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Pesiome

CviHgpom Buckotta - Ongpuda (CBO) — MHOrorpaHHoe MOHOreHHOe 3aboneBaHue C Wn-
POKUM CMEKTPOM MPOABSIEHNIA, Pa3INYHON CTEMEHbIO TAXKECTU U MHOrOOOpasvem Bapu-
aHTOB JleyeHus. B cTaTbe NpeacTaBneHbl ABa CEMeNHbIX CrlydYada cuHgpoma BuckorTta — On-
ApVya C PasINUYHbIMU KNVHMYECKUMU NposBieHnamun. Npobnema akTyanbHa Ans Bpayei
pasnMyHbIX CNeLnanbHOCTeR, MOCKOJbKY TpebyeT MyNbTUCMCTEMHOMO MOAX0AA NPY ANHA-
MMYeCcKkoM ambynaTopHOM HabnogeHUN.

KnioueBble cnoBa: TpomMboLMTONEHUA, MUKPOTPOMOOLUTBI, FeH cMHApOMa BuckoTTta —
Onppwya, 6enok cnHgpoma Buckotta — Ongpuya, X-cuensnieHHaa TpPoMbGoLMTONeHNA

Uglova T.l<, Bishneva L., Yemialyanova I., Lubushkin A.
Republican Scientific and Practical Center for Pediatric Oncology, Hematology
and Immunology, Minsk, Belarus

Wiskott — Aldrich Syndrome:
Family Cases with Different Presentation

Conflict of interest: nothing to declare.

Authors’ contribution: Uglova T. — concept and preparation of the manuscript, scientific editing of the article; Bishneva L. -
performance of laboratory tests (determination of platelet size); Lubushkin A. - performance of molecular genetic studies;
Yemialyanova I. - analysis of clinical data of patients, description of family cases.

Submitted: 10.10.2025

Accepted: 17.11.2025
Contacts: uglova@oncology.by, mail@oncology.by

Abstract

Wiskott — Aldrich syndrome (WAS) is a multifaceted monogenic disorder with a broad
disease spectrum and variable disease severity and a variety of treatment options.
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The article presents two familial cases of Wiskott — Aldrich syndrome with different clinical
presentations. The problem is relevant for doctors of various specializations, as it requires
a multisystem approach in dynamic outpatient monitoring.

Keywords: thrombocytopenia, microplatelets, Wiskott — Aldrich syndrome gene, Wiskott —
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B BBEOEHWNE

CviHgpom BuckotTta — Ongpuua (WAS) - opdaHHoe X-cuennieHHoe 3aboneBaHue, xa-
pakTepmsyloleeca Tpuagon MPU3HaKoB: MMMyHozedbuumuTom, TpombouuToneHuen c
MUKPOTPOMOOLMTaMK, 3K3eMOIN 1 NPeApacnoNoXeHHOCTbIO K ayTOUMMYHHbIM 3abone-
BaHUAM 1 3/10KayeCTBEHHbIM HOBOOOPAa30BaHMWAM, Bbi3blBaeTCA MyTaumammn B reHe WAS,
KOTOpbIN KogupyeT 6enok cuHgpoma Buckotta — Ongpuua (WASp) [1]. TnobanbHan pac-
NPOCTpaHeHHOCTb coctaBnAeT 1-10 Ha 1 MAIH My>XXCKOro HaceneHusa [2]. HecmoTpa Ha To,
yTO ero nprpoga yctaHosneHa B 90-x rogax npownoro Beka [3], WAS octaetca mMHoro-
rPaHHbIM PAacCTPONCTBOM, CTaBALMM Nepes Bpayamm 1 CEMbAMU OYEHb CNIOXKHbIE 3aJaun.

len WAS kaptupoBaH Ha KOPOTKOM Mneye X-XpOMOCOMbl B nonoxeHun Xp11.23-
Xp11.22 n coctout n3 12 3K30HOB. B HacTosee Bpema onucaHo 6onee 300 ero myTa-
LMiA, NpMBOAALKMX K HapyLleHnto KoHdurypaumnn WASp. Hanbonee pacnpocTpaHeHHbIMM
MyTaLMAMM ABAAIOTCA MUCCEHC-MyTauMu (M3MEHeHne OfHOW Napbl OCHOBAHWI Bbi3blBaeT
3aMeHy Apyroi aMMHOKMCIIOTbI B NOfyyeHHOM benke, uto aenaet 6enok HedyHKLMOHaMb-
HbIM), 32 KOTOPbIMY CNeAyIoT HOHCEHC-MyTaLmMK (3ameHa OfHOM Napbl OCHOBaHMA, NPUBO-
AALAsA K NOABNEHUNIO CTOM-KOAOHA TaMm, Fae paHee bl KOLOH, onpeaenaowmii aMmMHOKNC-
noTy), MyTaumn caiTa CrilaicrHra (reHeTuyeckan mMyTaLmsa, KOTopas BCTaBNAeT, yaanaeT
U N3MeHAET PALJ HYKNEeOTUAO0B B KOHKPETHOM CaliTe, B KOTOPOM NPOUCXOAUT CRAaNCUHI
BO BpeMmsA co3peBaHnA MaTpuyHon PHK) n MmyTauma co cABMIom paMKu CYATbIBAHUA — TWN
MyTaLuK, CBA3AHHOW CO BCTaBKOW MK yAANeHNEM HYKeoTAa, B KOTOPOM KOMYECTBO
yAaNneHHbIX Nap OCHOBAHWUN He «KpaTHO TpeM», TaK KaK KneTka CUMTbIBAaeT reH rpynnamu
no TP OCHOBaHMA. [pu HapyLLeHUW 3TON PamMKK CUUTbIBAHWA B pe3ynbTaTe MyTaLuu BCA
nocnepgoBaTenbHocTb JHK Oyaet npoyritaHa HenpaBuiibHO. V3-3a LULMPOKOro CleKTpa re-
HeTUYeCKnx MyTauuii camo 3aboneBaHue nmeeT GeHOTUNUYECKYIO N3MEHUNBOCTb B Ana-
na3oHe ot Taxenon (knaccnyeckuin WAS) go nerkon ¢opmbl (X-cBA3aHHON TpomboLuTo-
neHnmn) n X-cBA3aHHON HENTPOMEHNN.

benok WASp skcnpeccnpyeTca Ha BCeX HESPUTPOUAHBIX U FeMOMO3TUYECKNX KNeTKax.
WrpaeT BaxkHY10 ponb B Nepefaye CUrHanoB C MOBEPXHOCTU KNETKU Ha akTUHOBbLIV LIUTO-
ckeneT. OH BOBJIeUEH B KNETOUHbIV CUTHANIVIHT, KNETOYHOE [BVXeHne, anonTtos, ¢opmu-
pOBaHMe MMMYHOJIOIMYECKOro CMHanca, CBA3biBaeT PepMeHT ryTaTuoH-S-TpaHcdepasy,
KOTOpbI Heobxoaum ana nonapmsauuy T-NMMPOLUTOB B TEUEHUE KOHTAKTa C aHTUMeH-
npeseHTUpyrLWUMN Knetkamm [2, 4-6]. OTCyTCTBUE, CHUMKEHME N HapyLIeHNe akTUBHO-
¢t WASp nprBoguT K gepektam MMMYHHOW CUCTEMbI.

Hedektbl T-kneTok y naumeHToB ¢ WAS xapaKkTepu3yloTca Kak KayeCTBEHHbIMU, Tak
N KONNYECTBEHHbIMU OTKAOHEHUAMMK. XOTA MPU POXKAEHUU KONMYECTBO T-KNeToK Hop-
MaJsibHoe, K 6-8 rofam »K13H1 NPOrpeccupyoLMin anonTo3 NPUBOAUT K T-numdoneHunm.
Moyt y NONOBKHbI NALNEHTOB HabNIOAAETCA aHOMASbHbIN NPONUdepPaTUBHbI OTBET Ha
MUTOreHbI, YTO YKa3blBaeT Ha KaueCTBeHHble OTKNOHeHNA T-kneTok. [ledekTbl B-knetok
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NPoABNAIOTCA aHOMasIbHbIM Npodunem MMMYHOTTO6YNIMHOB, KOTOPbIV BKITIOYaeT HU3KUE
ypoBHM IgM B CbIBOpOTKe KpOBW, BbICOKME YPOBHU IgA 1 BbicOKMe ypoBHM IgE. YpoBHU
IgG B CbIBOPOTKE KPOBU OObIYHO HOPMaJIbHbIE, XOTA CNOCOOHOCTb K BbipaboTke AocTa-
TOYHOrO ryMOpasibHOro OTBETa Ha NosicaxapyaHble aHTUreHbl M HEKOTOpble NenTUAHble
aHTWreHbl, BKNoYasa MGTEPUIAHbIN, CTONOHAYHBIA U BaKUMHY NPOTMB MHEBMOKOKKA, Y
NaLMeHTOB CHIVXKeHa. TOT aHOMaJIbHbIA F'YMOpPanbHbI OTBET ABAAETCA NPAMbIM cnef-
cTBMEeM AedeKTHOro B3anmopdencTama T-KneTok 1 B-kneTok, 4to NpmBOgMT K HECnocob-
HOCTU B-KneTok mamATu nepeknouyatb M30TUMbL. JedeKkTHas LUTOTOKCMYHOCTb ecTe-
CTBeHHbIX KnnepoB (NK-KneTok) 06bACHAET NOBbIWEHHbIA PUCK BUPYCHbIX MHPeKLNA 1
3/10KayeCcTBEHHbIX HOBOOOPa3oBaHWiA. IHBapraHTHble eCcTeCTBEHHble Kunnepbl T-KneTku
MOMHOCTbIO OTCYTCTBYIOT Y NaumeHToB ¢ CBO n X-cuenneHHon TpomboLMToneHner, 4to
npeppacnonaraeT NauneHTOB K NOBbILEHHOMY PUCKY ayTOMMMyHUTETa 1 paka [6]. Me-
XaHV3Mbl ayToummyHuTeTa npyu WAS BKnloualoT HeagekBaTHyto ¢yHKLUMIO Treg-KneTok,
noTepio TONEepPaHTHOCTM B-KNeTok 3a cyeT MONoXKUTeNbHOro OT6opa ayTopeakTUBHbIX
nepexofHbIx B-KneTok, aKcnaHCcMmn ayTopeakTUBHbIX B-KNeTok n npogyKummn aytoaHTuTen,
HapyLweHua Fas-onocpefoBaHHOMO anonTo3a ayTopeakTUBHbIX numdoumnTos, n aedekT-
HbI PparoLMTo3 anonTOTUYECKUX KNETOK, MPUBOAALLMNIA K XPOHUYECKOMY BocnaneHuio [7].
®yHKUMoHanbHble aedeKkTbl GaroymTapHbIX KNETOK, Bbi3BaHHble AeDEKTHbIM XeMOTaKCK-
com, flerpaHynsumelt n cbopkor nofgocom, npeapacnonaratT K HapyLueHuto BHyTprdaro-
COMHOTO YHUUYTOXKEHUA MUKPOOPraHn3MoB [7]. AHOMasbHble aHann3bl CKPUHMHIA HOBO-
POXKAEHHbIX Ha TAXKENbIN KOMOUHUPOBaHHbIN MMMyHOLeGULMT NO3BONAIOT BbIABUTb He-
6onbLuyto yactb WAS, Uto NprBOAWT K paHHE ANarHOCTMKE A0 NOABEHNA KIUHNYECKMX
cumnTomos [8].

TpomboumnToneHNs — 0OaMH U3 NepPBbIX KNNHUYeCcKnx npusHakos WAS. OHa HabntopaeT-
¢ noutn y 80% nayMeHTOB Ha MOMEHT MOCTaHOBKM AMarHo3a, U MpPUMEpPHO Y NONIOBUHbI
13 HUX HabnofaeTca Taxenasa TpomboumToneHus (Konnuectso TpombouuTos <20x10°/n).
MpoaBneHUs KPoBOTEUEHNA MOTYT BapbMPOBaTbCA OT HE YrPOXKaloLWMX KU3HK (neTexmu,
nypnypa, reMaToma, HOCOBOE KPOBOTEUEHIE) 0 TAXKENbIX KPOBOTeUeHUI (KALWEYHbIX 1
BHyTpuuepenHbix) [1, 13]. Y HOBopoXxaeHHbIX HabniogaeTca KpoBaBasa AmMapes, KPoBO-
TeueHre 13 NYNoYHOro ocTaTka WM KpoBoTeueHue nocie obpesaHuns, B TO BpeMa Kak
y JeTeln cTapluero Bo3pacta Hanbonee 4acTbIMM CUMMTOMaMKU ABAAIOTCA KOXKHbIE U »Ke-
NYyAOYHO-KMLLIEYHble KpoBOTeueH . TpoMbouMToNeHMA BO3HUKAET HE3aBMUCUMO OT TaXKe-
CTV MyTauun, 4To o6bACHAETCA HeCcTabunbHOCTbI0 MyTUpoBasLero WASp B TpomboLu-
Tax [9]. MMKpOTPOMOOLMTBI, CUMTAIOLMECH OTINUNTENBHBIM Npr3Hakom WAS, BbiABNAIOT-
€A Tonbko y 53% nauuenTos [1]. Bcneacteume storo B cnyyasx, Korga TpomboumToneHus
ABNAETCA eANHCTBEHHbIM cMnToMOM, WAS MoXeT 6biTb OLIMBOYHO ANArHOCTUPOBAH Kak
UMMyHHasA TpombouumToneHusa (UTM) [10]. TpombouutoneHus npn WAS asnsaetca mHoro-
dakTopHOI 1 0bycnosneHa fedeKTHON NpoayKLUMen TPOMOOLUTOB MerakapuoLutTamu u
LEeCTpYKUMen ceneseHKu, BKOYaloLlen Kak MIMMYHHbIe, Tak U HEMMYHHble MeXaHU3Mbl.
O6bAcCHEHMEM TPOMOOUMTONEHWM ABMAETCA MOBbIWEHHbIN KAMPeHC, HeapdeKTBHbIN
TPOMOOLIMTOMNO33, CHUXEHME BbIXKMBAaeMOCTN TPOMOOLIMTOB 13-3a BHYTPEHHNX aHOManui
TPOMOOLNTOB 1 UMMYHOONOCPEAOBaHHbIX COOLITUIA.

Ha cerogHAwWwHUM feHb 06HapyxeHo 6onee 300 pa3nuuHbix myTaumin WAS, npy sTom
LEBATb MYTaLMOHHBIX <FOPAYUX TOUEK» COCTaBNAT OKONO TpeTu OT obLuero yncna Ha-
6nogaembix myTaumi [11]. Ha puc. 1 npeactasneHbl MyTaumm reHa WAS y naumeHToB Pe-
cnybnuku benapychb.
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Puc. 1. Mytauunu rena WAS y nauneHToB ¢ cuHgpomom Buckorra - Ongpuua B Benapycn
Fig. 1. WAS gene mutations in patients with Wiskott - Aldrich syndrome in Belarus

Bpemsi Hauyana KNMHUYECKMX NPOSABIIEHN 3a00/IEBaHUSA U TAXKECTb COCTOSHUS NaLu-
€HTa MOTyT pa3nunyaTbCA Y pa3HbIX Nl04eN 1 Aaxe B npegenax ogHom cembn [1, 14, 15].
HekoTopbiM nauueHTam B paHHEM [ETCKOM BoO3pacTe TpebyeTcsi He3aMepjnTesibHas
TICK, 7. K. onacHble AN XXMU3HU ONNOPTYHUCTUYECKME NHPEKLMM 1 KPOBOTEUEHNA Y HUX
MOFYT MPUBECTU K NIeTallbHOMY MCXOAY, B TO BpeMsa KaKk Apyrve nauueHTbl MOryT UMeTb
HOPMAJbHYIO0 MPOAOKUTENBHOCTD »KN3HW, B OCHOBHOM C 6€CCUMMATOMHON TPOMOOLUTO-
neHnen B KauecTBe eAUHCTBEHHOrO cumnToMa [15]. bbia pa3paboTaHa wWKana TaxXecTu
3aboneBaHnsa oT 1 O 5 B 3aBMCUMOCTU OT BblPa*X€HHOCTM cMnTomoB [12, 13], HO OHa
He oYeHb NoaxoAuT ANA NPUHATUA TepaneBTUYECKUX pelleHnin, MOCKONbKY ONUCbiBaeT
TOJIbKO TAXECTb 3a00/1eBaHUSA B flaHHbI MOMEHT BPEMEHM, B TO BPEMS KaK MOXKeT Habsto-
[aTbCA NporpeccupoBaHne oT bonee nerkon go 6onee Taxenomn creneHn [16].

MNocKonbKy KNMHUYeECKe Npmn3Hakm CO BpeMeHeM pa3BuBaloTca, AnarHo3 XLT moxet
OblTb OKOHYATENIbHO NMOCTaB/eH TONbKO Nocsie 2 net. OgHAKO AeTanu reHHoW MyTauun 1
YPOBHY 6eJiKa MOTyT MOMOYb NpefcKa3aTb TeueHre 3a00NeBaHNSA Y MANIEHbKOTO PebeHKa,
Y KOTOPOTO NOJIHbIV KNMHUYECKNIA GeHOTUN eLle He pa3BuIcA. Y MaumeHToB C MyTauuamu,
KOTOpble NMPUBOAAT K OTCYTCTBMIO 3Kcnpeccnn WASp, NporHo3npyeTca TaxKenoe KAnHUu-
yeckoe TeyeHue [14], nnu knaccnvecknn WAS. CoxpaHeHune yactuuHom skcnpeccum WASp
(06bIYHO C MMUCCEHC-MYTaLUSAMU AU MyTaUMAMU B CaiTax CrIaiCMHra) accoummpyeTcs
¢ nerkon popmort WAS — XLT, Ho He siBNAeTcs abCOMOTHO NPOrHOCTMYECKNM GAKTOPOM
ANA KOHKpeTHOro yenoseka [14]. Pap pacnpocTpaHeHHbIX MUCCEHC-MYTaUMA B FOPAYNX
TOYKax JOCTAaTOYHO TOUYHO NpefckasbiBaeT pa3sutre XLT, HO gaxe B 3TOM nogrpynne y He-
KOTOPbIX MaLNEHTOB ayTOMMMYHHbIE peaKkuun BbIABAAIOTCA Ha no3gHen ctagum [15]. Kak
npaBwWso, Y NaUMeHToB ¢ Knaccuyeckum WAS HabniofaeTca HU3Koe KONMYecTBO T-KNeToK
CD8+ n gucrammarnobynuHemus, npv 3Tom ypoBHM IgG, IgA n IgM moryT 6biTb Kak HU3-
KMMU, TaK 1 BbICOKUMW B pe3ysibTaTe HapylueHUa rymopanbHon ¢yHKUuKn. YposeHb IgE
TaKk»ke 0ObIYHO NMOBbILLEH. Bce 3T NapameTpbl MeHee HapyLueHbl y naumeHToB ¢ XLT, y Hux
He HabnJAeTCs CyLeCTBEHHOMO MOBbILLEHUS PUCKA UHGMLIMPOBAHMSA U BOCIPUUMYM-
BOCTU K OMMOPTYHUCTUYECKNM UHPEKLINAM.

[nAa naumeHToB ¢ Knaccnyecknum ¢peHotunom WAS B feTCTBe Npy HanMumm Nogxops-
Wwero goHopa cTBonoBbix Knetok TITCK ABnsaetcA Haunyywmm JOCTYMHbIM BapUaHTOM.
Ins nauneHToB ¢ 6onee nerkumu peHotnnamm WAS MoxeT ObiTb JOBONIBHO CJIOXKHO Bbl-
6paTb ONTMMasIbHYO CTPATENMIO JIEUEHNS, YyUMTbIBasi PUCK U MOJIb3Y, MOCKOJMbKY TAXECTb
3a60neBaHNA MOXET YCYrybnsiTbCsl B TEUEHME XM3HU MALUMEHTA N [aXe KIVHUYECKN
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He3HauuTenbHble CUMMTOMbI MOFYT OKa3blBaTb 3HauWTe/lbHOE HeraTUBHOE BAUAHUE Ha
KayecTBO Xn3Hu [14, 15].
3pecb Mbl NpeacTaBnaemM 2 cemerHbix ciyydan WAS pa3nmuHom cTeneHmn TAXKeCTH.

KnuHnuecknn cnyyan 1

Mama nauueHToB fana nHGopmMupoBaHHoe cornacme Ha 06paboTKy NepCcoHanbHbIX
[aHHbIX cBOVX AeTein. Manbuuk ., 04.2017 r. p., OT BTOpoW 6epemeHHOCTU. Pofbl nepBble
CPOYHble, Macca Tena npu poxkaeHun — 3060 r, annHa Tena — 53 cm. Co BTOPbIX CYTOK Bbl-
ABNEeHO CHUXeHue Tpombouutos (Tp.) fo 45x10°/n. BakuuHnposaH JyBakcom, BLMK-M.
Ha 5-e cyTKn X13HU NepeBefeH B oTAeNeHNe AnA HOBOPOXAEHHbIX C AUArHO30M: HEOHa-
TasbHasA XenTyxa, TpombouutoneHna, MAPC: aHomanbHaa cpefMHHasA XopAa NeBOro »e-
nynouka, BYW: puHodapuHrut, debpunutet, pazsutre adpto3Horo ctomatuta. lposeaeH
KypC BHyTpuBeHHOro nmmyHornobynvHa (BBUIN) ¢ Kypcosoi goson 1 r/kr, oTMeyanocb
noBblleHne ypoBHA Tp. go 255x10%/n. B TeueHune 5 nocnegyowmx gHen Tp. CHU3UAUCH
[0 43x10%n. HazHaueH npeaHn30n0oH 1,5 Mr/Kr/cyTkn B TeueHne 7 fiHeln ¢ nocsiefyowmnm
CHUXeHUeMm [03bl (06LasA NpoAoKUTENBHOCTb NeYeHNA NPeaHN3010HOM 24 aHA). Konu-
yecTBO Tp. Ha POHE MaKCUMaNbHOW [O3bl NPEAHM30/I0HA NOBbICKMNOCH A0 196X 10°/n, npwn
oTMeHe ypoBeHb Tp. cHu3mnca go 15x10%/n. B Bo3pacte 1 mecsAua nepeBefeH B Pecny-
6/IMKaHCKMI HayYHO-MPAKTUYECKNIA LLeHTP LeTCKOW OHKOMOMKY, reMaToniorum n UMMYHO-
noruu (pnanee — LeHTp). Mpn noctynneHun coctoaHve pebeHka Taxenoe. lemopparuve-
CKUIM CUHAPOM 3-11 CTeMneHw, Ha LieKax MPOosABAeHMA aTONMYeCKoro gepmatuta, abTo3HbIl
cToMatuT. B obwem aHanmze kposu (OAK) aHemua (remorno6uH (Hb) 102 r/n), Tpombo-
uutoneHusa (Tp. 62x10%/n), nenkoumTos (nenkoumTbl 15,8%10°/n), nenkounTtapHas dopmy-
na: 303nHodunbl 2%, muenouuntbl 2%, toHble 2%, NanoykoadepHble HelTpodunbl — 12%,
CErmeHTOAfEPHblE HENTPOOUIIbI — 56%, NuMmdounTbl — 18%, MOHOUUTBI — 7%. 97% Tpom-
6oUMTOB NaumeHTa MEeNN AnameTp MeHee 2 MKM. B bruoxmmuueckom aHanuse Kposu 1
obLlem aHanm3e mMouun OTKIIOHEHWI He BbiABNeHO. IMMyHonornyeckoe nccnefgoBaHue:
CD3+ 42,8%; CD3+HLA-DR+ 3,7%; CD4+ 34,7%, CD8+ 7,8%, CD4+/CD8+ 4,4%; CD3-CD8+
5,3%, CD19+ 18,7%, CD3-CD16+CD56+ 32,3%. Npn monekynAapHO-reHeTU4Yeckom mnccne-
[0BaHUK BbiABneHa MyTauna WAS: B ceabMoMm 3Kk30He reHa WAS 6bina BbisiBfieHa roMmo3u-
roTHaa HoHceHc-myTauma. ENST00000376701.4: c. 631 C->T, p. Arg 211Ter COSM1491012
COSMIC_MUTATION). 2kcnpeccusa WASp B numdoumtax (CD45+wasp+) cCHkeHa Ao 2,6%
(Hopma - 92,2%).

BbicTaBneH guarHos: nepBuyYHbI MMMyHoZedUUmMT: cnHapom Buckotta — Ongpuya
(kmaccnuecknin BapuraHT).

Monyuan BBUI c 3amecTtutenbHo Uenbto, aHTUOaKTEpranbHyto, NPOTUBOrPUOKOBYIO
nNpodrnakTrKy, 3aMecTUTeNbHYlO Tepanuio TPOMOOLMTaPHbIM KOHLEHTPATOM KpPOBW.
B 3-mecAuHOM BO3pacTe nepeHec 3HTepokonuT. B 4-mecAYyHOM BO3pacTe nposefeHa
annoreHHaa TPaHCNIaHTaLUA reMono3TUYECKNX CTBOJTOBbIX KNeTok (anno-TICK). Yepes
mecay nocne anno-TICK MUP-xumepnsm nepudepurueckonn kposu (MK) coctasmn 95,1%,
MNUP-xumepm3m KocTHoro mo3sra — 87,3%, nonoson xumepusm — 81,2%. K 60-my gHio nocne
anno-TrCK MNUP-xumepusm MK 100%. B HacToALee BpemsA pebeHOK 340POB.

B 2025 ropgy B cembe poxaaeTca BTOpon ManbumK. Macca Tena npu poxgeHum — 32207,
AvHa Tena — 54 cm. [inarHos npy poxKAeHUNU: BHyTPUyTpoOHaA MHPeKLUA: BpOXKAeHHas
nHeBmoHuA. BMNC: AMIM. PeTuHanbHble KPOBOU3NUAHUSA. dHLedanonatns HOBOPOXAEH-
HOrO TOKCMKO-TUMOKCMYECKOro reHe3a. Ha 2-e CyTKU »K13HK BbisiBIeHa TpomboLuToneHus
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CuHApom BrickoTTa — Ongpuua: cemeiiHble Cyyan C pasiMyHoN NpeseHTaumen

(Tp. 34x10°/n). C 3amecTuTeNbHON Liefibio NpoBefeHa TpaHcdy3na TpoMOoLMTapHbIM KOH-
LEeHTpaToM KpoBW. He BaKLMHMPOBANCA. YUNTbiBasA OTATOLEHHbIN CEMENHbIAN aHaMHe3,
B BO3pacTe 7 AHeW BbINOJIHEHO MONEKYNAPHO-TeHeTMYeCcKoe UCCnefoBaHue: MeTofoM
KanunnapHoro cekBeHnpoBaHuA no CaHrepy 7-ro sk3oHa reHa WAS BbisiBfieHa OJHOHY-
KneoTuaHaa 3ameHa, NpuBogALLas K 06pa3oBaHNIo NPeXAeBPEMEHHOrO CTOMN-KOAOHa, B
remmsnrotHom coctoAaHumn: ENST00000376701.5: c.631C>T, p.Arg 211Ter (rs1602178165).
BbicTaBneH gnarHo3s «cmHpgpom BuckotTta — Ongpuya».

Ha 22-i1 peHb Xn3HU nepeBefeH B LieHTp AnA fanbHemnwwero neyeHnsa 1 NoaroToBKu
K TICK. Mpwn nepeoge B OAK Tp. - 50x10°/n, PCT - 0,04%, PDW - 9,6 ¢n, nenkoumnTbl —
13,75%10°n, He — 135 r/n. 3a Bpems HabnogeHnA B LleHTpe B TeueHue 7 mecAleB nepe-
Hec adpTO3HbI CTOMATUT, POTaBUPYCHYIO MHbEKLMIO, Naparpunmn, pecnnpaTopHO-CUHLN-
TUanbHylo UHPeKUUIo, BUPYCHO-6aKTepuanbHyo NHEBMOHMIO. B CBA3U C BbipaMeHHbIM
remMopparmyeckyum CMHAPOMOM MNpU ypoBHe TpombouutoB MeHee 30x10°/n nonyuan
BBUI B fo3e 2 r/Kr, rMoKOKOPTUKOCTepouLbl, TpaHCdy3unio TPOMOOLUTapHbBIM KOHLEHTPa-
TOM KpoBu. ImmyHonorunyeckoe obcnepgosaHue: CD3+ 22,7%; CD3+HLA-DR+ 2%; CD4+
15,3%, CD8+ 6,6%, CD4+/CD8+ 2,5%; CD3-CD8+ 3%; CD19+ 52,2%; CD3-CD16+CD56+
-22,8%.

B Bo3pacTe 8 mecaues npoBeaeHa anno-TICK.

KnuHnuecknin cnyyan 2

B 2025 ropy B LeHTp HanpaBneH naumeHT 17 neT. Mpu nnaHoBom ob6cnenoBaHmu
BbIABNEHO CHWKeHMe TpombouunToB fo 65x10°/n. N3 aHamHe3a: pebeHOK poaunca ot
2-n 6epemeHHOCTH, 2-X pofoB. Poc 1 pa3BMBanca COOTBETCTBEHHO Bo3pacTy. Ha nep-
BOM oy XW3HW Nerkue npoaBneHWA SKCCYAaTMBHOrO Auartesa, KoTopble KynupoBa-
NNCb Nocne Koppekuun nutaHma. bonen pegko. He rocnutanusmnposanca. o Bbinucke

Puc. 2. Paamep Tpom6oLMTOB y NayueHTa 1 ero 6parta
Fig. 2. Platelet size in the patient and his brother
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BpauebHas npakTrka

Practice “

13 ambynaTopHOI KapTbl YpoBeHb TpoMbounToB Konebanca ot 78x10%/n go 280x10°/n.
lemopparnyeckmin CMHAPOM Ha MPOTAXEHUN BCEro HabNoAeHUA Mo MeCTy KUTenbCTBa
otcyTcTBoBan. K rematonory He obpauwanuce. M3 aHamHe3a: cTaplumin 6paT B Bo3pacTte
Tpex neT fleuunnca B LleHTpe ¢ agnarHo3om «ummMmyHHasa TpombouuToneHusy. Monyunn ne-
POpasnbHbIN KypC NPeaHMU300Ha 2 MI/Kr/CyTKN B TeuyeHne 2 Hefenb C NOCTENEHHON OT-
MeHoW. [lnuTtenbHOCTb BCero Kypca 3 mecsAua. B ganbHenwwem B TeueHune 22 feT ypoBeHb
TpombouuToB Konebanca ot 80 fo 320 Tbic. BnepBble y HEro cHMXeHne ypoBHa Tpombo-
uuToB Ao 86x10°n oTMeUeHO B nepuope HOBOPOXKAEHHOCTH, NeyeHns He nonyyan. Ha-
6n1101anca rematonorom 2 pasa B rof, 4-5 pas B rofj nepeHocun ocTpble pecnupaTopHble
uHdekuun, 1 pa3 6onen nHeBMoHMEN, 1 pa3 — OTUTOM.

OnpepeneH pa3mep TPOMOOLUMTOB Y NaLueHTa 1 ero 6pata (puc. 2).

Mpy MONEeKyNAPHO-reHETUYECKOM UCCefOBaHUN Y NauMeHTa obHapyKeHa MyTauus
reHa WAS: BbisiBNieHa OgHOHYKNneoTMAHan 3ameHa B 10-M 3K30He, NprBoAALLasn K obpaso-
BaHWIO NPeXKAeBPEMEHHOIO CTOM-KOAOHA B reMmn3nrotHom coctosaHnm ENST00000376701:
€.1090C>T, p.Arg364Ter (rs2062429013). Sxkcnpeccma WASp He onpefenanacb no TexHu-
YeCKNM NpuYMHam.

MauneHTy NoCTaBNEH AMArHo3 «X-cLenneHHast TPOMOOLUTONEHNS.

B 3AK/TKOYEHUE

MNpuBepeHHble Ciyyan MOKa3biBalOT HEOOXOQUMOCTb 06A3aTENbHOrO OnpeaeneHns
pa3mepoB TPOMOOLMTOB Y NaLMeHToOB C TPOMOOLMTONEHUEN, BbIABIIEHHOW Ha NepBOM
rofly »KU3HK, KaKk 1 y NaumeHToB C NepCUCTUPYIOLLMM YMCSIOM TPOMOOLMTOB faxe 6e3 re-
MOPparmyeckoro CMHAPOMa, C LIeNblo onpefeneHus HeobxoaAnMOoCT AeTeKLUUn MyTauuii
B reHe WAS. VIHbopmupoBaHue pogutenein 0 HEOOXOAUMOCTI NpPeHaTalbHOro NOUCKa,
€CNN B CeMbe YXe BbliBleHa MyTauuMsa B reHe, MO3BOMUT ONTMMU3NPOBaTb BpayvebHyio
TaKTVKY B CTaLlMIOHapHbIX M aMOynaTOPHbIX YCIIOBUAX Ha PaHHMUX STanax.
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