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Pe3rome. B pabote npeacraBieHa KIMHUKO-T€HETHUECKAs! XaPAKTEPUCTHKA CIy4aeB KOMOMHHUPO-
BaHHOTrO UMMyHoneduuura (APDS, 6one3nsp Pasli) y nereii, moaTBepKAE€HHOTO MOJEKYJISPHOTO-T€HETH-
yeckuM cekBeHuposanueM PHIIL] neTckoli OHKOJNIOTHH, reéMaToJIOTui 1 uMMyHoJioruu PecryOnvku bena-

PYCh.
Krouesbie ciioBa: umMmmyHoaeduut, Oonesns Pasli, mumbonponudepaTuBHbIA CHHAPOM.

Resume. The paper presents clinical and genetic characteristics of 6 cases of combined immunode-
ficiency (APDS, Pasley's disease) in children, confirmed by molecular genetic sequencing of the RSPC of
Pediatric Oncology, Hematology and Immunology of the Republic of Belarus.

Keywords: immunodeficiency, Pasli disease, lymphoproliferative syndrome.

AKTyaabHOCTB. [10 maHHBIM cTaTUCTUKA MUHUCTEPCTBA 3ApaBOOXpaHeHus B Pec-
nyOnvke benapych 3aperucTpupoBaHo 525 MAMEHTOB ¢ MEPBUYHBIM UMMYHOAC(PULIMTOM
(I ). Ans Bepudukanuu quarnosa [TA]] B 0CHOBHOM NPUMEHSFOTCS METOIbI UMMYHOJIO-
THYECKOM M TeHETHUeCKOM AuarHocTuku. OmHako, mumb 54,5%, oT 00IIero 4ncia BhISB-
neHHbix ciaydaeB [TW]], BepuduumpoBansl reHetnyecku [1]. B knmuHMYECKOH NpakTHKE
Bpava-Meauarpa BAKHO UMETh JTUATHOCTHYECKYI0 HACTOPOKEHHOCTh B OTHOLICHHMH TEP-
BAYHBIX UMMYHOJE(UIUTOB, MOCKOJIBKY PaHHsS OTUArHOCTHKA M MOA00P MaTOreHETHYE-
CKO#l Tepanuu MO3BOJISIOT COKPATHTh BEICOKYK) CMEPTHOCTH nanueHToB ¢ [IW/] 1 ypoBeHb
WHBaJIIA3anuu |2 ].

Ieab: NOBBICUTH TMArHOCTUYECKYIO HACTOPOKEHHOCTh Bpaueh-NeauarpoB B OTHO-
HICHWHA NEPBUYHBIX UMMYHOAC(PHUIMTHBIX COCTOSTHUM CPENX KaTErOpHH 4acTo OOJICHOIINX
JOCTEH.

3agauu:

1. PaccMOTpETh CUTHATTbHBIE MPU3HAKK EPBUYHBIX UMMYHOAEPUIIUTHBIX COCTOSTHAN
y JETEH U OCHOBHBIE CIIOCOOBI UX AUArHOCTUKH.

2. Y3yunTh U CPaBHHUTH TCUECHUE MEPBUYHBIX UMMYHOAE(UIIUTOB HA MPUMEPE 3ape-
TUCTPUPOBaHHBIX B PecnyOnuke bemapych ManueHToB ¢ CHHAPOMOM akThBauuu (Hpochoun-
HO3BUTHUA-3-KUHA3BIL

3. IIpoaHain3upoBaTh COBPEMEHHBIE METOBI JICUEHHSI IEPBUYHBIX UMMYHOEDULIM-
TOB W KIIMHUYECKOE HcnbITaHue npenapara CDZ173 (Jleanonucu®) Kak cpencTaa marore-
HETUYECKOTO JICUECHUS JIMMPONPOonr(epaTiBHOTO CHHAPOMA.
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Marepuain 1 MeTOAbl. PETPOCIEKTUBHBIA aHAIN3 MEIMIUHCKUX KapT apXxusa
«PHIILL neTckoii OHKOJIOrWK, FeMaTOI0rMi M UMMYHOJIorun» PecriyOnuku benapycek ¢ yué-
TOM aKyLIEPCKOTO, CEMEMHOTr0, MH(PEKIIMOHHOTO aHAMHE30B, UMMYHOIPAMM U CXEM Jieue-

HHA.

Axmyanvivle npobnemor cospemennoii Meouyunsl u apmayuu-2022
BIMY, Munck (20.04 — 21.04)

Pe3yabraTsl 1 ux 00cy:kaeHus. Ha OCHOBaHMM MEIMIMHCKON TOKYMEHTALMA MPO-
BEJICHA CPABHUTEIIbHASL XaPAKTEPUCTUKA JETEH ¢ CUHAPOMOM aKTUBaLUK (POCHOUHO3UTHI-
3-KMHAa3bl, 3aperucTpupoBanHbx B PB (Tabim. 1).

Ta6a. 1. CpaBHUTENbHAS XapaKTEPUCTHUKA AeTeH ¢ CHHAPOMOM aKTUBALUH (POCHOMHOZUTHI-3-KUHA3BI,
3aperucTpupoBanHbix B Pb

ITapamerper | [lanuent 1 | IlanueHt 2 [Tauuent 4 [Mauuent 3 [Tauuent 5 [Tauuent 6
Bospact 22 rona 18 ner 19 ner 13 ner 7 ner 1 ron
Bospact no- | 12 ner 8 et 12 ner 5 ner 1 rox 1 ron
CTaHOBKH
JUArHo3a
Axymepcku | Poaet 1-bie | Poget  2-pie | Ponst 1-v1e | Pogpl 1-vie | Pogpt  2-ble | Ponnl 2-bie
il aHaMHE3 | CPOYHbBIE cpouHble 0e3 | cpouHbie Oe3 | cpounbie  0Oe3 | Oe3 CPOYHBIE
0e3 OCJOX- | OCIIO)KHEHUH | OCIOXKHEHUH | OCJIOXXHEHUH | OCIOKHEHHMH | 0e3 OCIoXK-
HECHUI HEHHI
Cemelinbiii | Y poanoro | Y  ponnoii | He orsromen | He orsiromén | He orsromen | He
aHaMHe3 Opata Bepu- | cecTpsl  Be- OTSTOLIEH
¢ummposan | pudunupo-
TOT XK€ IMa- | BAH TOT K€
THO3 JUArHO3
Undexunon | [lynoustit C nepsoro | B 3 roga un- | Ilocne Bakuu- | C  mnepsoro | Jlerounsie
HBIA Cercuc B | roja )KU3HM - | pexunonHbd | Hauu B 2009 | roxa *Ku3HU — | HHPEKIHU
aHaMHe3 BO3pacte 25 | peuuauBU- MOHOHYKJIEO3. | TOly  OCJOX- | TOH3UJIIUTEHI, Mico-
nHent, ¢ 1- | pytouue uH- | CermeHrap- HEHHOE Teue- | CTOMAaTUTHI, plasma
BIX MecsleB | pexu Hasg 1nHeBMO- | HUe bBIDK - | caneMonen- pneumo-
JKU3HH - | HIDKHUX Jbl- | HuA. OCTphIi | moAMBILIEY- nes. nia,
LUUBUPY- | XaTeNbHBIX | JIGBOCTOPOH- | Held  suMmda- | [IpaBoctopon | Chlamidia
IOLIME WH- | OyTeH, HeON- | HUH Ty0O- | IEHUT clieBa, ¢ | Hss pneumo-
bexumn HOKpaTHO — | Tut.Perunu- | 4-6x net peuun- | HIDKHeIONEBa | nia,
HUKHUX OCJIOKHEH- BUPYIOLIUH JUBHPYIOIUE | s MHEBMOHMS. | TOKCOILIA3
ObIXaTeNb- | Hble MHEBMO- | (papuHrwHT, OTUTBI, CHHY- MO3,
HBIX TyTeH, | HUU ¢ (op- | TOH3UJLIHUT, CHUTHI, pu- SXUHOKOKK
CUHYCHUTBI, | MUPOBAaHUEM | PUHHT, CTpPEM- | HUTB, OpOH- 03
3TMOU- NOCTUH(]EK- | TOKOKKOBast XUTBI [TapBoBu-
OUTBI, pPH- | IMOHHBIX U3- | HQEKIus, WH- pycHas UH-
HO(apuH- MEHEHUH dbexuus Moue- bexuus,
rorpaxe- BBIBOZSIIIINX pEeLUINBH-
UTBI, HEOMI- nyTeH, peuu- pyromue
HOKpPaTHO TVBHUPYIOLIUN UH( KU
OCJIOKHEH- CEPO3HBII HIDKHUX
HbI€ ITHEB- CpeqHUN OTUT I bIXaTeJb-
MOHHUH HBIX NyTeN
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IIpooonacenue mabauyer 1

Jannbie na- | Comwkenne | CHmwkenue | Ypenmudenue | YBenuuenne | CHkeHHE CHuxenue
6oparop- qrclia €CT- | UMCiia ecTe- | YUCJla aKTH- | UMCJIa  aKTH- | YHCJIa eCTe- | YHucia
HBIX TIOKa- | CTBEHHBIX CTBEHHBIX BUPOBAHHBIX | BUPOBAHHBIX | CTBEHHBIX T- | ecTeCTBEH-
3arenei KWJUIEPOB, | KUJIEPOB, T-mumporm- | T-mumdonn- | xenmepos, HBIX T-
(MMMyHO- 3a cuér 00- | 3a cuér 00- | TOB, TOB, yBEJIMYEHNE | KHJUIEPOB,
rpamMma, mel JeHko- | mei selko- | 3a cuér obei 3acuér | uucna T-cy- | 3a cuér o0-
JEUKOLUUT- | MEeHUU — | neHun — | nefikonennu — | oOIIel JEHKO- | MPECCOpPoB e Jen-
papHast CHIDKEHHE | CHUKEHUE CHIDKEHHE MEHUU — CHU- KOTICHUH —
dbopmya) gucna  B- | umcma  B- | uncna B-nmum- | skeHue uucnia CHUKEHUE

TUMQOIIH- UM OorH- ¢doruToB B-numd oru- yucia B-

TOB TOB TOB UM OorH-

TOB

Conyrctey | Jobpoxkaue- | [loOpokaue- | loOpokaue- JHobpokaue- JHobpokaue-
0-111e CTBEHHAs CTBEHHAas CTBEHHAsI CTBEHHAsI CTBEHHAsi
3aboneBanu | numdornpo- | mumponpo- | MHOXKECTBeH- | TuMponponu- | tuMQorpo-
S mudepauus, | mudepanus, | Has  numdo- | Gepanus, nudepanms,

CUHJIPOM BTOPUYHBIA | a€HOMATHS NaHKpeaTorna- KeJie-

Kunsbpa, nepopmupy- | anemust  IcT. | THs, 3amepikka | 3omeduLUT-

KOHAYKTUB- | FOIIMIA CMEIIAHHOTO | (PM3MYECKOro | Hasg  aHeMHUs

Hasi  Tyry- | OpOHXWUT, reHesa, Pa3BUTHS JEerKoil  cre-

XOCThb | cTe- | mocThnHeB- | CyOKJIMHUYe- MIEHU

NeHHW, aHe- | MOHHYe- CKHIl THUINOTH-

MHUsI MUKPO- | CKMII TIHEB- | peo3, KHCTa

LUTapHas, Mo¢puOpo3 B | mpaBoil  moNH

TUIIOXPOM- | HUJKHEH X, IIAT-

Hasl J)KeJIe30- | IoJie  Tpa- | MEHTHBIE

neuunt- BOTO  JIeT- | HEBYCBHI KOXHU

Has, Cpen- | Koro TYJIOBHILIIA

HEW Cp. CT.

T.,BTOpUY-

HBIN nedop-

MHUPYIOIIUI

OpoHXWT,

MIOCTITHEB-

MOHHYE-

CKUH TIHEB-

Modpubdpo3 B

HUKHEH

T0JIE JIEBOTO

JIETKOTO,

XPOHUYE-

CKUH TH-

peouuT,

CyOKITUHU-

YECKUH TIu-

NOTHUPEO3
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IIpooonacenue mabauyer 1
Xponuue-
CKas BHpe-
MU Brriasnena
(EBV  umm
CMV)

B pe3ynbTare npoBEAEHHON CPABHUTENIBHON XapaKTEPUCTUKH MOKHO BBICIIATH CJIC-
AYIOIIUE XAPaKTEPHbIE KIIMHUYECKUE MPOSBIICHUS. YaCThIe PECIUPATOPHBIE 3a00JICBaHMS,
XPOHUYECKAsi UTOMErallo- U OniTeiH-bapp BupyceMust; BeipakeHHas tuMpornponudepa-
s, peuuauBbl H.simplex u H.varicella zoster; HoxynspHas JuM@ouiHas Turepruiasus
CJIM3UCTBIX OPOHXOB, KEITyA0YHO-KAIIEYHOTO TPAKTA, MOPAKEHUE KMIICYHUKA C KITMHUKON
SHTEPOKOJIUTA, TOTEPEN Beca, MaTbaOCOPOIUEHA.

B ummyHOrpammax Bcex NalieHTOB OTMEYCHbBI U3MEHEHUS B CyOMOMyJISINK UM (O-
UTOB MEepUPEPHUECKOIN KPOBU: yMEHbIIEHUE KoymuecTBa T-xenmepos (CD4+), T-peryins-
TOpHBIX K1eToK (CD4+ CD25+ CD127-); yBenuuenue KoamdectBa 3PPexkTopHbix T-mum-
¢doumto (CD8+), yBennueHue koanyecTra kieTok namsatu (CD8+ CD45RO+); cHuxkeHue
WIA OTCYTCTBHE TOMYJISILHM HavBHBIX T-TUM(OIUTOB (TMMHUYECKUX MUTPaHTOB D4+
CD31 CD45RA); yBenuueHue koanuecTsa nepexoansix B-kinerok (CD19+ CD38+), cun-
Te3upyromux Ig M; ycuiieHne skcnpeccuu sMOpUOHaIbHOro Mapkepa CDS5+; CHUKEHHE
nonyssinny B-knerok mamsaru (CD19+ CD27+1gD- u CD19+ CD27+IgD+); nedpuumt IgA
n IgG, HopMasnbHEIA ypoBeHb [gM.

Bcem HaOmogacMbIM MalMeHTaM JJIsl STUOJIOTUYECKOTO JICUEHUST MUKPOOHBIX WH-
(pexuumii TpeOoBaANKMCh PE3EPBHBIC AHTHOAKTEPUAIIBHBIE TIPENAPATHI C JUIATEIBHBIM KYPCOM
NPUMCHEHHUS (HeAEIU-MeCsLbl). I TaTOreHETHYECKOTO JICYEHMS, C COTIACHS 3aKOHHBIX
NPEICTABUTENCH BCEX MALMEHTOB, MpUMeEHsics crneunpuuecknii maruOutop mTORCI -
KoMmIuiekca - Cupommmyc (Panamuims). Y NaMeHTOB, MOJYYaBIIMX WHTMOMPOBAHUE
PI3K3, moBTOpHO HE BhIsABIsIack BOb wnm LIMB-Bupemust. [1epcieKTHBHBIM METOOM Jie-
YEHMs], 10 HAYYHBIM JAHHBIM, SIBJIICTCS MPUMEHEHHE crienndruueckoro marndutopa PI(3)K
— Jlennonucud [1].

BbiBoabI:

1. Curnaneubie npusHaku [THU]]- bonesnu Pasli: penmausupyromniyie nHpeKmm opra-
HOB JbIXaHWsI, KOHTAMUHALKAS KOXH OOPOJaBKaMHU, MOJITFOCKOM, IeNaTOCIICHOMETAITuS,
mum$aacHonaThs, SHTEponaTus, xponudeckas supemus (EBV wim CMV).

2. Ilpumenenune npenapara CUpOJIMMYC y TALMEHTOB ¢ CHHAPOMOM aKTHBAaLMK (oc-
(POMHO3UTUA-3-KNHA3bl 3HAYMTEILHO YMEHBINAET TEMaTOCIUIEHOMETAINI0, BOCCTAHABIIH-
BacT nponudeparmio T-KIETOK ¥ JIEUAT HEOMYXO0JEBYIO TUMponposmdeparuto. Y naiueH-
TOB, B pe3yibTare nHruOupoBanus PI3KS, moBropHo He BhisiBsack BOb wim [IMB-Bupe-
MUSL.

3. CBOECBPEMEHHAs TMAarHOCTUKa U TapreTHas Tepanus [ 11/] mo3BonseT 3HaunTensHO
YJIyUIOUTh TPOTHO3 3a00JIEBAHUS, KAYECTBO KU3HU M COLMATTM3ALAIO IETEH.
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