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Abstract. The aim of investigation is to describe the clinical case of a patient with
Wiskott-Aldrich Syndrome.

Materials and methods. We present a clinical case of a boy born in 2007 with a
clinical picture of primary immunodeficiency, manifested in the form of Wiskott-Aldrich
Syndrome. The child is under the supervision of a hematologist and immunologist at the
Center for Pediatric Hematology, Oncology and Clinical Immunology.

Results and discussion. The boy had a wide range of clinical and laboratory
symptoms, suchasaseriouscondition ofthe child, severeintoxication, hepatosplenomegaly,
petechial rashes on the skin of the body, hemorrhagic syndrome, anemia of unknown
origin in the blood, leukocytosis, accelerated ESR, thrombocytopenia. Taking into account
all the above indicators and data, Primary Immunodeficiency, Wiskott-Aldrich Syndrome
diagnosis was established.

Conclusion. Based on this clinical case, one can be convinced that the clinical
picture, including the characteristic triad of symptoms of this disease, is quite specific.
Consequently, it helps doctors in differential diagnosis with other diseases.

Key words: Wiskott-Aldrich syndrome, congenital immune disorders, primary
immunodeficiency, thrombocytopenia, eczema, petechiae, hemorrhagic syndrome.

CuvHagpom BuckoTtta-Ongpunya — gOCTaTOYHO peakoe no BcTpeyae-
MOCTK X-cuenneHHoe 3aboneBaHne C xapakTepPHON TpMaaon: MMMyHoae-
duruUMTOM, TPOMOOLMTONEHMEN N IK3EMOW. JTO NMPOUCXOANT B pesynbrare
reHeTM4ecKkon MyTaumm B reHe, kogupyrowem benok cuHgpoma Buckot-
Ta-Ongpuya (WASP), BINAIOLWNIA HA MMMYHHYIO CUCTEMY W Bbi3blBaOLLMIA
cocTosiHMe nmmyHogeduumta. (1,2,8,10) 3abonesaHne MMeeT LUMPOKUIA
CMEKTP B 3aBUCMMOCTU OT reHHbIX MyTauuK, OT Tskernoro peHoTmna (knac-
cnyecknn WAS) pno Gonee nerkoro (X-cuenneHHas TpoMbouuToneHus
(XLT) n X-cuenneHHas HentponeHus). o nocrnegHUM JaHHbIM YacToTa
ero oueHmnaetcs kak 4-10 cnyyaeB Ha 1 MiIH HOBOPOXAEHHbIX 1 BonetoT
B OCHOBHOM Manb4vukn (B €ANHUYHBIX criydasax gesodku). (1,3,4,11) OTot
CYHOPOM Bbi3biBaeTcs MyTtaumsamm B reHe WAS, koTopbi cogepxuT 12
9K30HOB M PacnofnoXeH Ha KOPOTKOM rnrieye X-xpomocombl (Xp11.23). leH
WAS koagupyet 6enok cuHgpoma Buckotta-Ongpuya (WASp), KoTopbi
npegctaenset cobon 6enok 3 502 aMMHOKMUCIOT U KINOYEBYHO MOMEKYIyY
ANs nonuMmepusaumm akTMHOBOro uutockeneTta. (4,7,8,9,12) WASp akc-
npeccupyeTca BCEMU reMorno3TUYECKUMU KITETKaMM 1 BbINOMHAET BaXXHble
KNneTouHble (PYyHKUMWN, Takne Kak obpasoBaHME WMMYHOMNOTMMYECKUX CU-
HaMncoB , BbICBOOOXAEHNE CEKPETOPHbIX rpaHyn, daroumTos, KrneToyHas
Murpaumsa n nogBuxHocTb. (1,2,9) B 1937 rogy noktopom BuckotTom Obinm
onucaHbl Tpu Bparta ¢ TpoMobLUMTONEHMEN, KPOBABLIM MOHOCOM, SK3EMOM
N peungmeupyowmnmMm nHgekumamm yxa. B 1954 rogy, npoktop Ongpuy go-
Kasarn, 4Tto 3aboneBaHue HacnegyeTcst Kak X-CuensieHHbIN peLeCcCUBHbIN
npusHak. B panbHenwem 6b1nun BbiiBNEHbI NPU3Haku MMMyHoaeduunTa,
noatomy CuHapom Buckotta-Ongpuya siBnsercs nepBUYHbIM UIMMYHOe-
PUUNTHBIM COCTOSIHMEM, NMopaxatwum T-numdoumnTtel U B-numpoumnTol.
(10,11) Tarxke 6onbHble ¢ CBO yacTo nogBepXeHbl BO3HUKHOBEHUIO 3110-
KayeCTBEHHbIX onyxornen (BonbLUNHCTBO U3 KOTOPbIX UMEKT NUMdo-peTu-
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KyNApHOe NpouCXoXaeHue, cpean HUX Yallle BCero BCTPeYatoTCA HEXOLXK-
KMHCKME NMMEOMbI) 1 ayTOMMMYHHbIX 3aboneBaHumn, XxapakTepHble Ans
bonee TAXenoro Te4yeHnsa sabonesanus.(1,6,9,11,12)

KnuHnyeckaa kaptmHa 3aboneBaHusi y 6onbHbix ¢ CBO moxer
CWUNbHO BapbMpoOBaTb OT NepeMexaroencs TpPoMOoUNTONEHNN C HE3Ha-
YATENbHBbIM FEMMOpPAarM4eckumMm CUHAPOMOM A0 TSDKENOro COCTOSIHUS C
BblPa>XEHHbIM HE TOSbKO WUHMEKUMOHHLIM N remMopparnyeckum, HO 1 ay-
TOMMMYHHbIM cuHapomamu. (3,8,9) N'emopparmyeckuin CMHAPOM SABMSAETCA
OOHUM M3 NEepPBbIX CUMMNTOMOB, TaK Kak TPOMOOLIMTONEHUS, Kak NpaBuso,
OTMEYaeTCs C MOMEHTa poXaeHus, 3aboneBaHne MOXET MNPOSABNATLCA
KPOBOTEYEHMSIMU M3 MYNOYHON paHKK, a Takke TakMmMu CUMATOMaMm, Kak
MerneHa, annucTakcuc, remaTypusi, NneTexnanbHas Cbifb Ha KOXe, a Takke
BHYTpUYEPENHBIMU U KeNygo4YHO-KULLEYHbIMU KpOBOTEYEeHNsMN. KposoTe-
YeHUs ABNAITCA Yallle BCero OCHOBHOM NpuynMHom cmepTHocTu npu CBO.
(1,5,8,12) ATonnyeckumn gepmatuTt Takke SBNAeTca OgHUM N3 paHHUX Npu-
3HakoB CBO, koTopbI NpoABAAETCA B NepBble roAbl Xn3Hn pebexka. OH
MOXET M OTCYTCTBOBaTb B 3aBUCUMOCTU OT TshkecTu TedeHus CBO. bonb-
Hble OeTW Yalle NoaBepXKeHbl MHAEKLMOHHBIM 3aboneBaHnsiM, B CBA3UN C
HapyLeHMaMU YHKLMI r'yMOParnbHOro 1 KNETOYHOro UMMYHUTETA, TaknM
Kak OTUTbl, CUHYCUTbI, NHEBMOHUN, cencuc. (5,7,8,9,10) MNMpu anarHoctu-
Ke NepBOCTEMNEHHbIM SBNSAETCS MHTEpnpeTaumsi aHanmsa KpoBu, r4e Mbl
MOXeMm Habnogatb cneumduryeckyto kaptuHy CBO, nomoratowasn Takke
andpepeHumpoBaTtb ero ¢ gpyrummn 3abonesaHnamun. Kak 6eino ckasa-
HO paHee, Hambornee 4YacTbiM MPU3HAKOM SIBASIETCA TpoMbounuToneHus
CO CHMXeHnem obbema TpoMbouunToB. VIMEHHO CHWXEHME TpoMboLMNTOB
M NOMOraeT Bpayvy npu NnocTaHoBKe AuarHosa u g depeHunpoBaTtb OT
Apyrux Bmaos TpombouutoneHun. (4,12) Ha nmmyHorpamme Mbl MOXEM
Habnogatb cHmkeHne CD8 nnumdounToB, Takke OTMEYAKTCS CHMKEHNE
peakumMm Ha MUTOreHbl, CHWXeHWe nponudepaumm B OTBET Ha CTUMYNS-
LMIO annoreHHbIMN KreTkamn U MOHOKITOHanbHbIMK aHTuTenammn k CD3,
HapyLlLleHne peakuun rmnepyyBCTBUTENbHOCTU 3amMefieHHOro Tuna B OT-
BET Ha cneunduyeckne aHtTureHol. Peakumm ru nepyyBCTBUTENBHOCTY 3a-
MeaJIEHHOro TUNa HapyLweHbl npaktnyeckn y 90% BornbHbIX. B rymopans-
HOM 3BEHE OTMeYaeTCHa YMePEHHOe CHXeHNe B-numdoumnToB, CHUXeHWe
ypoBHS IgM, HOpManbHbIN NN CHUXKEHHbIN ypoBeHb IgG, nosbiweHve IgA
nIgE. (5,6,8,9) MHTepecHon 0COBEHHOCTLIO MMMYHHOIO cTaTyca BosbHbIX
CBO saBnsietca oTHocuTeNbHOE 1 abCOMOTHOE NOBbILLEHME HATyparbHbIX
Kunnepos.(6)

Hanbonee acpdektnBHbiM MeTogom nedeHuns CBO sensetcsa TpaHc-
nnaHTaumsi reMono3aTn4ecknx cTeosoBbix knetok (TICK), BbiknBaemocTb
BonbHbIX Nocne KkoTopon gocturaet npaktudeckn 80% v 6onbLue. (4,8,11)
Yawe npuberatoT K nogaepxvBatolLlen Tepanim B BUAE MCMNOMb30BaHMWS
NMMYHOrNobynnuHa, aHTMOMOTUKOB LUMPOKOro CNeKTpa, a Takke NpoTUBO-
BMPYCHbIX NpenapaToB Npv BbISIBIEHUM BUPYCHOW 3TUonornn 3abonesa-
HKA.(1,3,8)

MaTtepuanbl u meToAbl: HamMu NpeaCcTaBneH KIMHUYECKUIA Cryyan
Manb4imka 2007 roga poXxaeHusi C KIIMHUYECKOW KapTUHOW NePBUYHOTO UM-
MyHogeduumTa, nposisnsawowmica B Buge CuHgpoma Buckotta-Ongpuya.
PebeHok HaxoguTcs nog HabnogeHvem Bpada-remaroriora U Bpada-um-
MyHonora B LleHTpe [eTckon rematonoruu, OHKOMOrMM U KIMHUYECKOWN
NMMYHOOTUN.

PesynbraTtbl n obcyxaenue: Manvunk 2007 roga poxgeHus, 3-n
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pebeHoK B ceMbe, OT 4-1 BepeMeHHOCTH, poaunca Ha 38- Hegene, poabl
domamonorundeckune. NpodunakTnyeckne npUBMBKU NMPaKTUYECKN HE MOory-
4w B CBA3M C npeHebpexeHnem matepu. I3 cemenHoro aHamHesa: poau-
Tenu CocToaT He B BrninskopoacTBeHHOM Opake, 340poBbl. HacnencrTeeH-
HbIX 3aboneBaHnin He oTMevatloT. B cembe ctapwunn pebeHoK — Manb4uK,
ymep oT TpombouuTtoneHun B Bospacte 10 ner, BTopon pebeHOK B ceMbe
— Manb4uK, ¢ getctea 6oneH TpoMbOLMTONEHNEN, COCTOUT Ha y4yeTe Y re-
MaTosiora, NPoOXoauT NpodunNakTU4Yeckn nevyeHme. YeteepToin pebeHokK B
ceMbe- JeBoYKa, 300poBa. [lepBble KIMHUYECKME NPU3HaKU Hadanu Bbl-
ABNATLCA Ha NEPBOM rogy Xu3Hu B Buae yYactbix OPBU, anneprmuyeckmx
peakumn. MHOrokpaTHO nonyyan crtauyuoHapHoe rnedeHue. B Bospacte 1
roga Hadana nosiBNATbCS remopparnyeckasi Cbifb Ha KOXHbIX MOKPOBaXx.
Mpn nocnegHem noctynneHnn B ctauuoHap B mae 2022 roga, pebeHok
ObIN B TAXKENOM COCTOSAHUM, SCHOM CO3HaHUKU. TSKeCTb COCTOSAHUS 00y-
CNoBfieHa MHTOKCUKALMOHHbLIM, remMopparmyeckum n aHeMUYECKUM CUH-
apomamu. KoxHble nokpoBbl GreaHble, XOnogHble Ha Olwyrnb, OTMeYa-
nncb 0bunbHbIE reMopparnyeckme MeniKoTo4eYHble BbIChINaHWs No BCEMY
Teny, remopparm4eckun CUHAPOM MO CMELaHHOMY TUMY — CUHSIYKOBO-Me-
TexmanbHbli. [1py NOCTYNNEeHUM KONMYECTBO TPOMBOLMTOB BbINIO paBHO
25x109/n. Ha ocHoBaHUN KNUHUYECKOro 1 NabopaTopHOro AaHHbIX rema-
TOnorom 6611 BbICTaBMNEH guMarHo3s: Miguonatnyeckasa TpomboumntoneHmnye-
ckada nypnypa, aHemust 1 creneHn. OgHako COCTOsIHME yXyAllanocb, 3a
CYEeT reMopparmyeckoro CMHAPoOMa, KonM4ecTBo TPOMOOLIMTOB CHM3UIOCh
0o 15x109/n, Bcneacrteme Yero notpeboBanack KOHCyNbTaumMsa Bpadva-um-
MyHonora. YuntbiBasi AaHHbIE€ KIMHUYECKOW KapTuHbI U AMarHo3 remaTto-
nora 6bin BbICTaBneH AnarHoa: [epBuyHbIN MMMYyHOAedUUNT, CUHOPOM
Buckotta-Ongpuya. B ganbHenwem no HacTaBneHnio Bpada-mMmMyHosiora
ObIN10 NPOBEAEHO reHETUYECKOE NCCNefOoBaHNE, KOTOPOE BbISIBUIO Aene-
unto reHa WASP; ummyHorpammy co crniegyowmmm nokasarenamu: CD3+
31%; CD4+ 24%; CD8+ 9%; CD4/CD8+ 1,0: CD20+ 4%; CD16+ 11%;
darountos 42%. Takke cHmxkeHne ypoBHSA IgA n IgG, noBbIWEeHNe YPOBHS
IgE. B kayecTtBe neveHuns 6oina Ha3HavyeHa Tepanus B BUAe nepenvBaHnm
nnasmbl, Tpombomacchl U BBeaeHna KopTukocteponaos (NpegHU30moH).
A Takke NpPOTMBOBUPYCHblE, aHTUBaKTepuarnbHble U aHTUTMCTaMUHHbIE
npenapartbl. B HacTosiwee Bpems NpodusiakTM4eckm npoBognUTCH BHYTPU-
BEHHas UMMyHornobynuHoBas Tepanusi.

BbiBOAbI: OCHOBbLIBAsACb Ha [aHHbIN KIMHUYECKUIW CIlydam MOXHO
y6eanTbCcs, YTO KNMHUYECKasa KapTuHa, B TOM YUCHE U XapaKTepHas emy
Tpaga cCMMNTOMOB AaHHOro 3aboneBaHusi 4OCTAaTOYHO cneumdunyHa, YTo
nomMmoraeTt Bpadyam npu gudpdepeHumansHon gnarHocTuke ¢ opyrumn 3a-
BGonesaHuaMN.
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