+ (NK-kieTkn), % 3,7 4,00-25.00
CD19+ (B-mumdoruts), 10%/1 0,00 0,20-1,60
CD19+ (B-nmumdormtsr), % 0,0 10,00-31,00
CD4+/CD8+ (MMMyHOperynsTOpHBIA UHICKC) 1,35 1,5-2,60

[Ipn uMMyHO(DEHOTHNHPOBAHUHM JTUMQPOLUTOB MEePUPEPUUECKON KPOBH HMEIO MECTO
yBeIMUCHUE cojaepkaHuss oOmert T-momymsiuu  JTUMQOIMTOB, a0COMIOTHOTO 4YHCIIA H
OTHOCHTEJIEHOTO coziepKaHus IIUTOTOKCHYECKOMH cyonomynsuu T-mamdoruTos.
MMMyHOpErynaTOpHbIi HUHIEKC y peOeHKa HaXOAMJICS Ha HUKHHUX Mpesenax HOpMbl. CHIDKeHue
3¢ (HeKTOpHON MOMyJISIIMKA HATypadbHBIX KUJUIEPOB U OTCYTCTBUE DKCIpeccud Mosekyiasl CD19 +
Ha B kieTkax MoryT yka3aTh Ha UMMYHOJIOTHYECKUE HAPYIICHUSI.

Knuandeckue naHHbIe UTPAIOT PEIIAIONIYI0 POJIb, @ UMMYHOTpaMMa HECET BCIIOMOTaTeIbHOE
JUAarHOCTUYECKOE M MPOTHOCTHYECKOE 3HaueHue. OTCYTCTBHE CIABUIOB B MMMYHOTpaMM€ MpH
HAIMYUU KJIMHUYECKOM KapTUHBI TMAaTONOTUM TpeOyeT wu3ydeHus GYHKIUUM KOMIIOHEHTOB
OT/CJIbHBIX 3B€HbEB MMMYHHOU CUCTEMBI. [[OJTHOUEHHBIM KIMHUYECKUNA aHAIN3 UMMYHOTIPAMMBI
MOXET OBITh MPOBEICH JHUIIbL B KOMIUIEKCE C OIEHKOW KIMHWUYECKOW KapTHHBI 3a00JICBaHUS Y
JAHHOTO TAalMEeHTa U JaHHBIX ero aHaMmHe3a. C y4yeToM TOro, 4ro aHalu3 MMMYHOIPAMMBbI B
nuHaMuKe (0COOEHHO B COIOCTABICHWU C KIMHUYECKOW TUHAMHKOW) Oonee MHGOPMATHUBEH C
TOYKM 3pEHUs] KaK JTUAarHOCTUKH, TaK W TPOrHO3a TeueHUs 3a00JIeBaHUs, HAMH MPOBEICHO
MMOBTOPHOE MCCJIE0BaHNE MMMYHHOTO cTaryca nanuenta (Tabnuma 3).

Tabimna 3
COCTOSHHUE KJIETOYHOI'O U TYMOPAJILHOI'O 3BEHHLEB UMMVYHHOI'O OTBETA
Y PEBEHKA MN.A., 9 net (22.10.24 1.)

THonynayuu CD u ux eOunuyvl usmepenus Iloxasamenu y pebenxka Pegepencnvle 3navenus
CD3+19- (T-mumdonutsr), % 93,7 61.00-85.00
CD3+19+ (B-mumdonutsr), % 2,4 7.00-17.00
CD3+4+ (T-xennepsr), % 50,5 35.00-55.00
CD3+8+ (uutorokcuueckue T-mumdonnts), % 37,4 19.00-35.00
CD3+CD56+ (T-kumnepsr), % 36,9 8.00-17.00
CD3+CD56+ (NK-kierkn), % 2,8 0,50-5.00
CD4/CD8 (MMMyHOPEryIaTOPHBII HHAEKC) 1,35 1,5-2,60

Tun nuyensuu CC: Attribution 4.0 International (CC BY 4.0) 218



bBronemens nayku u npaxmuxu / Bulletin of Science and Practice T. 11. Ne5 2025
https://www.bulletennauki.ru https://doi.org/10.33619/2414-2948/114

[IpuBenennsie B Tabnuie 3 maHHBIC CBUIAETEIHCTBYIOT O COXPAHSIOMICHCS HETOCTATOUHOCTH
IYMOPaJbHOTO 3B€Ha HMMYHHUTETA, N3MEHEHUH HUMMYHOPETYJIATOPHOIO MHJAEKCA U akTuBHU3auuu T-
kwuiepoB. Panee (ot 28. 05. 24 1.) npu OLIEHKE T'YMOPaJbHOrO 3BEHa MMMYHHOIO OTBETa, Yy
pebeHka ObUTIO CHIDKEHO coaeprkanue nmmyHornoOymuH A (0,19 r/n, mpu nHopme — 0,31-2,08 1/i1),
MIPU HOPMAJIBHOU KOHIIEHTPAIIMH UMMYHOTJI00yIuHOB M (2,23 /71, ipu Hopme — 0,31-2,08 /1) u
G (13,01 r/n, npu HOp™ME 5,72—14,74 /7). Beimonnena tumnanomerpust (ot 17. 09. 2017 r.), Tne
Bepu(pULIIMPOBAH TUArHO3 — JABYCTOPOHHSS CIIyXOBas HEHpomaTusi.

MonekyIsipHO-TeHeTHUeCKHi aHanu3 (cekBeHupoBaHue Bcero sk3oma (WES)) uncna konuii B
obnactu Xq22.1 obnapyxwmn nenenuto mmHor 8.5 kbp (chrX:101346349-101354844). Ob6nacte
Jenenuid oxBarbiBaeT 3k30Mbl 16, 17, 18 u 19 rena BTK, acconuupoBaHHOTO ¢ 3a00jieBaHUEM
«ArammarioOyJIMHeMHs», CBsi3aHHas ¢ X-xpomocomoii (tumt 1)[MIM# 300755].

BbonbHON MPOKOHCYNBTUPOBAH MEIUIIMHCKUM TE€HETUKOM U YUYUThIBass BCE COOpaHHbIE
NaHHble (aHAMHE3, KJIMHUKA, JaOOpaTOpHO-UHCTPYMEHTAJIbHbIE M T'€HETUYECKHE HCCIIECTOBAHMUS),
pebenky BbIcTaBieH auarHo3: [lepBuunblii mMmyHoxeduuut. bonesnp bpyHo (X-cueruieHHas
aramMariooynuaemusi). Octpast OakTepuanbHas JACCTPYKIHS JIeTKHX. JlerouHo-ruieBpaibHas
dbopma. ['HOITHO-(UOPUHO3HBIIH MIIEBPUT, ClieBa. DKCCYAATUBHBIN EPUKAPINT.

BbonbHoMy nHazHauen Oxrtaram mo 10 r. uepes genb, Ne5. Jlanee, peOeHKY peKOMEHIOBAHO
peryisipHasi MOKM3HEHHasi 3aMECTHTENbHAs Tepanus HMMYHOTJIOOYJIMHOM Ui BHYTPHUBEHHOTO
BBeneHuss no 10 r. mpemapara depe3 Kaxaple 25 mHed. Kpome Toro, peOeHKY OBLI MPOBEICH
KOMIUIEKC aHTHUMHKPOOHOW, HH(Y3MOHHOM, CHMIITOMATUYECKOW Tepanuu. PexomMeHI0BaHO
KOHTPOJb OOIIEro aHaiau3a KpOBU C TOJCYETOM JICHKONHUTApHOW (OpMYIbl, OMOXMMHYECKOTO
aHaJln3a KpoBU M UMMyHorpammsbl 1 pa3 B 3 mecsua. [Ipu nocnenyronmx 6epeMeHHOCTAX MaTepu
PEKOMEHIOBaHO MIPOBEJICHHUE MPEHATAIBLHON TUarHOCTUKU Ha cpoke 8—11 Henenp 6epeMEeHHOCTH.

C sauBaps 2024 roma peOCHOK HAXOIUTCSA 1107 HAOIIOJACHUEM Bpayeil TremaToliora,
MMMYHOJIOTa, OTOPUHOJAPUHTOJOra, MeaAuaTpa B KOHCYJIbTATHUBHO-AHMATHOCTHMUYECKOM OTAEICHHUU
HIOOMu/l.

C okts0ps 2024 r. o mapt 2025 rosna pedeHOK MOy BHYTPUBEHHbIE UMMYHOTTIOOYJIMHBI
(8 mo3e 10 r., u3 pacuera 0,4 r/Kr maccel Tena) BoceMb pa3. ExxemecssuHO peOEHOK MpPOXOIUT
oOcienoBaHue: OOIIMH aHAIW3 KPOBH, OMOXMMHUYECKHH aHalIM3 KpOBH, HMMYHOIPaMMa,
MMMYHOIJIOOYIMHBI Iepudepruueckoil KpoBH. PedeHKy ycTaHOBIIEHA MHBAJIUHOCTb.

Takum o0pa3om, npuMeHEHHE BHYTPUBEHHBIX UMMYHOTJIO0YJINHOB NAlMEHTY C IMEPBUYHBIM
UMMYHOJICDUIIUTOM SIBISIETCS HEOOXOAMMBIM Uil YCTPAaHEHMs pHUCKA YTPOXKAIOIUX >KU3HU
OCJOKHEHUH. MOXXHO NpEeANnonoXuTh, 4To 0ose3Hb bpyToHa HacnemoBaics MO X-CLEMICHHOMY
peliecCCUBHOMY THITY: NMPU3HAKU 3a00seBaHMs IPOSBISUINCH Yy ABYX OparheB (cecTpa pedenka, 10.
10. 2010 ronma poxnaeHus, oTHOCUTEIbHO 310poBasi). Ilokazano, yro mouepu OonbHBIX XLA
SIBJISIFOTCS. OOJMIaTHRIMUA HOCUTEISIMH MYTAIlMH, HO OCTAIOTCS KIIMHUYECKH 37I0pOBBIMU [4].

BepuduuupoBanue nuarHosa HaclieZCTBeHHOW Oone3Hu bpyToHa mmeer BakHOE 3HAYCHHE
JUIS OTIpe/ieNIeHUs] TeHETHUYeCKOoro nporHo3a. HecMoTpss Ha BO3MOXKHOCTH IMOSIBJICHHS 3/10pPOBBIX
JIeTed MY>KCKOTO T0JIa B TAaHHOW CEMbeE, BCE POXKIAEHHbIE MaIbunku, kpome N.A., 9 ner, ymepnu,
YTO MO3BOJISIET HAM MPEAINOJIOKUTh O ceMeHOM ciyyae Oosie3Hu bpyrona. K coxkanenuto, nsoe
oparbeB nmanuenTa (30. 12. 2013 r.p., 23. 10. 2021 r.p.), KOTOpble yMEpJIU OT OCTPO MHEBMOHHH,
HE TPOXOAWIM TEHEeTUUYeCKHe oOcienoBaHus. Ham KIMHWYECKUN Clydaid XapaKTepu3yercs ¢
JOCTaTOYHO TSKEJIBIM KOMIIEHCUPOBAaHHBIM TEUEHHUEM. YUHTHIBas, YTO AMArHO3 IEPBUYHOIO
UMMYHOJIe(UIMTAa YCTAaHOBJIEH B Bo3pacTe 9 NeT Uil NpeaynpexIeHUs IeKOMIIEHCHPOBAHHBIX
COCTOSIHUM TpeOyeTcs TpOBEeIEeHUE aJeKBAaTHOM IOXHM3HEHHOW 3aMECTUTENBbHOM Tepanuu
UMMYHOTJIOOYJIMHAMH,  PETYJSIpHOM  MpOQMIAKTUYECKOH  NPOTUBOMUKPOOHOW  Tepamuu,
MOHHUTOPHHIE€ UMMYHOJIOTHYECKUX TOKa3aTenei.
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