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CuHppom BickotTa-Onpgpuya -
NepBUHHUN KOMGIHOBaHWUM iMyHOAE LT
Yy NpaKTUL AUTAYOro anepronora

uHapom Bickorra—Onapuya (WAS) — kKomGiHO-

BaHMI IIEpBUHHUN iMyHOmediluT, SIKM Xapak-
TEPU3YEThCS X-34YETUICHUM pELIECUBHUM TUIIOM
YCIAAKyBaHHS i Y TPETUHU XBOPUX IIPOSIBIISIETHCS TPiamolo:
pPEeUMIMBHUMU MiKpOOHO-3aIMajJbHUMU 3aXBOPIOBAHHSIMU,
€K3eMOI0 (aTOIIYHUM J€PMATUTOM) i KpOBOTE€YaMU, IO 3y-
MOBJICHI TPOMOOIIUTOIIEHIEIO Ta MUCHYHKIIIEI TPOMOOIIUTIB.
JaHuii cMHAPOM Ha3BaHMiII HAa YeCTh IBOX JIKAapiB, SKi
BIIepIlle IOBiTOMIIN ITpo HLOTO. Y 1937 p. nokTop A. Bickotr,
1110 TpalrioBaB y MIOHXeHi, OIrcaB 2 BUIIAIKY XBOPOOU Y XJIOII-
YHKiB HIMELIBKOTO MOXOKEHHS], SIKi MaJI TPOMOOITUTOIIEHIIO
y IIOEMHAHHI 3 TSKKOIO €K3eMOIO i ITOBTOPHUMMU iH(EKITiSIMU,
TOIIi SIK YeTBEPO X cectep Oyym 310poBi. Maitke yepe3 20 po-
KiB gokTop P.A. Onopud 1oBimoMuB IIpo MOAiOHI CUMIITOMU
Y WIeHiB aMepPUKaHCHKOI POIMHU TOJIaHICHKOTO TTOXOKEHHSI.

ETionoris

WAS mae periecuBHMII TUI YCIAAKyBaHHS, KU 34eIlie-
HU 3 X-XpOMOCOMOIO, OTXE, YpaKa€ JIUIIIE YOIOBiKiB. 2KiHKI
He CTPaX/IaloTh Ha IaHy MaToJIOTi0, ajieé MOXYTb TepeaaBaTu
nedeKTHMIT TeH HACTYITHMM TTOKOMiHHSM. ['eH, 1o BigmoBi-
IaTbHUI 33 PO3BUTOK IIi€i XxBopoOu, — WAS-TeH, po3araiio-
BaHMI1 HA KOPOTKOMY Tuiedi X-xpomocomu Xp.11.22 i cknana-
€ThCA 3 12 eK30HiB, sIKi KomytoTh 502 amiHOKMCI0TH (puc. 1).

[Mounnatoun 3 2000 p. B reHi O6ys1o BusiBiieHo ImoHa 100 pi3-
HMX MyTallii1, i Ha cboroaHi orcaxo noHam 300 mytariit WAS-
reHa, sIKi MPU3BOASATD A0 Pi3HUX KJIiHIYHMX (DEHOTHUITIB 3a-
XBOPIOBAaHHS, Y ToMy uucai Kinacumanuii WAS, X-3deruieHy
TpomMOouuTorieHito (X-linked thrombocytopenia — XLT), iH-
TEPMITYIOUy TPOMOOIIMTOIIEHIIO Ta HeTpoIteHio. HaBithb y Me-
>KaxX OJHIET pOIMHU ypaXkeHi WIEHU CiM’1 3 iTeHTUYHOI0 MyTa-
1Ii€10 TeHa MOXYTh MaTH Pi3HUIM CTYMiHb TSKKOCTI XBOPOOU.
3a maHWMU JiTepaTypu, 4acToTa HapOMKEHHS XJIOMYMKIB
3 WAS cranoButb 1 Ha 250 Tuc.

MNMaToreHes

[Mpu WAS 3HMXYy€ETBCS KiJIbKiCTh 200 30BCiM HE Mpo-
nyKyeTbest 0itok WAS (WAS-protein, WASP). VHikanbHi
¢ynkuii WASP nmo kiHIg IIe He BUBYEHi, OQHAK BUSIB-
JIEHO, 1110 BiH BiZIirpa€ KJII090BY POJIb Y ITOJIiMepur3allii Oi1ka
aKTUHY Ta (popMyBaHHi IUTOCKeNeTy. B ocTaHHROMY TIpO-
neci (y dopMyBaHHI IUTOCKeNIeTy — MiKpodiopui, ¢ito-
nofii, aroUTapHUX BaKyoJib, IIO0COM TOI110) Oepe 6e3-
MOCEPENHIO y4acTh OUTOK MiO3MH, KOHIIEHTpAllis SIKOTO
3HAYHO 3HMXXEHa y TpoMmOouMTax xBopux i3 WAS. WASP
EKCIIPECYETHCS TUIBKHU B SIAPOBMICHUX KJIITUHAX TEMOIIOE-
TUYHOI cucteMu. WASP Mae BUKITIOUHE 3HAUYCHHSI JUIS Tie-
peladyi CUTHally Bil ITOBEpXHEBMUX PELENTOPIiB KIITUHU
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Puc. 1. MleHeTu4Hi oco6nuBocTi cuHapomy BickoTta-Onppuya

10 aKTUHOBOTO ILIMTOCKENETY, 10 AMHAMIYHO HUM pery-
moeTbes. Lle mpu3BoauTh 10 ae¢eKTiB hopMyBaHHS yCix
KJIITMHHUX CTPYKTYP, YTBOPEHHSI SIKUX 3aJIEXXUTD BiJl LIUTO-
CKEJICTHOI peopraHi3allii aKkTMHOBMX (PTAMEHTIB i B pe3yiib-
TaTi MOpyIIeHHsI 6aratbox (GPYHKIiN KIITHH, SIKi B HOpMi
excrnpecyiotb WASP, a came 1efiIKOLUTIB i TpOMOOIIUTIB.

[ToBHOLIIHHA (DYHKILisSI aKTUHOBOTO IIUTOCKEJIETY BKpaii
BaXKJIMBa BXe€ Ha CTafii MPOMYKIIii TPOMOOLIMTIB Mera-
KapiolluTaMM y KiCTKOBOMY MO3KY, a TaKOX JUISl peasi-
3allil iX aAre3MBHMX, arperamiiHuX Ta iHIIMX (HYHKIIHA.
TpomOouuTONEHis i 3MEHILIEHHST pO3Mipy TPOMOOLIUTIB ([Ti-
aMeTpoM MeHiIIe 1,5 MKM Impy HOpMi 2,3 MKM) € IOCTiHHUM
CHMIITOMOM IpY JaHiii marosorii. OCHOBHUMU NpUYMHAMU
LIbOTO €: MABUILEHE pyMHYBaHHS KJIITUH, ITOPYLICHUI Me-
Tab01i3M, Hee(peKTUBHUI TpoMOboLToIoe3. Ynciio Tpom-
oouuTiB KonmmBaeTbesa Bim 30x10°/m mo 140x10°/m, ame
repionmaHO 3HKYEThCsT 10 10—30x10°/71. Y myHKTAaTi KicT-
KOBOI'O MO3KY BU3HAYaIOTh BiICyTHICTh METaKapiolnTiB a00
HasIBHICTb iX AereHepaTUBHUX (hopM. Y OLIBIIOCTI BUMIAIKIB
reMopariYHuii CHHIPOM IIOCWIIOETHCS Ha (POHI iH(EKITil.
Y XBOpOro Moxe TakoX PO3BUHYTHUCS XPOHiUHA ITOCTIeMO-
pariyHa aHeMisI i 30LIbIIeHHS CeIe3iHKU (CIUICHOMETaJis).

IMyHHa cucteMa nauieHTiB 3 WAS Bupo0OIsie nyke Majio
B- i T- nimpouunTis, sIKi HEOOXiTHI WIS 3aXKUCTY OPraHi3My
Bin iH(pikyBaHHsA. ICTOTHO MOpPYIIYETHCS XEMOTAKCUC
WASP-nediunTHIX TeHKOLUTIB, 3HIXKYETHCS IIpoide-
paTvBHA BiINOBigb JIIMMOIMUTIB, ITOPYIIYETHCI (GOPMY-
BaHHs iMyHHUX cuHaICiB T-iiM¢oLuTiB, 3HAYHO OCJa-
OJIIOETHCSI LIUTOITUYHA aKTUBHICTh HATypaJbHUX KiJIEPiB,
TakoxX noripmryetbest IgG-omocepenkoBaHuii (parouuTo3
i BiAMOBIAHO, TOPYIIYETHCS Mpe3eHTallisi aHTureHiB. Ochb
yoMy namieHTu 3 WAS cTpaxnaloTh Ha IIOBTOPHI OaKTepi-
aJIbHi, TpMOKOBI Ta BipycHi iHDeKIIil.

KniHiyHa xapakTepucTuka

IIpoTsiroM mepIoro poxy >KuTTsI MOXHA 3amino3put WAS
32 XapaKTepHOIO TPiaao0: KPOBOTEYi, €K3eMa Ta PeLIMIUBHI iH-
dexaiii. [Ie6roTye XBopoOa KpOB’STHUCTOIO iapeelo, MeTeXisaMu
Ha 1IKipi (puc. 2), cIM30BUX 000JOHKAX MOPOXXHUHU pOTa,
TPUBAJIMM 3arOEHHSIM ITyIKOBOI paHKK. Ek3eMa po3BUBA€ETHCS
y GaraTtbox (puc. 3), aje He y Bcix XxBopux. Jluiie onHa Tpe-
THHA 1aiTeii 3 WAS po3BHUBalOTh KIIACUYHY Tpiay, B PEILITH IIPO-
SIBU MOXYTb MaTH BUTJISIA: TPOMOOLIMTOTIEHIT (Maike y 90%),
JIMILIE TeMAaToIoriYHOro cuHapomy (y 20%), TibKu iHGbeKIIii-
HUX NPpostBiB (Y 5%), Titbku ek3emi (Y 0% ). XapakTepHi OTUTH,
CUHYCHUTH, TSDKKi iH(eKIIii, ClpUYrMHEeHi BipycOM MPOCTOrO
reprecy, uTomerajiosipycy, Bipycy Emmreiina—Bbapp (EBV).

IIpu WAS mae miclie migBuIlieHa 4aCTOTa PO3BUTKY aBTOi-
MYHHMX 3aXBOPIOBaHb, TAKUX SIK TEMOJIITUYHA aHEMisI, BACKY-
qity (Harpukian, mypirypa Lllennsiin—I'eHoxa), momiaprpur,

mIoMepyIoHedpuT i Kojith. Bim3HavaeTbest i iHIIA aBTOI-
MyHHA IIaTOJIOTisI, SIKa 3yCTPIiYa€ThCs pilllle: HEUTPOIMEHis,
JIEpPMaTOMIO3UT, YBEITU i peMIVBHI aHTIOHAOpSIKU. BiiM3bKo
10% xBOpUX PO3BUBAIOTH 3JI0SIKiCHI HOBOYTBOPEHHSI, SIK TIpa-
BWJIO, JICKeMilo ab0 MyxJIMHU JiMaTUUYHKUX BY3JIiB (HEXO-
IDKKIHCBKA JliMoma). MasirHizalis 3a3Bru4ail BinOyBa€TbCsSI
Y HiJUTITKIB 200 y IOpOC/IUX MAIiEHTIB 3 KilacuuHuM WAS, 11e-
peBaxHo 11e B-xititnHHI TiMpomu.

AiarHocTuka
Y 1999 p. ekcneptu ESID (European Society for
Immunodeficiency Diseases) i PAGID (Pan-American Group
for Immunodeficiency) crucreMaTn3yBaay HAKOITMYEHI KJTiHi-
LUCTaMM JaHi PO HaNIOIMMpeHillli (h)OpMU IepBUHHUX iMy-
HozpediumtiB (ITIJ1) i cTBopuaM miarHOCTMYHI MPOTOKOJIH,
SIKUMU KOPUCTYETHCS OUTBIIICTD JIIKapiB-iMyHOJIOTIB Y BCbOMY
CBITI.
Jnst WAS nmiarHo3 TOCTOBipHUIA 32 HASIBHOCTI TAKMX O3HAK:
TMAaLliEHTH YOJIOBIYOI CTaTi;
BpOmIXeHa TPOMOOIIMTOIEHisI (KUIBKICTh TpOMOOLIUTIB
MeHIa Hixx 70x10°/1, 3MeHIIeHMIA aiaMeTp TPOMOOLIM-
1iB 10 1,82 *+ 0,12 MxMm (y HOpMi — 2,3 £ 0,12) i MatoTh
xo4a 0 OJIVH 3 TAKUX TPOSIBiB:
myTatiii reHa 6i1ka WASP (WASP-1nio3uTrBHI naiieHTn);
BincytHicth WASP 'y nimdonurax (WASP-HeratusHi
XBOPi);
HasIBHICTb Y pOIMYiB YOJIOBIYOi CTATi ITO JIiHii MaTepi TpPOM-
OOLITOIIEHIi, aHOMAJILHIX TPOMOOIIUTIB MaJIOro po3Mipy.
Taxckicmo nepebicy WAS 3ariporioHOBaHO OLLiHIOBATH 32 CIie-
LiIbHOIO 5-0aJIbHOIO IKAJIOKO:
MeHIle 1 Gajla — iHTepMiTyto4a TPOMOOIIMTOIEHIS 3 Ma-
JIMMU PO3MipaMK TPOMOOLIUTIB;
1 6a1 — MiKpOTPOMOOLIMTOIIEHISI 3 HASSBHUMM YU BiACYT-
HiMu cumnToMaM imyHonedimuty (XLP);
2 6ayi — MiKpOTPOMOOLIMTOTIEHIST 3 TOMipHO YM HE3HAYHO
BUPAKEHUMHM CHMITOMaMU €K3eMU Ta iMyHOHE(IlIUTYy
(XLP);
3 6a — MIiKpPOTPOMOOLIMTOIIEHIS 3i CTIMKUMM, ajie Io-
MipHO BUpaX€HUMU CUMITTOMaMU €K3eMU Ta iMmyHonedi-
uury (XLP);
4 6ay — MiKpOTPOMOOLIMTOIIEHISI 3 TSKKUMM CUMITTOMaMM
eK3eMU Ta iMyHOOe(ilIuTY;
5 6atiB — OKpiM MOBHOI TsKKOI KapTiH WAS HasiBHi aBTO-
iMyHHi beHOMeHM (5A) i/a60 oHKoMaroJorist (SM).
CTyIiHb TSDKKOCTI, 3a 1X OLIiIHKaMM, KOPEJIIOE 3 TUTIAMU MY~
Tauii, ekcripeciero WASP y KiniTiHaX KpOBi Ta JOITOMArae Impu-
WHATY pillieHHs 11010 BU60pY Tepartii. 11 ocTaTOYHOrO Mif-
TBEPIKEHHS 1iarHO3y MPOBOAMTHLCS MOJIEKY/ISIPHO-TEHETUYHE
JnocimkeHHs om0 WAS-reHa.

-

Puc. 2. lemopariyHO-eK3emMaTO3HUIA BUCUN Y XJIONYMKa NepLIoro
NiBPOKY XUTTS Ha TUNOBMX MiCLIAX
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Puc. 3. Crilika, pe3aucTeHTHa 10 Teparnii, ek3emMa y cTapLioro 6para
Y pi3Hi BikoBi nepioam (a, 6); cTilika fo Tepanii ek3ema
B MoJloALIoro 6para (B)

JikyBaHH#A

OCHOBHUM MeTONIOM Teparii XxBopux Ha WAS e TpaHc-
IaHTauisl ajnoreHHMx croBOypoBux kiitiH (TCK), ska
Ma€e Ha MeTi JIIKBifallil0 OJHOYACHO YCiX IMOpYIIeHb I'eMOo-
1oe3y Ta BiZHOBJIEHHS iMyHHMX (byHKIIiH. JIOHOPCBKI KITi-
TUHU TMiAOHparoTh 3a BciMa 6 Jokycamu HLA, ockimbku
HETIOBHA BilITOBIIHICTh Hece B cODOi BUCOKMIA PU3MK YCKIaMI-
HeHb. [laHi MiXXHaponHOro peectpy TpaHCIUIaHTallii KiCTKO-
BOro Mo3ky oo BuBYeHHs edekTtuBHOCTI TCK mpu WAS,
1o TpoBesieHi y 170 XBOprX 3 1M 3aXBOPIOBAHHSIM 3a TIe-
pion 1968—1999 pp., mokasajiu, 110 I’ ITUPIYHOI BUXKUBAHO-
cti micst TCK mocsirHyTo y 70% xBopux. Haiikpariii pe3yoib-
Taty (87% BYKUBAHICTD) CITOCTEPIraICS TTiCIIST TTPOBEACHHS

TCK Bin HLA-ineHTuuHoro cu6sinra. EkBiBaieHTHi rmokas-
HUKM e(peKTUBHOCTI IIPY TPAHCIUIAHTALLL Bill HEPOIWHHOTO 10~
HOpA BIAEThCS JOCSITH JIMIIIE Y JIiTeli BikoM 10 5 pokiB. Lllancu
Ha BIKMBAHHS 3MEHIIYIOTCS 3 BIKOM XBOPOTO.

AJIBTepHATUBHUM METONIOM Tepartii, SIKA IPOXOAUTh
KJIiHiYHI BUIpoOyBaHHS Yy MemuuHiii mkomi M. ['aHHOBep
(Hannover Medical School, HimeuunHa), € reHHO-iHXXeHepHa
tepamis WAS. JJokiiHiuHa OIliHKa IIbOT0 METOAY JIiKyBaHHSI
npoBezieHa OaratbMa Jaboparopisimu. [TokazaHo, 1110 peTpo-
BipyCHMI1 IIEpEeHOC I'€Ha BiTHOBIIOE HOPMAJIbHUI KITHH-
Huit peHotun y WASP-neditmTHrX KIIITMHAX, HOpMai3ye
npomigepatuBHy Binmnosigk B- i T-mimdbouumTis i ixHIO 31aT-
HicTb 10 cuHTe3y iHTepneiikiny-2 (IL-2), BinOyBaeTbcs KO-
pexuist pyHKIIil paromTo3y 3 BiTHOBJIECHHSIM XEMOTAKCHCY
Ta 30aTHOCTI 10 (hOpMyBaHHS MOJOCOM. 3arajioM TeHHO-iH-
>keHepHa Kopekiliss WAS Binoysacs y 9 3 10 niteid, 3aryyeHux
y JaHe KJiHiYHe mociimkeHHs. KUiHIYHMIA cTaH TalieHTiB
3HAYHO ITOKPAIIMBCS: 3HUKIIM FeMOpariqHuii CUHIPOM, CUMII-
TOMU €K3eMHU, O3HAKW aBTOIMYHHOI MATOJIONi1 Ta CXUIbHOCTI
10 TSDKKUX iHektiit. [1poTe HacTyImHe criocTepesKeHHS IT0Ka-
3aJ10, 10 Y IESIKUX TMALliEHTIB PO3BUHYJIACH JielikeMist. OTxe,
TOCJIIKEHHS TI0KA3ajl0 MPUHIMIIOBY MOXJIMBICTh IIPOBE-
JIeHHsT TeHHOI Tepartii WAS, nipoTte BUKOPUCTaHHS BipyCHUX
BEKTOpIB I10B’sI3aHEe 3 BUCOKVM PU3MKOM PO3BUTKY JICHKEMIil.

KoncepsarrBHa tepartist WAS nosisirae y HeraitHoMy arpe-
CHBHOMY JIiKyBaHHI iH(eKIIili, 3aMiCHIili Teparlil TOBEeHHUM
imyHorooyniHom (IVIG) nipu aeditmuti aHTUTLTONpPOIYKILii,
iMyHOCYIIPECUBHOMY JIiIKyBaHHI aBTOiMYHHOI ITATOJIOTi1, IIPK-
3HaueHHi nperapartiB aHTU-CD20-MOHOKIIOHATBHUX aHTUTIJT
npu po3BuTKy EBV-nimdornporidepatnBHOI XBOpoOH, TpaHC-
y3ii TPOMOOKOHIIEHTPATY i CBiXK03aMOPOXKEHOI TU1a3MU TOLLO.

Js1 imocTpallii BUILIEBUKIIANEHOTO HABOIUMO KAIHIiMHUIl 6U-
nadok 3 BIACHOI ITPaKTUKM.

Xoomuuk B.B.A. Bikom 3 poku 11 mic rocmitanizoBaHuii B iH-
(bexuiftHO-00KCOBaHEe BiIIICHHS IS TiTEi MOJIOAILIOTO BiKY
HICI «OXMATAWT» 3 PiBHEHCHKOI 001aCHOL IUTSYO] JIi-
KapHi y TSDKKOMY CTaHi, sIKiii 00YMOBJICHMIA IMAHLIUTOTEHIETO,
TenaToCIUICHOMETAJIEI0, TeHepalli3oBaHOoIO JTiM(oaaeHOoIa-
Ti€lo.

AHamHe3 3aXBOPIOBAHHS

XBOpi€ 3 HApOKEHHSI: B ALISIHIII BOJIOCUCTOI YACTUHU TO-
JIOBU — THe¥cC, 3 1,5 MiC — IIposiBM aTOIIIYHOTO AepMAaTHUTY.
Y BepecHi 2014 p. Briepilie pu MposiBaX FeMOParivHOro BUCHITY
3ahiKCOBaHO TPOMOOLIMTOIEHIIO (PiBEHh TPOMOOLIUTIB HOPiB-
HioBaB 62x10°/11). 3 paHHBOTO BiKY B IUTHHU CITOCTEPIraroThCST
peLuMaVBHI BipycHi iH(eKIIil y BUIJISIi ITOBTOPHUX €TIi30/iB I'0-
CTPYIX CTEHO3UBHUX JIADUHTOTPAXEITiB, XpOHIUHMIA ITepeOir iH-
(heKIIiTHNX 3aXBOPIOBAHb 3 yCKIagHeHHIMU (Y Billi 31 8 mic —
MHEBMOHIl), CTOMaTUTH, KOH IOHKTHBIT, CEpeTHili OTUT.

V Gepesni 2015 p. BcraHoBieHO miarHO3 WAS, migrBep-
JOKEHUI pe3yabTaTaMi MOJIEKYJISIPHO-TEeHETUYHOTO  IOCIi-
IDKEHHsI, — BUSBIIEHO MyTallilo 3 eK30Hy reHa WAS y moso-
eHHi: ¢. 342—343 ins TTC C > T (roMO3UTOTHUIA TEHOTHIT).
AHaMHe3 XKATTS

Jwvruna Bin 3-1 BaritHOCTI, 3-X (hi3i0JIOriYHMX ITOJIOTIB Y TEp-
MiHi 37 TrXK recratiii, HapoauBcs 3 Macoro Tita 5000 r, moBxu-
Hoto Tina 50 cM, 3a mKanow Anrap — 7—9 6aiiB. BariTHicTb
Ta moj1ory 6e3 yckiagHeHb. Burmicanuii Ha 5-ty mo0y. Ha rpyn-
HOMY BUTOIOBYBaHHi 10 1-MicstaHoro Biky. Ilerienuii y rmo-
JioroBomy OynuHKy BII2K-BakitnHoro i mpotu rematury B.
CnajkoBuii aHaMHe3

Maru, 32 poku — 3m0poBa; 6aTbKo, 35 POKiB — 3IOPOBMIA;
pimHwmii 6par, 5,5 poky — xBopuii Ha WAS; pinHa cectpa, 9 po-
KiB — IIPaKTUYHO 3I0POBa.
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Kniniyne o0cTeKeHHs

3aragpbHUN CTaH JUTUHU CePeIHbOI TSLKKOCTI. CBimOMicTb
sicHa. Bik Ha MomeHT omisiny 3 poku 11 mic (02.03.2014 p.).
3picrt 103 cM (+2 curmu), Maca Tia 18 Kr (iHoexc Macu Tiia —
17 xr/m2, mo Bignosinae 50-My nepLeHTHI0). bymoBa Tina
HopMocTeHiyHa. CTUrM Au3eMOpioreHe3y He BUSIBICHO.
I1IxipHi mokpuBHU OJ1imo-poxxeBi. Ha 1miKipi Tysry0a i KiHIIiBOK
BUpPaXKeHi reMOoparii.

IHcTpyMeHTAIbHE 00CTEKEHHS

Yavmpaszeyroee docaioxicenns opeanie uepeeHoi nopoydcHuHU:
rernarocruieHoMeraist 6e3 MopyIeHHs €XOTeHHOCTI MEeYiHKU
i cenesinku. IlimutyHKoBa 3aj103a He 30UIbIIEHA 3 OMHOPIO-
HOIO TTapeHXiMOI0, KOBYHUI1 Mixyp S-1onioHoi (hopMu 3 Un-
CTUM TIpOCBiTOM. HUPKKM TUIMOBOTO po3TallyBaHHS, YalllKo-
BO-MMCKOBi KOMITJIEKCH HE 3MiHEH.

JIabGoparopHe o0cTeKeHHS

BucHoBoK 3a maHuUMuU eemoepamu (Tabi. 1): Bupa-
XeHa maHuuroneHis, nigsuineHHs IIOE, eosunodinis.
BupaxkeHna tpomboruroneHis (9—48 x 10°/im), maii pos-
mipu TpombouutiB (MPV Bin 3 mo 7,5 fl) naroTs 3mory au-
depenuiroBaty WAS 3 iHITMMU TeMaTOJIOTIYHUMHM 3aXBO-
PIOBaHHSIMMU.

Imynoepama: piBeHb CUPOBATKOBHX iMyHOII00Y TiHiB: IgA —
0,95 (BikoBuit Hopmatus — 0,27—1,95 /i), IgM — 0,69 (BikO-
Buit HopMmatuB — 0,24—2,1 1/1), IgG — 41,63 (BikoBa HOpMa —
5,04—14,64 r/n). BucHoBoK: Mae Mictie minpuilieHHs IgG mpu
HopMaJIbHUX piBHSX IgA, IgM, 110 He BinmoBimae Kiacu4Hii
kaptuHi WAS.

Bucnoeox 3a odanumu emicmy cybnonyasauiii aimgouumie
(Tabo1. 2): 3araIbHU BMICT JIiM(OIUTIB HE3HAYHO ITiIBUIIICHMIA
3a paxyHOK 301IbIIeHHS KUTbKOCTI T-1iM(MOLNTIB. SHIKEHHS
piBHst B-niMdormris (CD19+/CD20+) (1,6 Hik4e rpaHnd-
Hoi Hopmu). Pi3ke 3MeHIneHHs1 criBBimHoOIIeHHsT CD4+/
CD8+ (1o 0,2 mpu HopwMi Bix 1,0) 3a paxyHOK 3HMXKEHHSI KiJIb-
kocTi CD4+-11iMGoLUTIB, SIKi CTAHOBISATh 760 KITITHH/MKIT.

KinbKicTb HaTypaibHMX KiJiepiB migBuilieHa (yaBivi BUILE Tpa-
HUYHOI HOpMM). Pe3ynbrat maHoi iMyHOTrpaMM MiaTBEPIKY-
IOTb HasIBHiCTb Y TUTUHU WAS.

Bucnosox moaexyaapro-eenemunnoeo docaioncennsn (tadim. 3):
3rimHo 3 HLA-THITyBaHHSIM, Y XJIOITYMKA JOBEIEHO HASIBHICTD
WAS. IntriHa Ma€e abcomoTHI IToka3aHHs 10 agoreHHoi TCK
Bin ponuHHoro HLLA-noHopa (pimHoi cecTpu, sika € 310pOBOIO).

PexomennoBana tepamis: ajorenHa TCK Bin pommHHOro
HILA-nmoHopa.

BucHoBku

JliarHo3 y XBOpOTro XJI0ITI1KAa BCTAHOBJICHUIA Ha ITiACTaBi TH-
MOBOI KJTiHIYHOI KAPTUHMU i TiITBEPIKEHMIA 32 JOTTIOMOT'OIO CY-
YaCHOTO METOJY IiarHOCTMKUA — MOJIEKYJIIPHO-TEHETUYHOTO
nocaimkeHHs1. CTymiHb BUPAXKEHOCTI MPOBIAHUX KITIHIYHKX
03HaK (eK3emMa, TPOMOOIIMTOIICHisI, iMyHOIeilNT) Ja€ TIi-
cTaBM KiacuikyBaTy riepedir XBopoOu SIK TSDKKUiA (4—5 Ga-
J1iB 3a mKajoro Ochs).

OcoOMBOCTI BUITAIKy MOJATAIOTH Y TPYAHOIIAX Jia-
THOCTHKHU, 1110 OOYMOBJIEHO ITi3HHOIO MaHi(pecTalli€lo ITOB-
HOI1 KJIiHIYHOI KapTMHM 3aXBoploBaHHs. Jlo TOro x xBopoda
Ma€ pi3Hi henomunu i MUPOKUIA CIEKTP KIiHIYHUX IIPO-
siBiB. Tomy ciim nmpoBoauTu nudepeHLiitHy TiarHOCTUKY
WAS y KoxXHOro XJ10IminKa 3 KpoBOTe€4aMHu, SIKi ITOB’sI3aHi
3 BpPOIKEHOIO 200 paHO MaHi(heCTHOIO TPOMOOLIUTOIIEHIEIO
i MamuMu po3MipaMu TpoMOoLMTiB. HassBHICTh eK3eMu -
TBEPIKYE MiaTHO3.

KombiHoBaHa mocuHIpOMHa Tepaltisl iH(peKIinHMX IPo-
SIBIB TaHOTO KOMOiHOBAHOTO NIEPBUHHOTO iMyHOAEDILIUTY,
MPOSIBiB €K3eMHU, 3aMiCHa Tepallis JOBeHHUM iMyHOIJI00y-
JIIHOM JAIOTh JIUIIIE TAMYACOBUI MO3UTUBHUI edekT. Tomy
€IMHUM e(hEeKTUBHUM METOJOM JIIKyBaHHSI € ajloreHHa
TCK uu KicTKOBOro Mo3Ky. BikrBaHICTh Nalli€HTIB € Haii-
BUILIOIO TOMi, KOJIM JOHOPOM TaKOi TPaHCIUIAHTALIil BUCTY-
ra€ poauy Mepiioi JiHii cnopigHeHHs 3a HLA-TUmyBaHHIM

Ta6nuus 1. Femorpama xnon4yuka 6.B.A.

Dara "1e3: ; Eﬁv(;;p" Hb, r/n Tp1° oh:(&’ M'(:r\ql " M”;?r';h Ef,f’" ﬂne';')’_ o ailel., "";:”" MoH., %
10%n 10'%/n 10%n 6-11) ’ %
18.08 12.69 3,43 87 48 4 54 22 1 3 52 21
28.08 - - 75 9 3,5 79 32 3 7 45 12
07.09 5,5 2,83 65 18 7,5 71 2 5 6 58 23
13.09 10,13 3,29 74 39 3 67 5 2 9 49 30
18.09 5,44 3,19 71 44 3,2 69 3 2 2 59 30
Ta6nuus 2. Cy6nonynsuis nimcouuTiB nepucpepiiiHoi KpoBi XBOPOi AUTUHM (Npu nerikouuTo3i — 12,8x10%n)

Moka3Hukun % Hopma, %, 1-6 pokiB A6contoTHi 3Ha4eHHs, 10x10%n Hopma, 10x10%n
Timcpountn 44 38-53 5,632 2,9-5,1
B-nimcoumntn (CD19+/ CD20+) 8 21-28 0,45 0,7-1,3
T-nimpoumntn (CD3+) 72 62-69 4,05 1,8-3,0
T-xennepu (CD4+) 12 30-40 0,67 1,0-1,8
T-cynpecopu (CD3+/ CD8+) 58 25-32 3,26 0,8-1,5
HatypanbHi kinepu 20,0 8-15 1,12 0,2-0,6
CnieBigHoweHHa CD4+/ CD8+ 0,2 1,0-1,6

IMpumitka: nevikoyntn — 12,8x10%1.
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Ta6nuus 3. Pesynbratn monekynspHo-reHeTuyHoro HLA-TunyBaHHsa (SSP-MeTo[0M) XBOPOro XJlon4YMKa Ta Moro 340poBoi pPigHOI cecTpun

Xnonuuk B.B.A. AisunHka B.A.A.
XBopwuii: WAS PinHa cecTpa: 3gopoBa

TunysaHHs rexis HLA | knacy

HLA-A 24; 26 HLA-A 24; 26
HLA-B 07; 38 HLA-B 07; 38
HLA-Cw 07; 12 HLA-Cw 07; 12
TunysaHHs rexis HLA Il knacy

HLA-DRB1 04; 08 HLA-DRB1 04; 08
HLA-DRB3-5 DRB4; blank HLA-DRB3-5 DRB4; blank
HLA-CQB1 03; 04 HLA-CQB1 03; 04

i BiK mauieHTa 10 5 pokiB. Y 3B’3Ky 3 UMM NpuitHaTo pi-  Crucok nitepatypm

IIEHH, 10 Y BilAiJIEHHI OHKOreMaToJIOTii i TpaHCIIaH-
tanii KictrkoBoro Mo3ky HJICJI «OXMATAUT» manomy
nalieHTy Oyae MNpoBedeHO Taky omnepauiro. IIporHosu
Ha BIDKMBAHHS i KIIIHIYHE Ody>KaHHS BUCOKi.

IenHo-irkeHepHa Tepartist WAS ITpoxonuTh TOKJTiHIYHI BU-
MpOOYBaHHSI, TOMY y JAHOMY BUIIA/IKy HE MOXHA BUKOPUCTO-
BYBaTH 1ieii MeTo JiikyBaHHs. Konu eeKTUBHICTb 3acToCcy-
BaHHS T€éHHO-iHXXeHEepHMX Oi0IOrTYHIX IIperapaTiB y XBOPUX
Ha 1110 MaToJIorito Oy/ie JOBEACHO, JOLLIbHIIIMM Oy/1e BUKOPH-
CTaHHS HAOLIbII e(beKTUBHOTO BapiaHTy JIKyBaHHS IJISI Ta-
KX Mali€HTiB. AIKe HE 3aBXI1 MOXXHA 3HAWTU iIEHTUYHOTO
3a HLA-TumyBaHHsIM pOAMHHOIO JOHOPA IS IIepecanki KicT-
KOBOTO MO3KY ITpr WAS.
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CUHAPOM BUCKOTTA-OJIAAPUYA — NEPBUYHBLIA KOMBUHUPOBAHHbBIN UMMYHOAE®ULIUT B MPAKTUKE AETCKOIO

ANJIEPIOJIOrA

E.H. Oxornukosa, O.B. IIlapukanze, E.B. ITonouyesna, .M. I'aspumiok, O.M. I'pumenko
HaimoHanbHast MeAMUMHCKAsE aKaaeMusl OCJIeAMTUIOMHOro oopazoBanust umenu I1. JI. lynuka
HanyonanbHast nerckasi cnenranusupoBanHas 6onbHuia «OXMATIAET», r. Kues

Pesome

B crartbe npuBeieHbl JaHHbBIE JTUTEPATYPbl OTHOCUTEIBHO 3TUOJIOTUH, TTATOreHe3a, KIMHUYECKOW CUMITTOMATUKM, COBPEMEHHOM TUarHo-
CTUKU U BO3MOXHOCTE! JieueHusl cuHapoma Buckorra—Onapuya u onrcaHue KIMHIYECKOTO CITyvast JaHHOTO 3200JIeBaHMSI Y MAIbYKKaA, PO-
nutenn kotoporo obpatminck B HICB «OXMATIAET» mjist iepecaakul KOCTHOTO MO3Ta.

Kimouessie ciioBa: JE€TU, CUHAPOM BI/ICKOTTa—OHI[pI/I‘la, TIPUYUHBI, ITATOI€HE3, IMAarHOCTHUKA U JICUCHUCE.

SYNDROME WISKOTT-ALDRICH - PRIMARY COMBINED IMMUNODEFICIENCY IN THE PRACTICE OF A PEDIATRIC ALLERGIST
0.M. Okhotnikova, O.V. Sharikadze, O.V. Ponochevna, I. M. Havryliuk, O.M. Grischenko

Shupik National Medical Academy of Postgraduated Education,
National Children’s Specialized Hospital KOKHMATDIT», Kyiv

Abstract

The article presents the literature on the etiology, diagnostics of Wiskott — Aldrich syndrome and a description of the clinical case of this syn-
drome for boy who approached the <OKHMATDIT» hospital for bone marrow transplantation.

Key words: children, Wiskott—Aldrich syndrome, etiology, pathogenesis, diagnosis and treatment.
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