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Summary. The basis of primary immunodeficiency is a congenital disorder of
the cell genotype. Patients with PID have lymphadenopathy, hepatosplenomeg-
aly, and often manifest severe infections. Some patients have concomitant auto-
immune pathology.

[lepBuunbie ummyHonedunutheie cocrosinus (MC) — renerndecku nerep-
MUHHUPOBAHHBIE 3a00JI€BaHUS UMMYHHOM CHUCTEMBI, XapaKTEPU3YIOITUECS BPOXK-
JIEHHBIM CHUKEHUEM WJIM OTCYTCTBUEM 3aIIUTHI OT UYKEPOIHBIX areHTOoB [1].

®enotununueckoe nposisiieHue MJIC cBsizaHO ¢ pa3IMYHBIMHU NATOT€HHBI-
MU BapuaHTaMH ONpPEIEJICHHBIX T'eHOB. TakuM oOpa3oMm, MyTalus B TeHax
STAT 3 GOF, PI3KCD wmm PI3KRI1 knuHuuecku mposiBisieTcsi B BUAE CUH-
npoma APDS/PASLI — cunapom aktuBaruu GocHOUHO3ZUTHA-3-KUHA3EI JETh-
Ta: HapylleHHue perenTopHoro curHaia B T- u B-numdouunrax [2]. Ans nanHo-
ro CHHApPOMa XapaKTepHbI JuMdaaeHonaTuu, ayTOUMMYyHHBIE ITUTOTICHUH, Te-
narocruieHomeranus u ap. [latorennsie Bapuantel reHoB FAS, CTLA4, LRBA
MaHu(pecTupytoT B Buae cunapoma ALPS — ayroummyHHbIN numbonposude-
PaTUBHBIA CUHJIPOM, CYThb KOTOPOTO COCTOMUT B OJIOKMpOBKE amonTo3a T- u B-
muMponmtoB [3]. Kiuandecku nposiBiseTcs: TuMdoaeHONaTus MU U ayTOUM-
MYHHBIMU [IUTONICHUSIMU; ABJISIETCA (PAKTOPOM pUCKA PA3BUTUS TUMQPOMBI.

B xone uccnegoBanus ObLIO YCTaHOBIICHO, UTO BO BCeil BbIOOpKE Y 72,3 %
y4acTHUKOB HabmogaeTcs numbanenonarus. [Ipu 3Tom npupoct pasmepa JIuM-
(dhaThuecKux y3JI0B OTHOCHUTEIHHO BO3PACTHOM HOPMBI B CPEIHEM COCTaBUII
>30 %; xoaddumment koppemsiuu Crimpmena paseH 0,82. JlumdbanenonaTus
npu cunapome ALPS wnaGmionmaercs y 72,7 % nDauuMeHTOB, a IPU CUHAPOME
APDS/PASLI -y 77,8 % (puc. 1).
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Pucynox 1 — BeipaxkeHHOCTH TUM(aCHOIATUH B 3aBUCUMOCTH OT CHHApPOMa
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N3 72,3 % nauuenToB ¢ ycranoBieHHOU JIAII (BHE 3aBUCHUMOCTH OT CHUH-
npoma) y 87,5 % nHaOmogaeTcsi yBeIM4YeHUE JTUMQPATHUECKUX Y3JI0B OpIOIIHOMN
nosiocty; y 68,75 % — obnactu meu; y 50 % — rpyAHOM MOJIOCTH.

OTHOCHUTENIBHO TeNaTOCIUICHOMETAINU ObUIN MOJYYEHBI CIEAYIOIINE J1aH-
HbIE: YBEJIIMYEHUE PA3MEPOB TOJIbKO neueHu (>12 % oT Bo3pacTHO HOPMBI) ObI-
70 ycraHoBiieHO y 11,5 %; Tonbko cene3eHku (>23 % oT BO3pacTHON HOPMBbI) —
y 15,8 %; kak nedenu, Tak u ceneseHku —y 73,7 % nauuenTos; y 13,6 % nauu-
eHTOB (M3 BCEil BBHIOOPKHM) JaHHOE MPOSBICHHUE HUMMYHOJE(HUIIMTHOTO COCTOS-
HUS HE YCTAHOBIICHO.

[Tpu pazneneHuu Ha TPYMIIBI 0 KIMHUYECKOMY CHHAPOMY OBLIO YCTaHOB-
aeHo, uto npu APDS/PASLI cratuctudecku 3Ha4uM MPHUPOCT Pa3MEPOB celie-
3eHku (91 % manueHToB); cuibHas npsiMas CBA3b (Koddduiment r CnupmeHa
paBen 0,71). Torna xak mpu ALPS npeobnagaet remarocrieHomeranus (45,5 %
NAlMEHTOB); CUJIbHAs MpsiMast cBA3b (Koapuuuent r Cnupmena pasen 0,76).

JlaGoparopHble JaHHbBIE CBHIECTEIbCTBYIOT O BCTPEYAEMOCTH TPOMOOIMTO-
nenuu (40,9 %), mamdorronenun (27,3 %), camwkennn B-mivgoruros (CD19/20,
31,8 %), cHwkeHn IMMYHOperystopaoro uanekca CD4/CD8 (22,7 %).

AyTOMMMYHHAasl TEMOJIMTUYECKAS] aHEMHUSI YCTaHOBiIeHa y 27,3 % manueH-
TOB. Y IBYX NAllMEHTOB OOHAPYKEH ayTOMMMYHHBIN caxapHbiid quadet (I Tuna);
npu4eM B 00oux ciayyasx myrtauus Hadmonaercsa B rene STAT 3 GOF.

Takum o6pazom, numbpanenonatusi Habmonaercs y 72,3 % manueHToB C
[MN]1, mpuuem HamboJee 4acTo yBeIWYEHUE TUMDATUUECKUX Y3JI0OB OPIOITHOM
nonoct; npu cuaapome APDS/PASLI wamie BcTpedaeTcss CIUICHOMETalus
(91 %), a npu curapome ALPS — renarocrieHoMeranus (45,5 %); npu oboux
CUHApPOMaXx MpeodIiajaeT CHIYKEHNE UMMYHOKOMIIETEHTHBIX KJIETOK; B HEKOTO-
pBIX ClIy4asX AUArHOCTUPYIOTCS JOMOJIHUTEIbHBIE ayTOMMMYHHBIE 3a00JeBa-
Hus: CJ[ [ tTuma, Oenok-Tepstomiasi SHTEpONaThs, AyTOUMMYHHAsi TEMOJUTHYE-
CKasi aHEMHUS  JIp.
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