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KAUHUKO-TEHETUHECKUE ACTNEKTbI NEPBUYHbIX
MMMYHOAE®OULUTOB Y AETEU

Hosuxos A. A., Kupkanosa E. A., lllapanosa C. O.
Hayunvie pyxosodumenu. kano. meod. Hayk, ooy. Ycmunosuy A. A.,
Kauo. meo. Hayk, ooy. llawoxk U. U.

benopycckuti 2cocyoapcmeennulii meouyunckutl ynusepcumem, 2. Munck
PHIII] Jlemckoti onkonocuu, 2emamonocuu u uMmMyHoio2uu, 0. bopoensanvi

Pe3tome. ¥V manmentoB ¢ cuaapomamu ALPS u APDS/PASLI ycraHoBieHa TeHICHIHS K
nuMQaaeHONaTHH, B YaCTHOCTH TUM(PATUYECKUX Y3JI0B OPIOIIHOM 1MOI0CTH. Y OOJIBIIMHCTBA MaIH-
€HTOB YCTaHOBJICHO yBEJIIMUEHUE MMEUSHU W/WHN cene3eHku. [lanmenTtsl ¢ myTanueii B reHax STAT 3
GOF u PI3KCD umeroT BbICOKYIO BEpOSITHOCTb Pa3BUTHUSI OaKTepHUaIbHOIN THEBMOHHUHU.

KawueBble ciioBa: unMmmyHnoaedunut, cuaapom ALPS, cunagpom APDS/PASLI.

AKTyaJbHOCTD. [lepBUUYHbIE UM-
myHoaedunutHeie coctosinua (UIAC) —
F€HETUYECKU JIETEPMUHUPOBAHHbBIE 3a-
0oJieBaHUSI UMMYHHOU CUCTEMBI, XapakK-
TEPU3YIOIIUECS BPOXKICHHBIM CHIDKE-
HUEM WJIU OTCYTCTBHEM 3alllUThl OT Uy-
YKEPOJIHBIX areHToB [1].

DeHOTUNINYECKOE MPOSIBJICHUE
NJIC cBsA3aHO C pa3NW4YHBIMHU IATOTCH-
HBIMU BapUaHTaMHU OIPEJICICHHbIX Te-
HOB. Takum oOpazom, MyTalus B reHax
STAT 3 GOF, PI3KCD wmu PI3KRI
KIIMHUYECKU TPOSIBISETCS B BHUJIE CHH-
npoma APDS/PASLI — cunapom akTuBa-
uuu hoconHO3UTUI-3-KUHA3KI JEbTa!
HapylIeHUue PelenTopHoro curnana B T-
u B-numdonurax [2]. [TaTorenHsie Bapu-
anTel TeHoB FAS, CTLA4, LRBA MaHu-
dbectupyrotr B Buae cunapoma ALPS —
ayTOMMMYHHBIN JuMdonpoiaudepaTus-
HBIN CUHJIPOM, CyTh KOTOPOT'O COCTOUT B
O0okupoBKe anonTo3a T- u B-nmumdoru-
TOB [3].

Ieab: yCTaHOBIIEHHME B3aUMO-
CBSI3U KIIMHUYECKUX MPOSIBICHUU CHH-
npomoB APDS/PASLI u ALPS ¢ napy-
HIEHUSMU B JICTEPMUHUPYIONIUX OTHU

ISBN 978-985-21-2103-3
YAK 378:61:37.091.212.5:001.83(042.3)(476)
BBK 5+74.58

CUHJIPOMBI T€HETHUECKUX Je(eKTax.
3agaum:

1. OueHuThs pacrnpoCTPaHEHHOCTH
nuM@oaseHoNaTUu M TemnaToCIIeHOMe-
rajiii B BEIOOPKE U CTETNEHb BBIPAYKEHHO-
CTH B 000MX CUHAPOMAX

2. OueHuTh 4acToTy MaHudecTa-
UM WHQPEKIIMOHHBIX 3a00JIeBaHM, B
TOM YUCJIE TAKEIBIX.

3. Ouenutsb J1abopaTopHbIE MOKa-
3aTeN KPOBH, MO3BOJISIIOIIME 3amo0-
3puTh Hamuuue [T /]

4. BbIABUTh HallMUU€ WHBIX KIIU-
HUKO-JTabopaTopHbIX nposiBiaeHui [T1]]

Martepuaasl 1 MeToabl. B xone
UCCleIOBaHUsT ObLT MPOU3BEAEH PETPO-
CIIEKTUBHBIA aHAJIU3 MEIUIMCKUX KapT
CTallMOHAPHBIX TMalUeHTOB Ha Oaze 'Y
«PHIIL] neTckol OHKOJIOTHH, T€MATOJIO-
MU U UMMYHOJOTUN», T. Munck. Komnu-
YEeCTBO YYaCTHUKOB B BBIOOPKE COCTa-
BWIO 22 manueHnTta (Ie(QpeKTHbIM TeH Be-
puduimpoBan).

[TonyyeHnHsle gaHHBIE 00pado-
TaHbl METOJaMU BapUAIIMOHHOW CTaTH-
ctuku. CTeneHb B3aMMOCBS3U UCCIIENNO-
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BAHHBIX KJIIMHUYECKUX MPOSBICHUH U Jie-
(hexTHOTO reHa (WM CUHIPOMA) OIEHU-
BaJlach C UCIIOJIb30BAaHUEM TI-KpUTEPUs
Cnupmena, T-xpurepust BunkokcoHa.

Pe3yabTaTthl M ux o0cy:xaeHue.
Bo Bceit BeIOOpKe y 72,3% y4acTHHUKOB
HaOmonaercss auMmpanenonatus. [lpu
ATOM MPUPOCT pazmepa TUM(PATUYECKUX
y3JI0B OTHOCHUTEIBHO BO3PAaCTHON HOPMBI
B cpeaHeM coctaBuil >30%; ko3 duiin-
eHT koppessinun Cimpmena paseH 0,82,

Jlumpanenonatus npu CUHAPOME
ALPS naOmronaercs y 72,7% mnaunues-
TOB, a npu cunapome APDS/PASLI —y
77,8% (pucynox 1).

Bax & Whisker Plot
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Puc. 1 — Beipa)keHHOCTb TUM(OATCHOIATUH B
3aBUCUMOCTH OT CHHJpOMA.

N3 72,3% nauueHToB ¢ yCTaHOB-
nennoit JIAII (BHe 3aBUCHMOCTH OT CHUH-
npoma) y 87,5% HaOmromaercst yBennue-
HUE JNUM(PATUYECKUX Y3JIOB OpIOIIHON
nosiocty; y 68,75% — obmactu meu; y
50% — rpyIHOM MONOCTH (PUCYHOK 2).
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Box & WhiskerPlot
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Puc. 2 — CpaBHeHue pa3mMepoB
TUM(ATHYECKUX Y3JI0B OPIOUTHOMN U IpyIHON
nosiocteit (mpupoct B %)

OTHOCHUTENBHO TEMaTOCIIIEHOME-
rajvu ObUTH MOJTY4YEHbI CIEAYIOIINE TaH-
HbIE: YBEJIIMUECHHE Pa3MEPOB TOJIBKO Iie-
yeHu (=>12% OT BO3pacTHON HOPMBI)
ObU10 ycTanoBieHo y 11,5%; Tonbko ce-
ne3eHku (>23% OT BO3pacTHON HOPMBI) —
y 15,8%; Kak neyeHu, Tak U CENE3EHKHU —
y 73,7% nanuenTtos; y 13,6% nauneHToB
(13 Bcell BEIOOPKU) TAaHHOE MPOSBICHUE
MMMYHOJIEPUIIUTHOTO COCTOSIHUS  HE
YCTaHOBJIEHO (PUCYHOK 3).

85 a Median
A 25%-75%
= T Mindax

Puc. 3 — Hanuuue renaromeranuu 1 ypoBeHb
yBenu4eHus neueHu (B %o OT BO3pacTHOU
HOPMBI)

[Ipu pazmeneHuM Ha TPYHIBI MO

KIIMHUYECKOMY CHHJpOMY OBLIO YycCTa-
HoBJIeHO, yTo npu APDS/PASLI crartu-
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CTHUYECKHU 3HAYUM IIPHPOCT Pa3MEPOB ce-

nezenku (91% manueHToB); CuUiIbHAs
npsiMasi cBsi3b (kKoadduuuent r Crup-
MeHa paseH 0,71) (pucyHok 4).

Box & Whisker Plot
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Puc. 4 — Hanuuue cruieHoMeranuu Bo Beeit
BbIOOpKe U nipu cunapome APDS/PASLI (B %
OT BO3PACTHON HOPMBI)

Torna xak npu ALPS mpeobia-
naeT remarocruieHomeranus (45,5% ma-
IIUEHTOB); CHJIbHAs MIpsiMast CBsA3b (KOA(-
¢unment r Cnupmena pasen 0,76) (pucy-
HOK J).

Bax & Whisker Plot
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Puc. 5 — Hanmmuue renarocnieHoMeraauu npu
ALPS u APDS/PASLI (% ot Bcex manueHToB
C IaHHBIM CUHJPOMOM)

JlabopaTtopHble JTaHHBIE CBHU]IE-
TENbCTBYIOT O BCTPEYAEMOCTH TPOMOO-
uuronennu (40,9%), numdoruToneHuu
(27,3%), cumwxkenun B-numdoruToB
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(CD19/20, 31,8%), CHUKEHUH UMMYHO-
perynaropHoro  uHuaekca CD4/CD8
(22,7%), uTO KOPPENUPOBAIIO C JTAHHBIMU
npyrux aBTopos [4]. Kpome Toro, B nep-

BUYHON HWMMyHOTpamMMe TallueHTOB
Ha0JII0/1a7I0Ch:

1. camxenue T-xenmepoB (CDA4,
45,4%);

2. CHUXEHHE TUMHUYECKUX MHU-
rpaaToB (CD20+CD5+, 27,3%);

3. mnoBsllieHUE T-cympeccopoB
(CD8, 27,3%);

4. NOBBIIICHUE ABAXJbl HEraTUB-
HbiX T-nmumponuto (CD3+CD4-CDS-,
18,2%).

[Ipu pa3geneHun BBIOOPKH TIO
KPUTEPUIO YACTOThI BCTPEYAEMOCTH TH-
XKeIbIX WHOEKIHMOHHBIX 3a00JeBaHUM
(peuuanBUpYIOIIME MHEBMOHUU, TyOep-
KyJie3, TSDKEJIO€ T€YEeHHE KOPOHABUPYC-
Holt undekuu COVID-19) 6buna ycra-
HOBJICHA CIIEYyIOas 3aBUCUMOCTh: Ma-
uuentsl ¢ cuapomom APDS/PASLI B
80% cilyyaeB HMMEIOT HECKOJBKO (>2)
OakTepUabHBIX THEBMOHUM B aHAMHE3E;
BO BCEil BHIOOpKE KOPOHABUPYCHAsi WH-
dexuus u Ty0epKyse3 ObUIN 3apeTUCTPU-
POBaHBI TOJBKO Y 2 U | manueHTa cooT-
BETCTBEHHO; TAKX€ Y HEKOTOPBIX Mallu-
€HTOB ObUT OOHApy»€H 3HAYMTEJIbHBIN
ypoBeHb IgG K UHUTOMErajsoBUPYCHOU
uHpexuuu (36,4%), BUpycy DniuTeiHa-
Bbapp (36,4%), Bupycy npocToro repreca
(22,7%).

BobiBOaBI:

1. Jlumpoanenonaruss  HabMIOa-
erca y 72,3% nauumentoB ¢ [IU]/I, npu-
yeM HauOoJiee 4acTO yBEIWYEHUE JTUM-
(aTuuecKkux y3710B OPIONIHOM MOJOCTH.
IIpu cungpome APDS/PASLI wame
BcTpeuaercst cruieHoMmeranust (91%), a
npu cungpome ALPS — remarocruieHo-
meranus (45,5%).
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2.B HEKOTOpPBIX Cilyyasx JAHArHo-
CTUPYIOTCS JIONOJHUTEIbHBIE ayTOUM-
MyHHbIe 3a0oneBanus: CJl I Tuna, ayTo-
MMMYHHasi TE€MOJINTHYECKasi aHeMus U
Ap.

3.Y mnanueHToB ¢ CHHIPOMOM
APDS/PASLI) nabnroganach BBICOKas
4acToTa pa3BUTHUSI OAKTEpUATbHOM MTHEB-
MoHuu. Bae 3aBucumMoctu ot Buga NJIC
B MMEJI0O MECTO Pa3BUTHE KOPOHABUPYC-
HOI nH(pekuuu u TyOepkynesa. B tperu
ciiydaeB ObUIO BbIsiBIIEHO Hannuue IgG k
[IMB u BOb.

4. PacipOCTpaHEHHOCTh  LIUTOIIE-
HUI B BBIOOPKE COCTABUIIA: TPOMOOIIUTO-
neaust  (40,9%), aumdouuToneHus
(27,3%), anemus y 27,3%.
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5.Co ctopoHbI (paKTOPOB KJIETOY-
HOTO MMMYHHTeTA y naunueHToB ¢ AJIIIC
nu APDS/PASLI BbIsIBI€HBI JOCTOBEPHO
HU3KHUE TTOKa3aTeIu OTHOCUTEIIBHOTO KO-
nnyectBa CD4+T-nmumdponntos (45,4%),
koH1eHTparuu NJI-17 (85,2% maruen-
TOB), 3HAYMUTEJILHOE TOBBIIIEHUE OTHO-
cutenbHOTO conepxkanusgs CD8+T-num-
¢douurtoB (27,3% mnauueHTOB), HapyIlle-
HHE€ HMMMYHOPETYJISTOPHOTO HHJIEKCa
CD4/CD8 (22,7%), a Takxxe IOCTOBEp-
HOE TIOBBIIIEHNE MPOIIEHTHOTO COJIeprKa-
Hust CD3+CD4-CD8- «JIBOWHBIX OTpH-
narenbHbIX» T-kietok (18,2% maruen-
TOB).
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Resume. Patients with ALPS and APDS/PASLI syndromes have a tendency to lymphade-
nopathy, in particular of the lymph nodes of the abdominal cavity. Most patients have an enlarged
liver and/or spleen. Patients with a mutation in the STAT 3 GOF and PI3KCD genes have a high

probability of developing bacterial pneumonia.

Keywords: immunodeficiency, ALPS syndrome, ARDS/PASLI syndrome.
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