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XVJiiocA

Maxkcaod. Buckomm- Onopuy cunopomau 6emMopHure
KIUHUK Xooucacunu 6aénu.

Mamepuan ea ycynnap. Maxonada Buckomm-
Onopuy CUHOPOMAU KAMOAH- KAM YYpauouean oupiamyu
UMMYHMAHKUCTUK KACAAIueu 6y12an OemMopHuHe KIUHUK
mavpuu Kermupuiean. buz nazopam ea maxuui KUieam
nayuenmumus - 15 éwnu yeun 6ona, y maii otuuda CCBHu
bonanap eemamonozus, OHKONO2US 64 KIUHUK UMMYHOJLO-
eusicu Mapxasuoa dasonanearn 6a yuOy mMakonaoda ojiuH-
2aH MABIYMOMHU MAKOUM IMOUK.

Hamuoswcanap ea myxoxkama. bonanune o2up xona-
MUHU, 3aXaAPIAHUL CUHOPOMUHU KYUIUIUIUSHY, TTeUKOYU-
mMo3, IpUMPOYUMAAPHU YYKUWUHY Me3NaueanuHl, ane-
MUSIHU, dHCU2AP 64 MATOKHU KAMMALAWSAHUHU, 2eMoppa-
2UK CUHOPOMMU KYUIUNUSUHU, MEPUOASU V32apUUUIAPHU
(manadazu nemexuan mowManiap, Maxaiiuti 2emamoma-
1ap), KOH Maxauauda mpomoOyUmoneHusHy Hazopamad
onean xonoa 6u3 Kyuuoazu KIuHUK MAawxucHu Kyuoux:
bupnamuu ummynmanucaux, Buckomm- Ondpuu cun-
opomu. I'enemux maxaun WASP eenunune deneyusicunu
Hamoén smou. Xo3upau 0agpoa momup uvuea UMMYHaL0-
OYIUHIU Mepanus YMKA3uIMoKod.

Xynoca. Buckomm- Ondpuy cunopomunu acocutl my-
WYHYARApYU MAc8UPRanoU 8a KAUHUK XONAMU U30XTIAHOU.
Kam yupaiiouean - mpomboyumonenus, 0epmamumHnune
ce3unapiu KAuHUK KypUHUWLApU 6a SIKKOL UH@EeKYUoH
CUHOPOMU HAMOEH OYNI2aH 2eHemUK XACMAIUK MaKoum
omunou.

Kanum cysnap: Buckomm- Ondpuy cunopomu, um-
MYHUMEMHUHe myama Xamonapu, mpmOOYUmoneHus,
JetKONEeHUs], XYHcaupasuii 6a 2ymMopan UMMYHMAHKUC-
JIUK, OUPTAMYYU UMMYHIMAHKUCTUK.

Cunnpom Buckorra-Onzpuya — peakoe TeHeTHde-
CKoe 3a0oJieBaHue, MPOSIBISIONIEeCS KOMOMHUPOBAHHOM
HEJIOCTaTOYHOCThIO TYMOPAJIBHOTO M KJIETOYHOTO HM-
MyHHuTeTa. CHHIPOM HaclenyeTcsi IO PELEeCCUBHOMY,
CIIETIJICHHOMY C X-XpPOMOCOMOW THIy M HpOSIBISETCS
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SUMMARY

The aim of the study. Description of a clinical case
of a patient with Wiskott—Aldrich syndrome.

Material and methods of research. The work pres-
ents a rare clinical case of a patient with primary im-
munodeficiency — with Wiskott-Aldrich syndrome. In this
article we present our own analysis and observation of a
boy s child aged 15 years, who was being treated at the
Center for Pediatric Hematology, Oncology and Clinical
Immunology of the Ministry of Health of the Republic of
Uzbekistan in May.

Results and discussion. Taking into account the se-
verity of the childs condition, severe intoxication syn-
drome, leukocytosis, accelerated ESR, anemia, hepasple-
nomegaly, severe hemorrhagic syndrome, skin (abundant
petechial rash throughout the body, hematomas in some
places), thrombocytopenia in blood tests, according to
vital indications, a clinical diagnosis was established:
Primary immunodeficiency, Wiskott-Aldrich syndrome.
Genetic analysis revealed a deletion of the WASP gene.
Currently, intravenous immunoglobulin therapy is con-
ducted.

Conclusions. The basic concepts of the Wiskott-
Aldrich Syndrome with a subsequent clinical case are
described. A rare genetic disease is presented, with the
presence of pronounced clinical manifestations of der-
matitis, thrombocytopenia and infectious syndrome.

Keywords: Wiskott—Aldrich syndrome,inborn errors
of immunity , thrombocytopenia, leukopenia, cellular and
humoral immunodeficiency, primary immunodeficiency.

TpHUaJON NMPU3HAKOB: XPOHUUYECKUMH PELUANBUPYIOIIU-
MH MHKPOOHBIMH BOCHAJIHMTEIFHBIMU 3a00JICBaAHUSIMHY,
TeMOpparuueckuM CHHJIPOMOM M 3K3eMoil. Bmepsbie
cuHApoM Obu1 orucaH A. Buckorr B 1937 r, P. Onnpuy
B 1954 r. moxkasai, 4yTO 3TOT CHUHIPOM HacJeIyeTcsl Kak
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X-clUenyIeHHBI peliecCUBHBIN MpHu3HaK. YactoTa BeTpe-
yaeMocTH cuHapoMa Buckorra — Onapuya cocraBiseT
1:250 ThiC. [1,13,16,20,21,23,24].

Kak ObI1O0 OTMeueHo BbImIe, cHMHAPOM Buckorra —
Onapuya 00ycIOBICH KOMOMHHUPOBAHHOM HEI0CTATOY-
HocThio B- 1 T-mumdounToB 1 Xapakrepusyercs penu-
JUBHPYIOIMMH MHOEKIUIMH, SK3eMO M TPOMOOIHMTO-
nenueit [1,3,7,12,15,17].

W3BecTHO, uTo cuHapoM Buckorra — Onapuya siBisi-
eTcsl X-CLEIJICHHBIM PelleCCUBHBIM 3a00JIeBaHNEM, B OC-
HOBE KOTOPOT0 JIeXKAaT pa3InyHble MyTaluy B rene WASp,
pacIIOJOKEHHOM Ha KOPOTKOM IIeYe X-XPOMOCOMBI.
BceneacrBue mytanyu HaOnarogaeTcs OTCYTCTBHE BBIpa-
60TKH Oeka WASp 1n60 ero mpomyKIHs B OYCHb MAJIOM
Kon4ecTBe (TIpH 3TOM (PYHKIUSI CHHTE3UPYEMOro Oelka
Hapyuiena) [4,6,8,11,13,15,17]. Becneactsue nosiBineHus
MyTallid B T€HE, OTBETCTBCHHOM 3a BBIPaOOTKY Oecika
WASp, nmubo cunresupyercs nedextHas dpopma Oerka,
1100 OEIOK OTCYTCTBYET MOJIHOCTHIO, B PE3YJIBTAaTe YETO
pa3BHBAIOTCS HapyLIeHUs TeMocTa3a M HMMYHHUTETa
[5,8,15,23,24]. IIpnunHoi pa3BuTHs cCUHApOMa Buckorra
— Onapuya SBJISIFOTCS MyTallMU TeHa, KOTOPBIH KOAUPYET
6enox cunnpoma Buckorra — Onnpuua (BCBO, WASP —
Wiskott — Aldrich syndrome protein), nuromniasmaruye-
CKH TIPOTEHH, HEOOXOIUMBIH /ISt HOPMaJILHOTO OOMEHa
curHaiamu mexay T- u B-numdponuramu [2,7,8,17,20].

CornacHO JaHHBIM KIMHUYECKHX HCCIIEIOBaHUM,
st cuHapoma Buckorra — Onapuya xapakTepHbl Ya-
cTble MH(EKIMOHHbIE 3a0oyieBaHUs (BCIEICTBUE KOM-
OMHHPOBAHHOTO HAPYIICHUS UMMYHHOM 3amuThl). Tak,
XapaKTepHBIMH SBIISIOTCS ONNOPTYHUCTHYECKHE HHDEK-
uuK (BBI3BAaHHBIC YCJIOBHO-TIATOTEHHBIMH MHKpPOOpTra-
nusmami) [9,10,16,20]. B cBsi3u ¢ HapymieHueM (hyHK-
nuoHupoBanus T- n B-muMQo1uToB y manmueHToB pa3Bu-
BalOTCsl MH(EKIUH, BBI3BaHHBIE THOEPOJHBIMH OaKTepH-
SIMU ¥ ONIIIOPTYHUCTHYECKUMH OpraHu3MaMH, 0COOEHHO
BUpycamu ¥ Pneumocystis jirovecii. YacTbIMu SIBISIOTCS
WH(EKINH, BI3BAaHHBIE BUPYCOM BETPSHOM OCIIBI U BH-
pycom npocTtoro repreca [10,12,16,18].

IMpu stomM cuHapoMe HaOMIONAIOTCS KpOBOTEYE-
HUsl (HapyXXHbI€ U BHYTPEHHHE), KOTOPbIE BO3ZHHMKAIOT
BCJIC/ICTBHE yYMEHBUICHHsI KOJMYECTBA TPOMOOLMTOB H
HapyluieHus uX cBepThiBatoieil Qynkiun. Takwe kpo-
BOTEUECHHUS XapaKTEPHU3YIOTCS TPOIOKUTENBHOCTBIO U
permauBUpyomuM xapakrepom [5,11]. IlepbiMu mpo-
SIBJICHUSIMU YacTo SIBISIIOTCS reMopparnyeckue (00bI9HO
KpOBaBbIil MOHOC), a 3aTeM pelHUIUBHpPYIONe MHDEK-
LUK JIBIXaTeIbHBIX MyTeH, SK3eMa U TPOMOOIUTOIICHHSI.
Kpome Toro, npu cunapome Buckorra — Ongpuda Bo3-
HUKAeT K3eMa, KOTopast IMeeT XpOHUYECKUIl peIu1BH-
pyrommii xapakrep [8,9,13,23,24].

W3BecTHBI cleaytomme KpUTEPHH, XapaKTepHbIE IS
cuHapoMma Buckorra — Onapuya: yMeHbIIEHHE KOJIMYe-
crBa T-kJeTOK M WX (PyHKUUH; TOBBIIICHHBIE YPOBHH
IgE u IgA; Hu3koe copepkanue IgM; Hu3KMe WU HOP-
MasibHble 3HaueHus1 1gG; CHIDKEHHE HIUTOTOKCHYHOCTH
€CTECTBCHHBIX KHIUIEPOB W HAPYyLICHHBI XEMOTaKCHUC
HEHTPO(UIOB, HU3KUH YPOBEHb TPOMOOIIMTOB, H3MEHE-

HUe (PYyHKIMU JICHKOITUTOB. MOTYT HAOMIOMATHCS TaKKe
YaCTUYHBIC Te(DEKThI AHTUTEI K MOJTUCAXAPUTHBIM aHTHU-
reHaMm (HampuMep, K aHTHTeHaM rpymn KpoBd A u B).
TpoMOOIUTEI MaIeHBKHE, C eheKTaMu, pa3pyIICHUE UX
B CEJIC3CHKE YBEIUUCHO, YTO BEIET K TPOMOOIIUTOIICHHH.
JIyis mOATBEeP KICHHS TUArHO3a MOXKET HCIIOJB30BATHCS
aHanu3 myTtanwuii [14,16]. Beneactsue Bcero 3Toro cuH-
npom Buckorra — Onupuya sSBISETCS MEPBHYHBIM HUM-
MYyHOIE(UITUTHBIM HAPYIIICHUEM, KOTOPOE BKIIFOYACT B
ce0s1 KOMOMHHUPOBAHHBIC HAPYIIICHHS KaK T'YMOPaJIbHOTO,
TaK U KJICTOYHOTO UMMYHUTETA.

Berpeuarotest Takke OmyxoJid, 0COOCHHO BUPYCHBIC
B-xnerounsie aumdpomsl (BOb+) u ocrpeiii nmumdo0-
JIACTHBIA JIeHKO03, KOTOpbIN pa3BuBaerca moutu y 10%
ManueHToB B BozpacTte crapiue 10 et [5,19,22,24].

Kak mpoBoautcs jedueHue cuHapoma Buckorra —
Onppuya? DTO NOANCPKUBAIOLIAs Tepamnus ¢ Npodu-
JIAKTHYCCKUM  UCTIOJNIb30BAaHHEM  HMMMYHOIJIOOYIHHA,
AQHTHOMOTHKOB W alukiioBupa. [Ipu cuMnroMaTnyeckoi
TPOMOOIUTONICHUN TNPUMECHSIOT TICPCIUBAHUE TPOM-
OOIUTAPHON MAaCChl, B PEAKHX CIy4asX BBITOIHIIOT
CIUICH3KTOMUIO M TPAHCIUIAHTAIIUI0 TEMOMOITHYCCKUX
CTBOJIOBBIX KJIeTOK. [Ipu ieuenun cunapoma Buckorra —
Onapuya Juis peoTBPAIICHUS PEIUINBUPYIOIINX OaK-
TePUATbHBIX MH(EKIUH MPOBOIAT MPOGUITAKTUICCKYIO
TEpanui0 aHTHOUOTHKAMH M MMMYHOTIOOYJIUHOM; ISt
MPOQUIAKTHKU CEPhE3HBIX BUPYCHBIX WH(EKIHMHA MPo-
CTOTO IepIieca UCTIONB3YIOT aAlIUKIOBUD; TIPH JICUCHUH Te-
MOppPArky OCYIISCTBISAIOT MEPEIUBaHUE TPOMOOIUTAp-
HOW Macchl. [1pu TsDKeToi TPOMOOITUTOIICHUH BO3MOXKHO
MPUMCHCHHE CIUICHIKTOMHUHU, HO OOBIYHO ¢ HM30eraroT
M3-3a yBeJIWYeHHs pucka cemncuca [6,9,11,15,16,20,24].
ENMHCTBCHHBIM YCTAHOBJICHHBIM CIIOCOOOM H3JICUCHUS
SIBIISICTCSL TPAHCIUIAHTAIMSI TEMOIOSTHUCCKUAX CTBOJIO-
BBIX KJICTOK, HO TCHHAs TEPAIUs HAXOMUTCS Ha CTaUU
HCClieIoBaHus. be3 TpaHCIaHTaluu OOJIBITUHCTBO Ia-
IUEHTOB YMHUPAIOT K 15 roj1aM, OTHAKO HEKOTOPBIC MOTYT
JIOXKUTH JI0 3pETIOTO BO3pacTa.

LEJb UCCJIEJOBAHU A

Onucanue KIMHUYCCKOTO Cydas MalUCHTa C CHH-
npomoM Buckorta — Onapuya.

MATEPUAJ U METO/IbI

Omnucan penkuii KIMHUYECKUN cly4yall malueH-
Ta C TCPBUYHBIM HMMYHOICGHUIIMTOM — CHHAPOMOM
Buckorra — Onapuya. 3aboneBaHue MPOSBISIOCH pas-
HOOOpa3HBIMU KIIMHUYCCKUMHU CUMIITOMaMHU, YTO COIIPO-
BOXKIAJIOCh PA3IMYHBIMU KJIMHUYCCKUMH JHArHO3aMU.

Ion nabmronenuem B mMae 2022 roma ObLT MajbUUK
B BO3pacte 15 neT, KOTOphIf HaXOJWJIcAd Ha JEYCHUH B
IlenTpe AeTCKON TeMaTOJIOTHH, OHKOJIOTHH M KJIMHUYC-
ckoit ummyHosorud M3 PY3. C s3Toro BpeMeHH peOeHOK
HAXOJMTCS Ha HAONIOJACHUU exeMecsdHO. PeOeHOK ObLT
OCMOTpEH, COOpaH MOAPOOHbII aHaMHe3. MBI TOCYUTATTH
omHcaTh ¥ OCMOTP, U aHAMHE3 PEOCHKA B CICIYIOIIEM
paszerne.

PE3VJIBTATBI U OBCYXXJEHUE

PebeHoK poIiiics OT MOJIOMBIX M 3IOPOBBIX POJIUTE-
neit. Hepoacreennsrit opak. XKutens ropona TamikeHra.
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PeGeHok OT 4-if GepeMEHHOCTH, POIWICSA B CPOK, €CTe-
CTBEHHbBIC poAbl. BakiuHanus mnpaxTnuyecku He ObLia
MpoBeZieHa W3-3a CTpaxa MarepH. [IpoGiemsl co 370-
pOBbEM y pebeHKa Havyajauch Ha MEPBOM IOy KHM3HH, C
YacThIX MPOCTYIAHBIX siBINeHuH, yacTeix OPBU, napunru-
TOB. MHOTrO pa3 mnoyry4aiau aHTUOMOTHKH B/M U B/B, OT-
MeYalluCh Kalllelb, OZBIIIKA, HOBBIIICHHE TEMIIEpPaTyphl
tena. [Tocie rona Ha Tene pebeHKa OTMEYAINCh EANHIY-
HBIE JJIEMEHTBI reMopparudeckoii ceimu. M3 cemeliHoro
aHaMHe3a: ctapinuii peOeHOK ymep B Bo3pacte 10 jer
OT TPOMOOLMTONEHUH, BTOPOH CBIH C JIETCTBa OOJICH
TPOMOOIMTONICHNEH, HAXOANUTCS Ha y4eTe IeMaToJIOroB.
Tpertuit cblH onmuchIBaeTCsa B JaHHOW cTartbe. EcTh 3710-
poBasi IeBOUKa B ceMbe. Y POJCTBEHHUKOB, POJUTENEH,
0alyIIek U JIeyIIeK MaTONIOTUs CO CTOPOHBI KPOBETBOP-
HOUW CHCTEMBI HE BBISIBIICHA.

B mae npu nocrymiieHnn y peOeHKa OTMEdYalluch
OOMJIbHBIE TeMOPPAarn4ecKue MEKOTOYEHUHBIE BBICHINA-
HUSI IO BCeMy Telly. B cranmoHape oTMeuanoch ycuie-
HHUE reMOpParn4eckoro CHHAPOMa MO CMEIIaHHOMY THITY
—CHHSYKOBO-TIeTeXHallbHOMY. KonmuecTBo TpoMOoIu-
TOB IpH nocTyruieHuy — 25x109/11. B oTHOmIEHn 6poH-
XOJIETOYHO MaTOJIOTMY OTMeYasiach MOJ0KUTENbHAs IU-
HaMHMKa, OIHAKO BBIPAKEHHOCTh FTeMOPParn4eckoro CHH-
JpoMa ycuinBaach. PeOEHOK OCMOTpEH reMarosioramy,
BBICTaBJICH JIMAarHO3: WAWOINATHYECcKas TpoMmOoIuTorne-
HUYecKas Imyprypa, anemus | cremenu. KommuectBom
TPOMOOIIMUTOB B OOIIEM aHalIM3e KPOBU CHHU3HIKCH IO
15x109/1. TloaToMy pebeHOK OBUI OCMOTpEH HMMY-
HosoroM. CocTrosiHME peOeHKa OLIEHEHO KaK TSDKENoe
32 CYET BBIPAKEHHOTO TI'€MOPPArduecKoro CHHAPOMA.
KonmuectBo TpombonuToB B OAK pe3ko yMehIIUIoCh,
10 TIOBOJY YEero MONYYHJI TepeIrBaHue IJIa3Mbl, Tpe-
HU30JIOH, TpoMOOMaccy. YUnThIBas TSKECTh COCTOSHUS
peOeHKa, BBIpa)KCHHBI MHTOKCHKALMOOHBIA CHHIPOM,
neiikoruro3, yckopenHoe COD, aHeMmuio, remarocruie-
HOMETAJINIO, BBIPAXKEHHBIH TeMOPParn4eckuii CHHIPOM,
10 BCEMY Telly OOMIIbHAsK MeTeXHUallbHasl ChIb, MECTAMHU
reMaroMbl, TPOMOOIIMTONICHUIO B aHAIM3aX KPOBH, yCTa-
HOBJIEH KJIMHWYECKUH nuarHo3: [lepBuuHbIil IMMyHO/IE-
¢unnt, cunapom Buckorra — Onngpuya. MimmyHoorom
MIPEAJIOKEHO TPOBEJICHHE TI'eHETHYECKOro —aHaln3a,
KOTOpBIN BBIABUN fenenuio reHa WASP. BrictaBnen
OKOHYATEJIbHBIH KIMHUYECKUi nuarHo3: IlepBuuHBIH
nmmyHoneguuur. Cunnpom Buckorra — Ongpuua.
KpoBbs Ha uMMyHHBIH craryc: mumdonutst 3,15x109/m,
T-mumporuter CD3+ 31%, CD4+ 24%, CD8+ 9%,
CD4+/CD8+ 1,0, CD20+ 4%, CD16+ 11%, ¢arouutos
42%. Co cTOpOHBI TYMOPATbHOTO UMMYHUTETA, BBISBIIC-
Ho cHkeHue ypoBHs IgG u IgA Ha (oHe MOBBIIIEHHOTO
3nauenus IgE. 3axmouenne: CHIKEHNE OTHOCHUTEIILHO-
ro koiauyectBa T-o0mumx numdoruros. MMMyHonOrOM
Ha3Ha4YeHbI IPOTHBOBHPYCHBIE, IPOTHBOOAKTEPHAIILHBIC
W aHTHTMCTaMHHHBIC Tpernaparbl. B HacTosmiee Bpems
MIPOBOJIUTCS BHYTPUBEHHAss MMMYHOIJIOOYIMHOBAs Te-
panus. OO1ee cocTosiHUEe peOeHKa CPeTHEH TAKECTH 110
OCHOBHOMY 3a00JIeBaHUI0. FIMEIOT MECTO aHEMHUCCKUH,
WHTOKCUKAIIMOHHBIM, TeMOpparn4eckuii  CHHIPOMBI.
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KoxHbIe TOKPOBBI OJIEHOI OKPACKH, KOXKa Ha OIIYIIh CY-
xast, OOMJIbHBIC TEMOPPArHIeCKHE MEITKOTOUCYHBIC TICTe-
XHUAJIbHBIC BBICHITIAHHS TI0 BCEMY TEITy, MECTaMH reMaTo-
MBI, JIEMCHTHI IICTYIICHUSI © MAKPOTPEIIICHBI B MECTaX
ckianok. CamouyBcTBHE HOpMalibHOe. CO3HAaHUE SICHOE.
Temmepatypa Tena B mpeneniax HOPMBI. Mansuuk mpa-
BHJIBHOTO TEJIOCIOKEHUS, TOHM)KCHHOTO MUTaHusA, (Hu-
3MYECKU He pa3BUT. CUMITOM MOKOJAYMBAHUS OTPHIIA-
TEJBHBIA ¢ 00euX cTOpPOH. JKMBOT MSTKHM, IPU MabIIa-
uu 6e300ne3HeHHbIH. CTyIn KalmeoOpasHbIi, )KEJITOTo
nBeta. Moueucmnyckanue cBoOoHOE, 6€300Ie3HCHHOE.

BbIBO/IbI

B cratbe ommcaHbl OCHOBHBIC MOHSATHUS CHHIPOMA
Buckotrra — Onapuua ¢ nocienyromed JeMOHCTpaluei
pebeHka, KOTOphI paHee omucaH mpodeccopoM A.A.
Hcmannosoit. OTnaneHHBId TPOTHO3 Y JaHHOTO OOJb-
HOTO COMHUTEJBHBIN, MBI 3HAEM, UYTO OIPEICICHHBIN
3¢ GEKT MOXKET OBITH OT TPAHCIIAHTAI[MH KOCTHOTO MO3-
ra. 3BecTHO, YTO CTPAJacT BBIABISCMOCTh MMAIUCHTOB
B PaHHEM CpOKE, TO €CTh HeoOxomuma MH()OPMHUPOBAH-
HOCTH Bpadeii O MEPBUYHBIX UMMYHOAC(HUIIUTAX, CKPBHI-
BAIOIIMXCS MO MACKOHM Pa3IMYHBIX CUMIITOMOB.
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