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Annomauus. lebuint GATA2 — pepxoe 3a6oneBaHme, OTHOCALIEECS K IPYIIIe BPOXKAEHHBIX AepeKToB (arounTos, Ko-
TOpPO€ KIIMHIMYECKY IIPOSIBILAETCS e ThIPbMsI CUHApOMaMut: cuHApoMoM MonoMAC (Muenyciiiasust 1 UMMYHOAeBUIINUT, acCo-
LMVPOBAHHBIN C pa3BUTVeM MHQEKINIT, BBI3BaHHBIX Mycobacterium avium complex), cuagpoMoM feduinta MOHOLMTOB, eH-
IPUTHBIX KJIeTOK, B- 1 NK-nmumdornros, cuanpomMom dMbeprepa, BKIIOYAOMNM IEPBUYHYIO TMMPeseMy ¢ MUeTIOANCIUIa3Neit
U HellpOCEHCOPHYIO IIOTEPIO C/IyXa, a TAK)Ke CeMeTHbIM MMUENOAUCIIZIACTUYECKMM CUHIPOMOM Y OCTPbIM MUETIOUIHBIM JIeMKO-
30M. 3ab0/eBaHMe HACTIEAYETCs IO Ay TOCOMHO-/JOMIHAHTHOMY THUITY, HO B OOJILIMHCTBE CTy4aeB MyTallMM 3aPOJBIILIEBO M-
Hym reda GATA2 Bo3HuKaioT de novo. IlepBble MposiB/IeHVst 3a00/IeBaHMsI BCTPEYAIOTCSI B PAaHHEM B3POCIOM BO3pacTe, Tede-
Hite gedurta GATA2 sBsieTcst BapuabebHbIM M MOYKET Pas3/IndaThCsl y AL B ONHOI CeMbe, IMEIOIVX CXOXKIe TeHEeTNIeCKIIe
BapMaHTHL. B cTarbe npencTaBien KIvHNYeCcKuit cnydait MaHudecranum fgedurmra GATA2 B Bo3pacTe ceMi JIeT B BUfie pas-
BUTHsI T€HEPAIN30BAHHOTO BEPPYKO3a, MuM(OCTasa HIDKHEN KOHEYHOCTH, TeHePaIN30BaHHOIO TYOepKyIésa ¢ mopaxeHreM
OPIOLIHOI TOTIOCTH, MAJIOTO Tasa, OPraHOB TPYAHOI K/IeTKM. B pesynbTraTe 06c1efoBanms BbIsBICH HeUIUT MOHOLIUTOB, B- 1
NK-11MpoLuTOoB, MUETOAUCIUIACTUYECKIIT CUHAPOM C MY/IbTUIMHEHON AucIIasueit. IIpencraBieHo mofppo6Hoe onmcaHue
K/IMHIYECKOJ KapTUHBI 1 0COOEHHOCTel! TeUeHNU: TepBIYHOr0 MMMYHORE(PUIUTHOTO COCTOAHNA, PE3yIbTaThl IIPOBECHHOTO
006CIeOBaHNs U JIeYeHNA.

Kntouesvie cnosa: nepBudHbI UMMYHOREDUIIT; TeHEPATM30BAHHBII BEPPYKO3, MUEIOAUCIIACTIIECK I CUHPOM, TPAHC-
IJTAHTAL M TeMOIIO3TUYECKMX CTBOTIOBBIX K/IETOK.
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Abstract. GATA2 deficiency is a rare disease belonging to the group of phagocyte birth defects, which is clinically manifested
by four syndromes: MonoMac syndrome (myedysplasia and immunodeficiency associated with the development of infections
caused by Mycobacterium avium complex); monocyte, dendritic cell, B- and NK-lymphocyte deficiency syndrome; Emberger
syndrome, including primary lymphedema with myelodysplasia and sensorineural hearing loss, as well as familial myelodysplastic
syndrome and acute myeloid leukemia. The disease is inherited by autosomal dominant type, but in most cases, mutations of
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the germ line of the GATA2 gene occur de novo. The first manifestations of the disease occur in early adulthood, the course
of GATA2 deficiency is variable and may differ in individuals in the same family with similar genetic variants. The article
presents a clinical case of manifestation of GATA2 deficiency at the age of seven years in the form of development of generalized
verrucosis, lymphostasis of the lower limb, generalized tuberculosis with involvement of the abdominal cavity, small pelvis,
and chest organs. The examination revealed deficiency of monocytes, B- and NK-lymphocytes, myelodysplastic syndrome with
multilineage dysplasia. We present a detailed description of the clinical picture and peculiarities of the course of the primary
immunodeficiency state, the results of the examination and treatment.
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BBepenne

B mupoBoit nmuteparype npencrasieHo 6omee 480 pasmny-
HBIX (POPM BPOXK/IEHHBIX OIINOOK MMMYHHOII CHCTeMBI (T1ep-
BUYHBIX UMMYHOAe¢uunToB — ITV]]), KOTOpbIe B 3aBUCHMO-
CTU OT IOPaKEHHOTO 3B€HA IMMYHHOJ CUCTeMbl pasfie/ieHbl
Ha 10 rpymm [1]. Knuunveckas kaptuHa IIV]] Bapua6enbHa,
XapaKTepusyACh MOBBIIIEHHON BOCIPUMMYMBOCTBIO K VH-
(dexuysaM, ayTOMMMYHHBIM M ayTOBOCIA/IMTENbHBIM CUH-
ApoMaMy, IaTOJIOTMYecKoil mMmdonpommdepanyeii, He-
JOCTATOYHOCThI0 KOCTHOTO MO3Ta W/VWIN OHKOIOTMYECKUM
3abomeBanusaM [2, 3]. OgHUM M3 IpefCcTaBUTeNell MepBUY-
HBIX IMMYHOJeUIMNTHBIX COCTOSHMIL, COUETAIOIINM B cebe
MHOroobpasue KIMHNYECKUX [POSIB/IEHWI, SBIsSETCS fRedu-
uut GATA2, KOTOPBIIT, COITIACHO MEX/IYHapOJHON K/IacCu-
¢duxanuy, BKIOYEH B TPYIIY BPOXAEHHBIX e(DeKTOB KO-
4yecTBa MU QYHKIMIL ParoruTos.

Vicropus otkpbitus gepunnra GATA2 otHOCHUTCs K 2010
I., Korga rpymmoit yuénsix u3 CIIIA [4] BiepBble Obi1 onu-
CaH CHHPOM MMMYHOReMUMTAa U MUETONUCIIIA3UM, TIPO-
SIBJISTIOLUVILCS TTTYOOKMM Jie(pUINTOM MOHOLMTOB B Iepude-
PUYECKOIT KPOBU ¥ CKIOHHOCTBIO K PasBUTHIO MHQEKINIL,
BBI3BaHHBIX Mycobacterium avium complex, KOTOpbIit ObII
cokpamiéHHo Ha3BaH MonoMAC. B To e Bpems Ob110 Omu-
CaHO TPU CXOXUX CHMHJPOMa: CUHIPOM JeuiiuTa MOHOL-
TOB, IEHAPUTHBIX K/IeTOK, B- 1 NK-mumdonnros, Cungpom
IMbeprepa, BKIIOYAIOINIL IEPBUYHYIO uMpeReMy ¢ MIeo-
IMCIIIa3yeil M HelIpOCEeHCOPHYIO IIOTepIo CIyXa, a TaKXe ce-
MeltHbI Muenofuciactiudecknit cuagpom (MJIC), ocTpsrit
MUETOUAHBIN 1eiiko3 [5-7]. B 2011 1. 61710 BBIACHEHO, YTO
BCe YeTbIpe CMHJPOMA ABJAITCSA Pe3yIbTaTOM MyTaluil 3a-
popsieBoit muHuK reda GATA2 m mpepcraBiasior coboit
pasHOOOpasHble IIPOSIBIIEHNMsI OJHOTO M TOTO )XKe 3aboreBa-
HIIs1, BIIOC/IEACTBUY Ha3BaHHOTrO fgeduuyrom GATA2.

lTen GATA2 pacronoxeH Ha [JIMHHOM IUlede Tpe-
Theil XPOMOCOMBI, MeXaHWU3M Hac/lefoBaHMs 3abomeBaHMs
ayTOCOMHO-ToMMHaHTHBIT [8]. Bemox GATA2 mpuHape-
XKUT K CEeMENICTBY AfePHBIX (PaKTOPOB TPAaHCKPUIILINMU, KOTO-
pble CBA3BIBAIOTCA C KOHCEHCYCHON IIOC/IEOBATETbHOCTDIO
IOHK u pgpyrumu ¢daxropaMy TPaHCKPUIILIMM, PETYIUpYs
9KCIIPECCUI0 MHOXKECTBA TeHOB-MuiieHeir [9]. Y denmoBeka
OH 3KCIIPeCCUPYETCsS B TeMaTOJOTMYeCKMX KJIeTKaxX Ha CTa-
IMM CTBOJIOBOT KJIETKM ¥ 60JTee TO3THMX CTAAMAX PasBUTHS
KJ/IeTOK-IIpelecCTBeHHIKOB. [loBbleHre u/umm CHY>KeHue
9KCIIPECCUM TeHA PETYIUPYIOT IPOTrPecCUpOBaHMe ITUX He-
3pebIX K/IETOK B VX KOHEYHbIe (POPMBI, a TAK)KE OIIPEeeIéH-
Hble TUIIBI TKAaHEBBIX KJIETOK, TaKue KaK Makpodaru u Tyd-
Hble KneTku [10].

Ha ceropnAuIHMit leHb B MMpe 3aperMCTPUPOBAHO OKO-
no 500 mauyentoB ¢ pepuumrom GATA2 [11] m onmcaHo
6omee 150 pasnMYHBIX MATOTEHHBIX BAPMAHTOB IeHA, KOTO-
pble B OONBLIMHCTBE CIIyYaeB BO3HUKAIOT de novo [12]. Te-
yeHne fepunnta GATA2 BaprabenbHO U MOXKET pasIngaTb-
Cs1y NI, B OfHOI CeMbe, UMEIOINX CXOXKIe IeHeTUdIecKue
BapuaHThl. Hanbornee qacTo mepsble posABIeHN 3a60/eBa-
HUsA BCTPEYAIOTCA B paHHEM B3poc/ioM BospacTe. PeHoTun
3a00/IeBaHNs FeTEPOreHeH, He MMeeT YETKOM KOPPeALUM C
TeHOTUIIOM U XapaKTEPU3YeTCs HEITOTHOM KIMHIYECKOI T1e-
HEeTPaHTHOCTLIO [13]. CUMIITOMBI MOTYT BK/TIOYaTh TSXKENbIE
peunpuBupylomye (BUPyCHble, OaKTepyanbHble, T'PUOKO-
Bble) MHGEKINM, IUTONeHNN, TMMbeneMy, aabBeoAPHBII
IPOTENHO3 M 3/I0Ka4eCTBEHHble MUEJIONAHBIE 3a060JeBa-
Hus [14, 15]. VIHpexkuyoHHbBIe OCTOXHEHNUS Ipu feuiu-
Te GATA2 ABNAIOTCA OFHOI M3 OCHOBHBIX NPUYMH MHBAIN-
AM3aVM NAaHHBIX HanueHToB. OHM CBSA3aHBI C AeULNTOM
B-nmumdonnros, NK-knetok, a Takxke ¢ fedekTamu BpOX-
INE€HHOTO MMMYHHOTO OTBETA, BK/IIOYass HapylleHMe IIpo-
nykuyuy uHTepdepona I Tuma [16] u xapakTepusyoTcs I0-
BBIIIIEHHOI BOCIIPUMMYMBOCTBIO K BUPYCHBIM MHQEKIUAM
(nanpumep, MHQEKIVSIM, BBI3BAHHBIM BIPYCOM HANV/ITIOMBI
yenoseka (BITY) u mpocToro repmeca, HeTybepKy/lIe3sHbIM
MIKOOaKTepusAM U K ApyruM 6ojee pacHpoCTpaHEHHBIM
6aKTepraNbHBIM peCcIMpaTOpHbIM MHbekunam). Iloreps
CIyXa TaK)Ke BCTPevaeTcsi B CUMIITOMOKOMIUIEKCe feduiu-
ta GATA2 1 06yc/0B/IeHa yUacTVieM reHa B BeCTUOY/IIPHOM
MopdoreHese MONYKPYXHBIX KaHA/IOB (GOPMUPOBAHNN IIe-
prnrMdpaTHIecKoro IMPOCTPAHCTBA BOKPYT IOMYKPY>KHBIX
KaHaJIOB BHyTpeHHero yxa [17].

EnVHCTBEHHBIM KYpPaTMBHBIM METONOM JledeHus pedu-
muta GATA2 Ha CerogHAIIHUIA [eHb SABASAETCA ajlIoTeH-
Hasl TPAHCIUIAHTAIVs TeMOIIO3TUYECKIX CTBOIOBBIX KJIeTOK
(TTCK). Kak u B 6onpumHcTBe cay4aes V]I, peuieHne Bo-
npoca o mposefienny TTCK aBnsaerca cepbésHolt 3amadeit
U1 Bpadeil OHKOJIOTOB-TeMAaTO/IOTOB U TPeOyeT KOMIITeKC-
HOJI OLIeHKM TEKYILETro COCTOSHMA INMalyeHTa. B MHocTpaH-
HOJi INTepaType NpefCcTaBIeHbl JaHHbIE O 86% BbDKMBAEMO-
cTu Ha nporskeHnn AByx et nocine TI'CK (n=22, cpepnuit
Bo3spact — 26 net) [18], 57% BeDKMBaeMocTy Yepes 3,5 ropa
nocie TTCK (n =14, cpegnuit Bo3pact — 33 roga) [19], 72%,
65% u 54% BBDKMBaeMOCTH depes 1, 2 u 4 ropa nocne TTCK
COOTBETCTBEHHO (n=21, BO3pacT manmeHTtoB — oOT 15 fo
48 net) [14], ogHaKo [aHHbBIE KOTOPTHI He MOTYT OBITH CO-
HOCTaBMMbI MeXJY cO00it B CBA3U C PasINIMAMU IO TsDKe-
CTM KIVHUYECKUX IIPOSIBIICHMII 3a00/TeBaHMA U PEXNUMaM
KOHJMLIMOHUPOBAHIIA.
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Omnncanue KIMHNYECKOTO CIydas
IManuentka 1., 31 rop. IlocTtynnna B oThenenme ¢ xa-
706aM1 Ha HEyCTOIYMBBII CTY/I CO CKIIOHHOCTBIO K inapee,
JOKeHMe U OO0/Ie3SHEHHOCTD IIPU MOYENCIYCKaHNN, PeLan-
BUpYIOLVe 60POIaBKIL.

AnaMHe3 3a00eBaHNA
B percTtBe pocnma M pa3BuBanIach COINIACHO BO3PacCT-
HbIM HOpMaM. CeMeiiHblil aHaMHe3 He OTATOLIEH, OIHAKO Y

Pucynok 1. ITanmenTxa III., 31 rog, guaraos — «Ileppuanoe
uMMyHOAepUIMTHOE cocTosAHME, AeuunuT GATA2. [eHepanu30BaHHBI
BepPYKO3, IPEMMYIIeCTBEHHO aKPaTbHOJ TOKA/TA3 AL
Figure 1. Patient Sh., 31 years old, diagnosis — “Primary immunodeficiency,
GATA2 deficiency. Generalized verrucosis, predominantly acral localization”

Pucynox 3. ITannenTka IIl., 31 rom, guaraos —
«IlepBuyHOE MMMYHOAEPUIMITHOE COCTOSHIE:
medunur GATA2. InmdocTas npaBoiit HIDKHel
KOHEYHOCTI»

Figure 3. Patient Sh., 31 years old, diagnosis —
“Primary immunodeficiency, GATA2 deficiency.
Lymphostasis of the right lower limb”
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HeRyLIKM 110 MAaTEePMHCKON JMHNMM OTMEYa/INCh JKamoObl Ha
3HAYMTENIbHOE CHIDKEHMe cnyxa. B mepuop ¢ 3 o 18 et Bo3-
HVKaJIJ 9acThble HeTsDKEIble 000CTPEeHNs OTHUTA [TOCTIe Hepe-
HecéHHbIXx OPBY (mo 4eThIpéx pa3 B rof), nedeHne — MecT-
HOE ¥ CUMIITOMATU4YeCKOe C TOIOXUTEeNbHBIM 3P PeKTOM.

C 7 net Ha KoxXe KUCTell BIIepBble CTall BO3HUKATb IIPO-
cTole 6opomaBku, ¢ 24 ner (2016 r.) — KOHAMWIOMBL B 06-
nmacti reHmranuii. KommdyectBo 60pOJaBOK C BO3pacToOM
YBEINYMBAJIOCh B pasMepe U B KoiamdecTBe (puc. 1, 2).

Pucynok 2. IlanuenTka III., 31 rox, muarnos —
«IlepBuyHOE MMMYHOePUIIMTHOE COCTOSAHIE,
aedunt GATA2. BynbrapHsie niaHnTapHbie
6opomaBKm»

Figure 2. Patient Sh., 31 years old, diagnosis —
“Primary immunodeficiency, GATA2 deficiency.
Vulgar plantar warts”
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Pucynok 4. IlanuenTka IIL., 31 rom, sumaraos — «Ileppuunoe
UMMyHopebUIMTHOE cocTOsAHMeE, Aeunut GATA2. Tybepkynésnoe
Nopa)keHue ETKIX, BUCHePATbHBIIA TYOepKYIEs, TeHNTanbHbIii
Ty6epKynés». CocrosiHme mocie Xupyprudeckoro nevenus (2007-2009 rr.)
Figure 4. Patient Sh., 31 years old, diagnosis — “Primary immunodeficiency,
GATA2 deficiency. Tuberculous lung lesion, visceral tuberculosis, genital
tuberculosis”. Condition after surgical treatment (2007-2009)
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TEHEPAJIMI30BAHHBIM BEPPYKO30M C MICXOJIOM B MUETOIVICIITACTUYECKIU CMHAPOM BO B3POCJIOM BO3PACTE

ITpoBopuINCh HEOTHOKPATHbIE KypChbl HAPY>KHOI Tepanumu,
CUCTeMHasi UMMYHOMO/Y/IUPYIOLask Tepariusi 6e3 BIAMMOro
ynydireHns. YpaneHue 60pogaBoOK METOJLOM KPMOJECTPYK-
1uu 6bI0 HeaPEeKTUBHO, OfHAKO B MeCTax, Ife IpuMe-
HAJICA PaJjJOBOIHOBOI METOJ YAa/leHNsI, HOBbIe 97I€MEHTBI
He BO3HUKAa/IM, HO BIIOCTENCTBUU OCTABalIUCh KeIOUTHbIE
pyOLbL.

C 11 ner pasBMiICA M CTajl MpOrpeccupoBath MuMQO-
CTa3 IpaBoJ HIDKHEN KOHeYHOCTU HEeyTOYHEHHOTO TeHe3a, B
20 yeT mpoBefeHa onepauys ¢ popMupoBaHueM numpose-
HO3HOTO aHacTOMO3a 6e3 cyijecTBeHHOro addekra (puc. 3).

B 15 meT — reHepa/nM30BaHHBIN TyOepKy/les ¢ HMOpaxe-
HIeM OpIOLIHOI ITOJIOCTY, MAJOrO Tas3a, OPTaHOB TPYNHOI
kneTku. Mycobacterium tuberculosis BbLsiBIeHa mpu Gakre-
PUONIOTMYECKOM VICCIIENOBaHUM IIEBPAJIBHON XXUJAKOCTY, B
oT/ensieMoM 13 abcijecca B MajioM Tasy, B OTAE/LSIEMOM 13
TOHKOKMIIEYHBIX CBulIeil. B TeueHume 2 jieT ImpoBOAMIach
CTal[MOHApHAsA KOHCepBaTMBHAs TepamMsd, IOBTOPHbIE XU-
pyprudeckye BMeIIaTeNbCTBa (pe3eKIys IoNepeyHoil 060-
JOYHOJ KMIIKY, Pe3eKLsi BOCXOAALIelt 060{049HOI KUK,
TyO9KTOMMs CIIpaBa [0 IHOBOAY TybepKy/ie3a Majoro Tasa
(manmaporomust), BCKpbITHE 1 FPEHVPOBaHMe abcrecca Majo-
ro Taza — puc. 4). B mepnog ¢ 15 5o 30 et cocrosiia Ha yuére
B IIPOTUBOTYOEPKy/Ie3HOM AMCIIAHCepe, COXPAHAICI OTPHU-
LIaTebHBIN pe3ynbrar AuackuHTecta. C mexabps 2022 r. cHA-
Ta € y4€Ta, KOHCTATMPOBaHa KIMHIKO-Tab0paTOpHas peMuc-
cust TyOepKyriesa.

C 16 ner (2009 1.) B aHanu3ax BbIsAB/IEHA aHEMIS CMeEIlaH-
HOTO reHesa (kene3ofeyUNTHAS U IEPHUINO3HAs). B k-
HIYeCKOM aHajIM3e KPOBM BIIepBble BBLABJIEHA JIEJIKONEHNA
3,8x1079/n.

B 18 ner B KBK]JINel mpoBefieHO ucclefloBaHMe VIMMYH-
HOro cTaryca: uMmyHornobymmaa A (IgA) — 1.7 r/n (uop-
ma — 0.9-5.0); IgG 30 r/n (Hopma — 9-20); IgM — 4.9 r/n
(mopma — 0.7-3.7); meiikouurel — 3,4x10"/1, numdo-
uutel — 0.9x10"/1, CD3+ T-mumdounuter — 611 Ka/MKI
(nopma — 800-2200), CD4+ T-mumdouutsl — 275 KI/MKI
(nopma — 600-1600), CD8+ T-mumbountsl — 321 K1/MKI
(mopma — 300-800), CD19+ B-mumdormrer — 19 xi/Mkn
(mopma — 100-500).

B 22 ropa marueHTKa OblIa OIpefe/ieHa Ha CTAlMOHAp-
Hoe yedenne B MHIILI 60pb6bI ¢ TyOepKyn€3oM B CBASU C
anmobamy Ha 6011b B osAcHMIe. [TaHHBIX 0 TyOepKynése Mo-
4YeBOJi CHCTeMBl He BbIABJIEHO, IMACKMHTECT — OTpPULATe/b-
HBIA. IIpy 6aKTEpMONIOrNYeCKOM MCC/IEOBAHNY MOYM BBI-
siBlieH pocT Proteus mirabilis 10™. CormacHo pesynbratram
K/IMHMYECKOTO aHa/Im3a KpoBM, reMoI7oouH — 116 /11, neit-
KOLUTBI — 3.2x10°/11, mumcorutsr — 0.8x10°/11, rpaHynonu-
Tl — 2.2x10°/11, MmoHOLMTBL — 0,064X10°/71, TPOMOOIIMTH —
243x10°/n. Tlo maHHBIM YILTPa3sBYKOBOTO MCCIENOBAHIIA
OpraHOB OPIOIIHOI MOTOCTY, OOHAPYKEHBI YMEPEHHas rela-
TOCIUIEHOMeTa TN, Ka/IbI[HATHI IIeYeHN, CeMe3EHKIL.

B 29 ner mammeHTKa IlepeHec/ia BMPYCHYIO MHpeEK-
nuto COVID-19 Tskémoro TedeHus, IHOATBEPXKAEHHYIO
ITIIP-nccnenoBaHueM OTHENIEMOT0 U3 3€Ba/HOCOITIOTKM,
u co crenenplo nopaxenusa nérkmx KT-2. B anammsax ot-
MeYanoch IIOBBILIEHME C-PEaKTMBHOroO Oenka mo 186 mr/
nn. CoryacHO pesynbTaTaM KIMHMYECKOIO aHajan3a KpOBIH,
reMorno6uH — 123 1/, spurpouutsl — 4.53x10"2/71, neitko-
uuThl — 3.73x10"/1, Heitrpodunsl — 3.07x10"°/n, mumdo-
putel — 0.24x10%/71, TpoM6oumTel — 179%10"/71.

B 30 et (2023 r.) nauyeHTKa OTIpaBlIeHa Ha CTal[MIOHAp-
HOe JieyeHure B oTaeneHne oHkornHekonoruu YKB Ne4, Yia-
JIEHDBI TIO/IMI SHAOMETpUs, JIeBasi Hapy>XXHas MOJIOBasi ryba,
KOH/IV/IOMBI T€HUTANbHOI obmactu. IIpu rucromorndeckom
MCCIeOBAaHNM BBLAB/IEHA KapluHOMa BynbBbI in situ (TO-
INOMO). ITposegeHo MPT opraHoB Mamoro Tasa: obHapy-
JKEHBI YBeTMYEHHBbIE NMM(OY3Ibl ¥ OYaroBble VM3MEHEHUA
KOCTell Tasa, MaKPOIPM3HAKM OIYyXOJIE€BOIO IOpaKeHMs
BY/IbBBI Y BJIara/IMIIa He BbIAB/IEHO.

B 31 rop mamyeHTKa BIIepBble o6paT1/mac1) K MMMYHO-
nory. Ilpu obcneposanuu B ®I'BY THI MHcTuTyT MMMy-
Honorun ®MBA Poccun, mo pesynprataM MOJIEKYIAPHO-
TeHeTNYeCKOro MCCIefoBaHusA (MONMHOe CeKBEHMPOBaHME
9K30Ma), OOHApyXXeH paHee He OIMCAHHBIN, BEPOSTHO, Ma-
TOTEeHHBIII BapyaHT c.386del B reTepO3UrOTHOM COCTOSIHUY B
9Kk30He 3 u3 6 reHa GATA2, B reTepO3UrOTHOM (JOMMHAHT-
HOM) COCTOSIHUW, IPUBOAAIIUI K CABUTY PaMKM CUUTBIBA-
Hus p.Ser129Ter.

JanHbIe PU3NKATBHOTO OCMOTPA

Poct — 165 cm, macca Tenma — 67 xr. CocTossHMe — CTa-
6unpHOe, TSDKEIOE — IO OCHOBHOMY 3aboneBanmio. Co-
3HaHMe — sCHOe. KOXXHble IIOKPOBBI: MHOXECTBEHHbIE
BEPPYKO3HbIE 3/IEMEHTHI HAa KOXK€ THIIBHOM I JIAJJOHHOI I10-
BEpPXHOCTH KUCTeIl, TTa/bIeB PYK, By/IbrapHble 60pOfaBK Ha
KoXe cToll (puc. 4, 5), eAVHUYHbIE BEPPYKO3HBIE 3IeMEHTDI
Ha Koke /muua (mo6HasA, HocoBas 00/1acTh), HIDKHUX KOHEY-
HOCTell. MHOXXeCTBeHHbIe Ke/TOMHble PYOIbI B ypOTreHN-
Ta/IbHOI 06/1acTy. Py6ubl B 06/1acTyt )KMBOTA, IIOSICHULBL, T10-
CJle TIlepeHeCéHHBIX MAaMapOCKONMMIECKUX onepaunit (puc. 7).
JIumdocTas mpaBoit HIDKHelT KoHedHOCTH (puc. 6). HocoBoe
IbIxaHMe — CBOOORHOe. JIpIxaHue — XECTKOe, XPUIIbI He BbI-
cnymmuBaiorcs. TOHBL cepplla — SICHbIE, PUTM — IIPaBUIIb-
Hb11. [ToKasarenyu reMOAVHAMUKY — CTabOV/IbHBIE.

Pe3ynbraTbl 1a60pPaTOPHBIX M MHCTPYMEHTATBHBIX
METOR0B UCCIEROBAHMNS
B KIMHMYECKOM aHanu3e KPOBUM OTMeYanach aHeMVsL:
remorniobuH — 85 r/i, spurpountsl — 3.03x10™%/71, neit-

KoreHus1, mumbonenus (nerkountsr — 2.1x10%°/1, Heit-
tpodunbl — 1.7x10"/n, mumponntsr — 0.31x10"/1, Mo-
Houutel — 0,01x10"/m1), Tpomboumter — 179x10"/m,

He3HaunrtenbHoe nosbiutenne COD mo Becreprpeny — mo
30 MM/4.

B 6moxmmmyeckoM aHamu3e KpOBUM OOHApyXeHO CHU-
JKeHHe YpoBHs obuiero 6enka mo 50 r/m (66-83 r/m), Kpe-

atuHuH — 50 MKMoOnb/n1 (58-96 MKMOb/I), XKeme3o —
2,2 mxmons/n (10,7-32,2 MKkMOTIb/11), heppuTUH —26 HI/MI
(11-306,8 ur/ma), C-peakTBHBII Oemok — 6.6 Mr/mn
(<5 mr/mn).

B uMMyHomorndeckoM obcnenoBanny obpaiano Ha cebs
BHIMaHMe CHIDKeHVe nMMyHormo6ynnHa A (IgA) go 69 mr/ an
(mopma — 100-350), IgG — 528 mr/gn (Hopma — 900-1800)
pu HopManbHOM IgM — 89 mr/pn (Hopma — 80-250), pes-
koe cHkenne CD3+ T-knmetok mo 177 xn/Mkn (Hopma —
800-2200), a Takxe CD3+CD4+ T-xemmepnl — 68 K1/MKI
(Hopma — 600-1600), CD3+CD8+ T-nmroTOKCHYecKue —
97 xn/mxn (Hopma — 190-650), CD3-CD16,56+ NK-kiet-
kn — 115 xi/mxi (Hopma — 150-600), CD19+ B-knetku —
0,4 xn1/mxn (Hopma — 100-500) (tabm. 1). C y4éToM HU3KOTO
KonndectBa B-nmumbonntoB B nepudepndeckoit KpoBu
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Ta6muua / Table 1

Pe3ynpTaThl ”MMYHO(DEHOTUIINPOBaHUA TMMQOIITOB
nepudepueckoil KpOBY MALMEHTKI
Results of immunophenotyping
of peripheral blood lymphocytes of the patient

ITokasarenn Pesynbrar Hopma
Indicators Result Normal

JTumoruts! (Ha 1 MK KpOBN) 300 1200-3000
Lymphocytes (per 1 ul of blood)
CD3+ T-xnetku (% numdouToB)
CD3+ T-cells (% lymphocytes) 290 2380
CD3+ T-xmeTku (Ha 1 MKJI KpOBU)
CD3+ T-cells (per 1 ul of blood) 177 800-2200
CD3+CD4+ T-xenneps! (% nuMbounTos) 76 31-49
CD3+CD4+ T-helpers (% lymphocytes) ’
CD3+CD4+ T-xenneps! (Ha 1 MK KpoBI)
CD3+CD4+ T-helpers (per 1 ul of blood) 68 600-1600
CD3+CD8+ unrorokcudeckue T-knetku (% mumdonnton) 123 12-30
CD3+CD8+ cytotoxic T-cells (% lymphocytes) ’
CD3+CD8+ unrorokcudyeckue T-kmeTku (Ha 1 MK KpOBH) 97 190-650
CD3+CD8+ cytotoxic T-cells (per 1 ul of blood)
CD3+CD4+/CD3+CD8+ 0,70 1,5-3,0
CD3+CD4+CD8+ (% mumdountos) 16 <2
CD3+CD4+CD8+ (% lymphocytes) ’
CD3-CD16,56+ NK-kmetku (% numdoruToB) 385 6-20
CD3-CD16,56+ NK-cells (% lymphocytes) ’
CD3-CD16,56+ NK-kmeTku (Ha 1 MK/I KpOBH) 115 150-600
CD3-CD16,56+ NK-cells (per 1 ul of blood)
CD19+ B-xnetxu (% numdountos) 0.14 5_19
CD19+ B-cells (% lymphocytes) ’
CD19+ B-xnetku (Ha 1 MK KpoBn)
CD19+ B-cells (per 1 ul of blood) 04 100-500

denotunupoBanue B-mumQonuToB He MpOBOAMIOCH. Vc-
cnefoBaHMe (aronMTapHON aKTUBHOCTY He IIPOBOAMIOCH
B CBA3M C OTCYTCTBMEM TEXHMYECKO BO3MOXXHOCTU B IIe-
PYIOZ TOCTIMTANN3ALVM TTALVIEHTKY, OHO OYIeT IPOBeIeHO B
Ja/IbHeNIeM.

Cornacno IIIP-uccneposanuto xposu, JHK nuromera-
JIOBUpYCa, BUpyca JIIUTeitH-bapp, Bupyca repreca 6 Tuia
He o6Hapyxena. CormacHo IIIIP-uccnepoBanmio cockoba n3
BeppPYKO3HBIX 3JIeMEeHTOB, 06Hapy»xeHo 5.9 konmit JHK HPV
16 Tuma Ha 10™° KIeTok.

Cornacuo IIIP-uccnemoBanmio cockoba €O CIM3UCTON
B reHuTanbHoit obmactu (B konmmyectse kommii JHK BITY
Ha 10" kierok), obHapyxeno HPV35 (7.8), HPV16 (8.0),
HPV51 (7.9).
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CormacHo Y3V pernoHambHBIX TMM(OY3/IOB, JaHHBIX O
HaTOJIOTMYEeCKY M3MEHEHHBIX TMM(OY3/IaX He ITOTy4YeHo.

ITo garubiM Y3V OPIOLIHOI [TOMOCT, BBISIBIEHbI KaJIbL{I-
HaTblI B 4-M, 6-OM U 7-M CE€TMEHTax IedeHu pasmepom 1,0 cm,
3.5 cm 1 0,9 cM COOTBETCTBEHHO, yMEPEHHAS CI/IEHOMETa IS
(mmuHa — 143 MM, TONIMHA — 48 MM).

3akmouenne KT opraHoB IpygHOI KJIeTKU: IOCTTyOep-
Ky/esHble, puOpO3HBbIe, IOCTBOCIANTNTE/IbHbIE USMEHEHNS B
JIETKMX; OCTATOYHbIE IIPOAB/IEHN MHTEPCTUIMAIbHOIL, BEPO-
SITHO, BUPYCHOJ ITHEBMOHUM € IPM3HAKaMM MHTEPCTULMAIIb-
HOro (pubpo3sa; MHOXKECTBEHHBIE OYary B JIETKIIX, HOBBII O4ar
B S10 HIDKHET! JO/IM IIPABOTO JIETKOro; YIUIOTHeHMe (Y3710BOE
obpasoBaHye?) B KOPTUKAIBHBIX OTAeaX S10 HIDKHeI fomu
mmpaBoro yérkoro (puc. 5, 6, 7).
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TEHEPAJIMI30BAHHBIM BEPPYKO30M C MICXOJIOM B MUETOIVICIITACTUYECKIU CMHAPOM BO B3POCJIOM BO3PACTE

Pucynox 5. ITanuenTka 1II., 31 rop, auarnos — «Ilepsumunoe
VMMYHOAepUIUTHOE cOCTOsIHME, fepuunut GATA2.
OG6bI3BeCTBIIEHHBII ApaTpaxeanbHbIi MMMQaTHIecKit
y3em»

Figure 5. Patient Sh., 31 years old, diagnosis — “Primary
immunodeficiency, GATA2 deficiency. Calcified paratracheal
lymph node”

Pucynox 6. ITannentka I, 31 rox, iuarnos — «Ilepeuynoe
uMMyHOfeMIIUTHOE COCTOSHME,

meduuur GATA2. O6b13BecTBIeHHBII TMMaTIIeCKIit
y3e B KOPHe IeBOTro 1Erkoro. OObI3BeCTBIEHHBINT 0Yar 1

MATKOTKAHBIN 04ar B IPAaBOM JTETKOM»

Figure 6. Patient Sh., 31 years old, diagnosis — “Primary
immunodeficiency, GATA2 deficiency. Calcified hilar lymph
node located in the left lung. Calcified lesion and soft tissue

lesion located in the right lung”

Pucynok 7. Ilanuentka II1., 31 ro, suarno3 — «IlepBuyHOe MMMYHOAePUIUTHOE COCTOSHIIE,
medunur GATA2. O6p13BecTBIeHHbIe TMMQaTIIYecKie Y3/Ibl ¥ 04ary B IIeYeHN U cele3éHKe — IOCIeNCTBY ePeHeCEHHOTO
BHYTPUOPIOIIHOTO TYOepKyné3ar»
Figure 7. Patient Sh., 31 years old, diagnosis — “Primary immunodeficiency, GATA2 deficiency. Calcified lymph nodes and lesions
located in the liver and spleen as the outcome of abdominal tuberculosis”

JleyeGHbIC MEPONIPUATUA

B ornenenyy MHMLIMMPOBAHA 3aMECTUTEIbHAS TePAINA: M-
MYHOITIOOY/INH 4YeTIOBeKa HOPMAJIbHbIII [/Is1 BHY TPMBEHHOTO BBe-
meryst (BBUT) u3 pacuéra 0.4 r/Kr Maccl Tena, PeKOMEH0BaHO
BBefienre BBUI ¢ unrepsanom 1 pas B 4 Hefien ¢ y4€TOM OTATO-
IEHHOTO MH(EKIMOHHOTO aHAMHE3a, BBICOKII PYUCK PAasBUTHA
YKVM3HEYTPOXKAIOIMX MHQEKI[VIOHHBIX OCTOKHEHWIA, TTyOOKMIt
medumT B-KIeToyHOro 3BeHa MMMYHHOIN cucTeMbl. CKOppek-
TIpPOBaH AeduimnT Xeesa, MogoOpaHa MeCTHAsI TePaITys.

B cBA3M ¢ BBICOKMM PUCKOM pPasBUTUA 37I0KAYECTBEH-
HBIX KOCTHOMO3TOBBIX HapyLIeHNII ITal[ieHTKa HallpaBJieHa B
OI'BY «HMMUIL] rematonorum» Munsppasa Poccuny, e mpo-
BeJleHO 1000CIefoBaHIe.

IIuronornyeckoe MCCaenoOBaHMe Mas3Ka KOCTHOTO MO3-
ra (MmenorpaMma) IOKasajo Crefyoliee: OlacTHble KIIeT-
kn — 0,6% (Hopma — 0,2-1,7), mumdorurer — 2.8% (HOp-
Ma — 4,3-13,7), aputpobmacter — 1% (mopma — 0,2-1,1),
mwra3Marudeckue Kmetku — 0.4% (Hopma — 0,1-1,8), mera-
KapMOLUTBl — YBEINYEHHOE KOMMYEeCTBO, CYMMApHO TpaHy-
nounToB — 33.6% (HOopMa — 52,8-68,8), ofIiee KOMMYIECTBO
spuTpoKapmoruto — 62% (14,6-26,6), Ty4HBle KIETKM —
0.4% (0,0-0,5). IlyHKTaT KOCTHOrO MO3ra — KJIETOYHBIL.
CooTHOLIEHNe POCTKOB KpPOBETBOpEHMs HapyleHo. Ipa-
HY/IOLIMTapHBI POCTOK cy>eH (33,6%), ¢ mpeob/aiaHeM He-
3pernbix popm. B 10-29% rpaHy/IoLNTOB OTMEYAIOTCS IPU3HA-
KU JMCIUIasuy (TUITOTPAHY/IALVMA LUTOIUIA3MBI, eVIHUYHbIE
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HeTpoGWIIbI ¢ Ienbrepusanyei Aapa). CHIKeHO KOMMIeCTBO
mmdorutos (2,8%) u MoHOIMTOB (0,2%). DpUTPONIHBI PO-
cTOK paciumpeH (62%), 0OHaPY)XMBAIOTCSI OTHENbHbIE K/IETKN
C HEPOBHBIM KOHTYPOM S[IepPHOI MeMOpaHbl, pparMeHTalu-
el Anpa, 6asouibHOI myHKTanueit (Mexee 10%). IIpusHakn
AMCMeTaKapUOLUTOII033a OTMedeHbI B 10-29% kietok (Pppar-
MeHTanusA Aapa). Makpodary B peIKUX HOJIAX 3peHN.

CormacHO 3aK/IIOYEHNMIO TUCTOMTOTMYECKOTO MCCIeioBa-
HIA TPEIIaHOOMOIITATa, B TPENaHOOMOITaTe KOCTHOTO MO3Ta
Mop¢oornyeckas KapTyHa XapaKTepu3yeTcs TUIOIIIa3uel
KPOBETBOPHOII TKaHM C IIPM3HAKAMU JU33PUTPOIIO3a U FUC-
MeTaKapHOLMTOI033a (C y46TOM IPefOCTABIEHHDIX TaHHbIX)
IpU MMETOAMCIUIACTUYECKOM cuHApoMe. Ha ocHoBaHuM
HPOBEIEHHOr0 00C/IeNOBaHsI BHICTAB/IeH A1arHo3 «Muero-
TVCIIIACTUYECKII CMHIPOM C MY/IbTUIMHENHON JUCTI/Iasyeln
(umskmit prck mo IPSS-R), accorumpoBaHHBIN ¢ repMIUHAIIb-
HbIM fiepekToM B reHe GATA2».

CBeleHNs 0 TeYEHUII M MCXOfIe 3a0oneBaHmns

3a Bpems HaO/IIOfIeHNS B OT/Ie/IEHUI U B IIepuof, 06cieno-
Banusa B OI'BY «<HMMUI] remaronornm» Munsgpasa Poccun
COCTOsIHNME HALMEHTKM OCTaBaJIOCh CTAOMIbHBIM, COXPaHsI-
7ach peMmccus MH(QEKIMOHHBIX OCTIOXHeHMIT. B HacTosIee
Bpems (aBryct 2023 I.) manMeHTKa HAXOGUTCA Ha aMOy/a-
TOPHOM HAOJIIOfIeHNN Y MMMYHOJIOTa M C Y4€TOM BBLABJICH-
HOTO MMETOAVCIUIACTUYECKOTO CUHJPOMa C MY/IbTUIMHEI-
HOJI JUCIUIa31ell pacCMaTpyBAETCsI B KadeCTBe KaH/AMAaTa Ha
awo-TTCK. Bompoc 0 BO3MOXHOCTU M 11e7IecO00pasHOCTI
nposefienns aimno- TTCK 6yzeT penraTbcsa KOHCHIIYMOM, HO-
CJle TIO/Ty4eHUsl pe3yIbTaToB 00CIeJOBaHNA eHCTBEHHOTO
cubnuHra (cectpsl) Ha Hamnure fepexToB reHa GATA2.

O6¢cyxnmenne

C y4éTOoM KIMHMYECKON KapTUHbI, aHAMHE32, PE3Y/IbTaTOB
[POBEAEHHOTO 00C/IeOBaHNMs MOATBEPKAeH ayarHos «Ilep-
BUYHOE MMMYHOAe(UIUTHOe cocTosAHMe, Aeduimnt GATA2».
BrisBneHHslit BapuaHT c.386del B ak3one 3 rena GATA2, npu-
BOJIAIINIT K CIBUTY PaMKU CYUTBIBAHMsA, paHee He ObUI OIMCaH
B JIATEPAType, OTHAKO C YUYETOM XapAKTEPHBIX KIMHMYECKMUX
IPOSIBIEHNII C GOJIBIION BEPOSITHOCTBIO OH IIPUBOJUT K II0Te-
pe gyHKuMHM cooTBeTCTBYy!OIEll Koy reHa [14]. IIpoBectn
(YHKI[MOHA/IbHBIE TECThI B HACTOsAIIee BpeMs He IIPefCTaBII-
eTcs1 BO3MOKHBIM. CeKBeHMpOBaHue TpHo 1o MeTony CaHrepa
I IOTBEP>KIEHNA de 1ovo CTaTyca BBLABIICHHOTO FeHeTiYe-
ckoro fedexra TaKKe He IIPOBOLUIOCH B CBSI3M C OTTHBIM OT-
CYTCTBMEM y ALIMEHTKM KOHTAKTa C popuTensaMu. EnyacTBen-
HBIM JIOCTYITHBIM POACTBEHHMKOM SIB/ISIETCS cecTpa (COMuHE,
1990 1. p.), Y KOTOPOI OTCYTCTBYIOT KIMHMYECKNE MIPOsBIIe-
HUA 3a0o/eBaHNsA. B HacToslee BpeMs cecTpe HMPOBORUTCA
MOJIEKY/IIPHO-TeHeTYeCKoe MCCTIeloOBaHMe, M OHa paccMa-
TpUBaeTCs B KayecTBe NoHopa A nposenenns TTCK.

OTINYUTENBHOM OCOOEHHOCTBIO HAHHOTO KIMHMYECKOTO
CIy4ast sIBISIeTCSl PaHHUIL 10T MepBbIX MPOsIBIIEHNI 3a60-
neBaHMs (B BO3pacTe CEMU JIeT), B BU/ie MOSBIEHNS IPOCTBIX
60ponaBOK Ha KOXKe KUCTel, TOPIIMIHBIX K MECTHOI TepaIni
U XUPYPrUYeCKOMY JIedeHMIo, a TaKkxke mmMdocTasa HIDKHeN
KOHEYHOCTH, HESCHOTO TeHes3a. PasBuTue mepBoit KIMHMYe-
CKJ 3HAUMMOI GaKTepuaabHON MHPEKINN B Bo3pacTe 22 JieT
[IATOTHOMOHMYHO [/Is1 JAHHOTO 3a00/IeBaHMsi, OGHAKO BO3-
OynuTeneM reHepaIM30BAaHHOTO MH(QEKIVIOHHOIO Ipolecca
AB/IsATach MMeHHO Mycobacterium tuberculosis (10 JaHHBIM
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IIPeACTaB/IeHHON MEIMIVHCKON JOKYMEHTALUN), B TO BpeMs
Kak A geduimra GATA2 6oree XapaKTepHbI JYCCEMUHIPO-
BaHHble MH(EKLNN, BbI3BaHHbIE HETYOEpPKY/Ie3HbIMU MUKO-
OaxTepusiMu (dale Bcero BbI3BaHHble Mycobacterium avium
complex) [4, 20]. HecMoTpst Ha arpecCMBHOE TedeHUe IeHe-
Pa/IM30BaHHOTO BEPPYKO3a, TKENIOrO TedeHNs MUKOOaKTe-
puasbHONM MHQEKUUM, MAlMeHTKa B TeYeHUe [JIUTeNbHOIO
BpeMeH! He OblIa KOHCY/IbTHPOBaHA MMMYHOJIOTOM, IepPBOE
MMMYHOJIOTMYecKoe 06ciejoBaHye ObIIO IIPOBENEHO INIIb 25
JIET CITYCTsI C MOMEHTa Jebr0Ta 3a60/1eBaH s, HECMOTPSI Ha TO
YTO LUTOIEHNYECKUIT CUHAPOM, MH(EKI[VIOHHbIE IIPOsIB/ICHNS
U CIUTEHOMerausi ObUIM BBISB/IEHBI B Bo3pacTe 15 jeT.

JnutenbHOe nedeHne y prusmaTpa, HepUORUYECKUIT Xa-
pakTep IUTOIIEHNM, a TAK>XKe PeIKOCTDb JAHHOI AaTONIOTUY —
Han6osee BepOsITHbIE IPUYNMHBI 3aIeP>KKI IIOCTAHOBKMY [/a-
THO3a M HaNlpaB/IeH) s NALMEHTKN K MMMYHOJIOTY.

B macTosmee BpeMs BefyWIMMM CHUMIITOMaMM, yXyZlla-
IOVYMHI Ka4eCTBO >XM3HU MALVEHTKY, ABIAKTCA BEPPYKO3-
Hble 97IeMEHThI Ha KOXK€ BEPXHUX KOHEYHOCTeil, ¥ B MEHb-
IIeM KOIM4ecTBe — Ha KO)Ke JIMIIA U TY/I0oBMIIA, cToll. Ilo
TaHHBIM MMPOBOJ JUTEPATYpbl, CMMITOMATHYECKasl Tepa-
n1sl, BKIIOYAIOLIAs XMPyprudeckoe jnedeHre, mManosddex-
THMBHA, XOTS OIMCaHbI C1y4an 9 HeKTUBHOCTY ITPUMEHEHN
IpenapaToB ¢ MMMYHOMOAYIUPYOWNM 3¢ deKToM y manu-
€HTOB C PeUMAMBUPYIOIINM BeppykozoM [21, 22], omHako
CyILeCTBeHHOTrO 3¢pdexTa BO3SMOXKHO JOCTUYD JIMIIDb HOCTIE
nposefennsa TI'CK. C yuérom Boicokoro pucka TTKC y ma-
nuentoB ¢ sepunuroM GATA2, oTCyTCTBMA B HacToslee
BpeMsA JOHOPA /I MIPOBEJeHNsA IPOLefypbl MHULIMMPOBAHA
Tepanus U3OIPUHO3UHOM IIPOTOHIMPOBAHHBIM KYPCOM CO-
BMECTHO C PETY/IAPHOI, PYTMHHOI 06pabOTKOI MOpaskeH-
HBIX YYaCTKOB KOXKM aHTMCENTUIECKIMMI, KepaTOIUTUIeCK -
MU CpefiCTBAMIL.

C uenvio npodurakTiky MHGEKIMI IpU HPAKTUIECKN
HOTTHOM OTCyTCTBMM B-mmdormrtos (ypoBenp CD19+ —
0,4 xi/mkin, HOpMa — 100-500 KI/MKI) 1, KaK CIEICTBME,
cHipKeHun yposH:a IgG mo 528 mr/pn (Hopma — 900-1800),
IgA — 69 mr/mn (Hopma — 100-350) MHMIIUMpPOBaHa 3aMeCTH-
TenbHaA Tepanusa BBUI B fose 0.4 r/Kr Macchl Tena ¢ MHTeEp-
BasioM 1 pas B 4 Hefiem. B mureparype uMerorcs maHHBIE 06
addexruBHOCTN MCONB30BaHMs HpernaparoB BBUI B oTHO-
ey MHQEKIVIOHHBIX OCIO>KHEHNI! Y TTALIMEHTOB C Aeduiiy-
tom GATA2 [23].

EnMHCTBEHHBIM KypaTUMBHBIM METOZIOM JIe4eHMsA JaHHOI
dopmsr TN sBnsercss TI'C, ogHaKo MPUHSATHE PELIEHUS O
nposesienny TI'KC y manyenToB crapuie 18 neT npesicTaBiseT
cepbésnble TpygHOCTH. OnbiT npoBefennsa TTKC y B3pocnbix
B MUpe JJOCTaTOYHO Mas, B Poccum oH mcumcnsaeTcsa equamny-
HBIMU crydasaMi. Kpome toro, mporunos TTKC, o ganHbIM -
TepaTyphl, IpeCTaBIAeT cepbé3Hble pucku. C pyroit cTopo-
HBI, C Y4€TOM KpaliHe HM3KOTO KadecTBa >KVM3HMU IAIMeHTKI,
OHKOIIATO/IOTYM (XapaKTepHOI J/IA JAHHOTO 3abo/eBaHmA —
paka BY/IbBBI), PasBUTHUA CUHAPOMa MMETONVCIIA3MY, BBICO-
KOTO PUCKA Pa3BUTUA JIENIKO3a, BHIPAKEHHOIO >KelTaHMsA Ia-
IVIEHTKV TIPOMTH NAHHBIA BUJ, JIE9eHNUA B HACTOAIIEe BpeMs
npoBoauTcs nmouck gonopa s TTCK.

3aknoyeHne
Hedunnr GATA2 sBnsiercss opdaHHBIM 3a00/IeBaHMeM,
KOTOpOe (C y4ETOM IIMPOKOTO CIEKTPa KIVHIYECKIX IPOSIB-
JIeHMII 1 BO3pacTa [e00Ta) MOXKeT BCTPEYaThCsl B MPAKTIUKE
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TEHEPAJIMI30BAHHBIM BEPPYKO30M C MICXOJIOM B MUETOIVICIITACTUYECKIU CMHAPOM BO B3POCJIOM BO3PACTE

Bpayell pas/IMYHBIX CIIEIMATIbHOCTEl, B TOM 4ncie GpTusma-
TPOB, JAE€PMATONIOTOB, COCYUICTHIX XUPYPrOB, TMHEKONOTOB,
OTOJIAPMHIOJIOTOB U INEAMATPOB. JIMarHOCTUKY NAHHOTO 3a-
OomeBaHMs TAKXKe 3aTPYNHAIOT CUMIITOMBI He XapakTep-
Hole mna IIM]: HelipoceHCOpHasA TYroyXxocTb, MMMQOCTas,
pak BynbBbl. ONMCAHHBIN HAMU KIMHUYECKUIA CIydail mog-
4YepKMBaeT BAXKHOCTb INOBBIINIEHMs HACTOPOXKEHHOCTU Bpa-
9ell CMEeXHbIX CHENANTbHOCTEN B OTHOIIEHMY NEPBUYHBIX
UMMYHOZe(DUIIMTHBIX COCTOSHUIL I/ist 60/iee paHHel MOCTa-
HOBKM JIaTHO3a U MHUIMALMY afleKBaTHOI Tepanuu. Kpome

TOTO, C/IeflyeT OTMETUTD IIeHHOCTb COBMECTHOTO BeJleHN Ma-
uyenTosB ¢ IIV]I uMMyHonmoramMu u remaronoramMu. JJaHHBI
K/IMHIYECKNUI IpUMep HeMOHCTPUPYET CBOEBPeMEHHOE IIPo-
BefleHIe TPEIaHOOMONICH KOCTHOTO MO3I'a ¥ BbISIB/IEHIIE MU~
€/IOAMCIVIACTMYECKOTO CMH/IPOMa Ha PaHHeN CTafiuM pUCKa.
B cTaThe mpencTaBIeHo MOAPOOHOE OICAHIe KITMHIUYECKOT
KapTUHBI M 0COOEHHOCTelT Te4eHNU:A IIePBUYHOTO IMMYHO/Ie-
(UITHOTO COCTOSAHNA, BBI3BAHHOTO PaHee He ONMMCAHHBIM B
nuteparype BapuantoM c.386del B rene GATA2 y B3pocoi
MAIMEeHTKN.
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