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AHHOTAIIA \'

Hedurur ?algo‘pa QATA2 — oJiHa U3 (HopM BPOXKICHHBIX Je(HEKTOB UMMYyHHUTETA

(nnn NEPBUUHBIX UMMYHOAC(PHUIIUTHBIX COCTOSIHMM) C IIUPOKHUM CHEKTPOM
-

pa3HoOOpa3HbIX CHUMOTOMOB. J[laHHas mNATOJOTUs, COTJACHO MEXIYyHApOIHOM
>

KJ1accu(PUKAMU TEPBUYHBIX UMMYHOAE(PUIUTHBIX COCTOSIHUM, OTHECEHA K IpYIIIe
- 7

C  KOJNMYECTBEHHBIM  WIM  (PYHKIMOHAIBHBIM  Je(eKToM  (aroiuToB.

V o 4

['eTrepo3urorHsie MyTtauun B reHe GATAZ2 SBIAKOTCA NPUYUHONM CUHAPOMOB,

A\

OTPaXEHHBIX B HAyYHOM JMUTepaType TMOJ TaKUMU Ha3BaHUSIMHU, Kak

KOMOWHUPOBAHHBIN BapUaHT C NCPHUIIMTOM JACHAPUTHBIX KIETOK, MOHOIIMUTOB, B-
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JUM(GOIUMTOB M HATypaJIbHBIX KWJUIEpOB, cuHIpoM MonoMAC (monocyt(){:nia
N
and mycobacterial infections; moHouutoneHuss ¢ wuHdbeknuen Mycobacterium
Vo O 4
avium complex), CeMEHHBI MHUEIOAUCIIIIACTUYSCKUI CHHJPOM ¥ CHHIPOM
o

9M6eprepa (CO‘IGTaHI/IC MUCIIOAUCINIACTUYICCKOTIO CHUHAPOMA C B O}K,HCHHOﬁ

M eneMon). \

B cratbe mpeacraBiieHbl ONMUCAHUE KIMHUYECKOTO CIIyd U TIAlIMEHTKU C
JAHHBIM J1€()eKTOM HMMYHUTETA, ):[I/IarHOCTHpOBaH}ﬁ OCJIOM BO3pacte, a

TaK)Xe pe3yJibTaThl J1aOOPATOPHBIX U HHCprMeHTaM CJIEIOBAHUU, TEPAITNU

1 Ucxo HaOmroneHus. 3a00jIeBaHue MAMEHTR

@ OCJIO)KHEHO JIUM(EaEeMOi,
MMEJIOAUCIUIACTUYECKUM  CHUHAPOMOM,  KapiH W DHIOMETpUS In  Situ,
Hecnenu(UUEeCKUM  MOPaKEHHEM  JIeT PUBBIYHBIM ~ HEBBIHAIIMBAHUEM
OEpEMEHHOCTH M PEBMATOJIOTHYECKUM BIeHUsAMU (y3JI0BaTasi 3pUTEMa).

VYkazanHoe MHOrooOpasue KIMHUYECKUX MPOSIBICHUN OOBSICHSCT IUTEIbHBIN

JTUArHOCTUYECKUM TIOMCK, a T pyIHEHHsS B TMpolecce Bepuduranuu
JTMArHO3a W BBIOOPE OTITHUM KW JICYCHMUS.

KiroueBble cioBa: BUYHBIMN UMMYHOJIE(HUIINT, BPOXKICHHBIN AedeKT
VMMYHUTETA; B3pPOCJIb pact; reH GATA2; dakTtop TpPaHCKPUIILINH;
TpPaHCTUIAHTAIIHS MaTOTIOITUYECKHUX CTBOJIOBBIX KJICTOK;
MHUEJIOIUCTIIACTHuEC HIpOM; cuHIpoM DMOeprepa; cuaapom MonoMAC.
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ABSTRACT

GATA2 deficiency is of inborn errors of immunity (or primary
immunodeﬁciencies@ a wide range of symptoms. According to the
international clas tion of primary immunodeficiency diseases it is classified as
congenital d of phagocyte number, function, or both. Heterozygous
mutations GATA2 gene cause syndromes reported in the literature as
dendrit ﬂnocyte, B and NK lymphoid deficiency, MonoMAC syndrome
(mo @nia and mycobacterial infection), familial myelodysplastic syndrome,
and} EmpPerger syndrome (the combination of myelodysplasia and congenital

dema).

re we present a literature review on GATA2 deficiency and report a clinical case

of an adult woman with the abovementioned immune defect, the results of
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laboratory and instrumental examinations, therapy, and outcome. Th ient’s

condition was complicated by lymphedema, myelodysplastic drome,

L 4
miscarriage, and rheumatic conditions (erythema nodosu& mentioned
h

diversity of clinical manifestations is a reason for long diagnggstig s
difficulties in diagnosis and selection of optimal treatment : ti

Keywords: primary immunodeficiency; inborn errof§ \l
gene; transcription factor; hematopoietic stem cell N

syndrome; Emberger syndrome; MonoMAC sy
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AKTYAJIBHOCTb A

Hepuuur ¢pakropa GATA2 — oxxa u3 (GopM BPOKICHHBIX JEPEKTOB

ummyHnuteta (BJAN) (mnam nepBudyHbIX UMMyHOACPUIIMTHBIX caeTofguii JI1IN]]) c

HIMPOKUM CHEKTPOM Pa3HOOOPA3HBIX CHUMIITOMOB, O00YCJIOB assWyTaluen B

omHOMMEHHOM TeHe. CorjacHO MEXTyHapOIHOU Knaccn(bm 3aboneBaHue

otaecero Kk BJIW wimu [TNU]] ¢ konmuyecTBEHHBIM WK (YHKIIMOHAIBHBIM Ae(EKTOM

[ a
¢darouutoB [1]. T'erepo3urorHeie mytauuu B reHe GATA2 sSBASAOTCS NPUYUHON
a W
CHUHJIPOMOB, OTPA)KEHHBIX B HAYUYHOW JUTEpaType MOJ TaAKUMHU Ha3BAHUSIMHU, KaAK
. PN

KOMOMHUPOBAHHBIM BapUaHT C A€PUIIMTOM ACHAPUTHBIX KIETOK, MOHOIIMTOB, B-

JTUM(OLIMTOB W  HATypallbHBIX  KUJUIEPOB ), cunapom MonoMAC
a

(monocytopenia and mycobacterial infections; MoHoIUTONIEHHUS ¢ WHQEKIHMCH,
f N

BbI3BaHHOU Mycobacterium avium complex:, CEMEUWHBIA MUEIOAUCIIACTUYECKUI

cuaapom (MJIC) m cunapom Owmbeprepa (coueranne MJIC ¢ BpoxaeHHOU

aumpenemoin) [2].
Hedburut GATA2 € [0 ayTOCOMHO-JIOMHWHAHTHOMY THUIYy C

O4YCHDb BBICOKOﬁ, XO0TAa HCIIOJI ﬁ, IICHCTPAHTHOCTBIO: OOJIA 0eCCUMITOMHBIX

MaIlMEeHTOB OIICHHUBACTC o B Bo3pacte 20 net u 8 % B Bo3pacte 40 ner. B

OOJIBIIMHCTBE CITy4a Y0) MyTalus BO3HUKAET de novo [3].
0o4aeT 2 BBICOKOKOHCEPBATHBHBIX JIOMEHA THIIA

B3aUMOJICHCTB K IpaBuio, Mytauuu B reHe GATA2 npuBOIAT K IMOJHOU

benok GK
LUHKOBBIX HQ otopbie onocpenyrot Oenok-IHK u 06enok-6enkoBbie

ImoTepe @BO 0 IOWHKOBOI'O IIaJiblila HWJIHW 3HAYHUTCIBHBIM CTPYKTYPHBIM

M3MECHEHUSM B TaHHOM 30HE [4].
2 sBisieTcsl (PaAKTOPOM TPAHCKPHIIUU, KOTOPBIM UTPACT PEIIArOITyIO

oJib B Tpoiudepanuu TreMaronodTudeckux cTBoJIoBhIX KieTok (I'CK) wu
muenouaHon auddepeHnupoBke B KocTHOM Mosre [5]. CoOTBETCTBEHHO,
r@uiorenocrarouHocth GATA2 mpuBoauT K cHmwkKeHnio crnocodHoctu ['CK k

nposudeparuu. Hapymienne nponudepaliud B COBOKYIMHOCTH C YCHJICHUEM
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aronTo3a CIOCOOCTBYET CHIKEHHMIO MOTEHLHala camooOHoBieHus I , Kak
CJIEJICTBUE, HAPYLIECHUIO MUETOMO033a [6].
VN
Hedbunut (axTopa NPUBOAUT K HUTONEHHUSM, HETOCTATOYHOCTH KOCTHOTO
v

o
mosra u pazuturo MJIC [2, 7]. C y4eToM TOro, 4ro KOMHApPTMEHTHI OOIIHMX
0{ -

MUEJIOUJHBIX TPEAIIECTBEHHUKOB M TPaHYJIOIUT-MOHOIUT-IPEAIIIECTBEHHUKOB
[ §
0COOEHHO YS3BUMBI JJIs JIEHKeMHUecKoi Tpanchopmaru, mytanus B rene GATA2
ry

MOBBIIIAET BEPOATHOCTh mepexona MJIC B ocTpslii MuenouiHblin jeiiko3 [8]. B
r

cpeaneM MJIC npu nedurure GATA2 nuarnoctu csB Bospacrte 30 ner, mpu

3TOM, COIJIACHO pa3JIMYHbIM HCTOYHUKAM, i Bo3pact gedrota MJIC
BapbUpyeT B mnpenenax 12-34 ner, a puck
reHeTH4YeCKuM aedeKkToM cocTaBiseT 56,4 %

[TatoreHHble MyTalMu B T€HE Tpa

B OCHOBC MOHOIMTOIICHHH, JII/IM(l)OH HHU, HCAOCTATOYHOCTHN ACHAPHUTHBLIX N HK-

kietok. Jlanuwii akTop HEoOX aK JUIsl BOCIIOJIHEHHMs ITyJla, TaK WU JJIsS
o0ecreyeHus HUTOTOKCHYeCKOK octy HK-kJ1eTok, 4T0 CBUAETENBCTBYET HE
TOJIBKO O KOJIMYECTBEHHOM, HO KayeCcTBEHHOM JiepekTe (PyHKIMOHUPOBAHUS
€CTECTBEHHBIX KHUJLIEPO, 4]. EcTp mnpennonoxXeHue, 4YTO BBIKUABIILNA U

nedururom GATA tes cnencrsueM HK-mumdonennn [2, 9].

MIPEXKIEBPEMEHHBIE D CTO HAONIOJAIOIIMECS] Y JKEHIIUH, CTPaJaroliux
&

CHIKeHue MOHOOWUTOB MW JACHAPWUTHBLIX KICTOK IIPUBOJUT K

MMOBBIIIICHHOM: HUMUYHNBOCTH K MI/IKO6aKTepI/IaJII>HI>IM I/IHCI)GKI_II/IHM BCJIEACTBUC

ﬂG(i)GKTHOQ‘I aBaHWs BHYTPUKIETOYHBIX maroreHoB [15]. Jdedpunur HK-
H

KJIETO oMm IIMJ[ Takxe cnocoOCTBYeT MOABEPKEHHOCTH HH(EKUUHU, B
yac BI3BAHHOW BHpycOM manuuioMbl 4YenoBeka (BIIY), cemelictBoM
repiccBUpycoB. Hanboiiee sipkuM KIMHUYECKUM TPOSBICHUEM WHGUUIHUPOBAHUS

SABJISIIOTCSL  peUUIUBUpYIOIME OOpOJaBKU: OHU Berpewarores y 79 %

WEHTOB W OOBIYHO TUIOXO MOJatoTcs Jieuenuto [2, 16]. Taxke npu aedexre
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GATA2 wHepenku TpuOKOBBIE TOpaKeHUs (acleprujijie3 M THUC a3Mo3

BcTpevaroTcs y 16 u 9 % nauueHToB cOOTBETCTBEHHO) [9, 17]. Q
NmeroTcst nmaHHble, 4YTO CHIDKCHHE (DYHKIHH GAT§2 @ DJIUT K

YMEHBIIICHUIO dKcnpeccuu prtamuHa-A u B-appectuna-1 (6e Nnnpy}oume

skcrpeccuto CXCR4), uro mapymaer CXCL12/CXCR4-3a XEMOTAKCHUC

HK-xnerok. Ilo muenuto A. Maciejewski-Duval u ¢ , TUCHYHKIHS
CXCRA4, neittponienus: u nojasepxkeHHOCTh BITY-nHgheKsiM SIBIAIOTCS CXOKUMU

Hypogammaglobulinemia, Infections, Myela Onnako, HECMOTpS Ha

npu3Hakamu  gia  pepunurta GATA2 H\M]—CI/IHHPOM.& (Warts,

HaJu4yue OOIIMX YepT, HMEIOTCA 3HAuYuTe IS paszinuns B KIMHUYECKUX
MPOSIBJICHUSIX JIAaHHBIX 3a00seBanmii [2, 18].

XoTs marueHTaM ¢ JaepeKToM @ U CBONCTBEHHA MOHOIIMTOICHUS,
Makpodara BCEe K€ MOTyT ObITh @OHApPYX@HBI B JICTOYHBIX OHONTATax, HO,

BEPOSITHO, HMMEIOTCS 3HAUYUTEIbHBIC yIIeHUs] UX (PYHKUUOHUpOBaHMS [2].

CHuxeHue CrocoOHOCTH @ MTO3Y  albBEOJIIPHBIX MakpodaroB

HAKOIUJICHUE TTOBEPXHOCTHO-AKTIBHBIX (OCOIUIUIOB U allONPOTEUHOB MPUBOJIST

K JISTOYHOMY aJIbBEOJIS npotenHo3y y 18 % o0cnenoBaHHBIX MAIMEHTOB
[19, 20]. BcnencrBue OTMICHUM Yy TAIMEHTOB HAOIIOMAIOTCS YacThIe
ITHeBMOHHUH, a [10C NATUTEILHBIN (PUOpPO3 HEPEAKO CTAHOBHUTCS IPUIHMHOMN

CHMXKEHUST (PyHK

IIPUBOAUTH K @

cayxa MOF@T
Mopdogefie OJIYKPY’KHBIX KaHAJIOB ¥ NepuInM(aTUYECKOro MPOCTPAHCTBA

rkux [9]. MHOrokpaTHO NEPEHECEHHBIE OTHUTBI MOTYT

10 HelpoceHcopHoM Tyroyxoctu [21]. OgHako HapylieHus

BpPOXKACHHBIN XapakTep ¢ yueToM poiiu (akrtopa GATA2 B

BHY yxa [2]. Anomanbnble ayauorpammbl 3aduxcupoBansl y 20 %
1508 bIX MAIIUEHTOB C YCTAaHOBJICHHOUN MyTauuei rena GATAZ2 [9].

narueHTok ¢ aepunutom GATA2 B 20-35 % wnHabmogeHuil MOryT

SBJISITBCSL  BUPYC-aCCOIMUPOBAHHBIC JOOPOKAYECTBEHHBIE W  MPEIPAKOBBIC

MOPAXEHUSI TEHUTAIBHOTO 3nutenus [9]. I110CKOKIeTOYHOE NHTPAdIUTETNATIBEHOE
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MOPa)KEHUE BBICOKOM CTEMEHU 3JI0KAYECTBEHHOCTH BYJBBHI B 001 HCTBE
ciyyaeB cBA3aHO ¢ umHpuuupoBanueM BIIY BbICOKOTO OHKOI€HHOTrO a [22].
JoxkazaHo, uyTo BHpyC OnmreiHa-bapp Takxe accoLMKpPoOB psaaoM
OHKOJIOTUUECKUX 3a00JIeBaHUM:  aJICHOKAPIIMHOMOM )KGHK\apHI/IHOMOﬁ
HOCOTJIOTKM M HEKOTOpbIMH JIuMpomamu [23]. MHTEpecHO S, ¥T0 neduruT
GATA2 saBnsercs omuuM u3 HemHorux I[IW]JI, mnpu HaOJIFOJaeTCst

CKJIIOHHOCTb K PAa3BHUTHUIO TIAAKOMBIIICYHBIX OITY&OJI % COLOUMHUPOBAHHBIX C

BUpycom Drmireitna—bapp [24]. \\
Eme omuum cneactBuem aedumura G@BHHGTCH GbyHKIIMOHATBHAS
runormiasusi TuMEGaTuueckol CUCTEMbI OJIHOM €UX HIDKHHUX KOHEYHOCTEH
%)

[21]. Pe3ynbTaThl ucCCIEeIOBaHUM MOKa3aau ok GATA2 npucyTcTByeT B

IUM(paTUYECKUX COCyIax SMOPHOHOB

v

@ BIX 0COOEH MBIIIEH, €ro YpOBHU

OBLIM OCOOEHHO BBICOKM B CTBOpKaX gkjiariaHOByIMMpaTudeckux cocyaoB. K Tomy

xe HoknayH GATA2 B HGpBI/I‘{% (daTUYeCKUX SHIOTENUATBHBIX KIIETKax

Hapymaer skcrpeccuto re’Hos, PROXI, FOXC2, ANGPT2 wn ITGA9, xotopbie

BOXHBI IS pPa3BUTUSA  YHNOMHYTHIX  KiamaHoB. HecmocoOHOCTh — 3THX

CHELHMATU3UPOBAHHbIX KTyp  cpOopMHpOBaTbCS  WIM  IOJHOLEHHO
(GYHKIIMOHUPOBATh B a OJHOHANpABJICHHOE MABW)XEHHE JUMQBI OT
KOHEYHOCTEW B CHC bl KPOBOTOK, YTO IMPUBOJUT K BPOXKACHHOH JMpeneme
[25]. Yactota BC €MOCTH mnepBUYHOM naumbenemsl npu gaHHom BJIU
cocrtapser 1k @ [9].

ITo A3WUTUSL TUM(PATUIECKUX COCYJIOB, NPEIIOJIAraeTcsi BIUSHUE
GATA2™sa UOreHe3 B Ipoliecce 3MOPUOHAIBHOIO PAa3BUTUS U KOHTPOJIb

el KpOBEHOCHBIX cocyZoB [15]. B uccnenoBannn A. Mammoto u coaBT.

CTPUPOBaHO, YTO HOKIAYyH GATA2 mopaBisii 3KCHPECCHUIO PELENTOPOB
s QakTopa pocTa JHIOTENUS COCYIOB 2, YTO Hapymano (OpMHUPOBAaHUE

KANWUISIPHOW CETH U CHUKAJIO IJIOTHOCTh COCYJIOB B CETYATKE MbILLIEH [26].
v
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B xoropre nmanueHToB, npeAcTaBieHHON B 0030pe A.A. Amarnani aBT. y

17,8 % Habmonanuch peBMaTOJOTUYECKUE MPOSBICHUS, TAKUE KaK MAMUKYJIUT,

y3JI0BaTasi 3pUTEMa, ICOPUA3 U PA3JIUYHBIE APTPUTHI. Hexoxops@mpam/l

IpeanosiaraeTcs naroreHeTuueckas B3auMocBs3b (pakropa G%ﬂﬂmauneﬁ
K

TPAHCKPUIILMN METAJUIONPOTEUHA3bI-2 B JHIOTEIUAIBHBIX @ , YTO MOJKET

OIOCPENOBATh JCTPajallii0 M PEMOJICIIMPOBAHUE K@ Onnako nis

NOATBEPKICHUSI JTaHHOM Teopuu TpeOyeTcss TMNPEBERCHUG) TOMOJHUTEIbHBIX

vccieaoBanuit [27]. \

OCHOBHBIEC KJIMHUYECKHUE MPOSBICHUS @\?ATAZ A UX [aTOTreHE3
IpeACTaBIeHbl B Ta0. 1, Ha puc. 1. 0

@ muta GATA2, uX 3THOJIOTHUS K 4acTOTa

Tadauua 1. OcCHOBHbBIE KIIMHUYECKHE MPOSIBIIE

BCTpeyaeMocTu. Monundukarus Tadmuis -Ryincipal clipical features of GATA?2 mutation [9] ¢

BKJTFOUCHHEM MH(POPMAIH UCTOYHHUKOB [ 1 , & TAKXKe pasenia « AKTyalTbHOCTbY» HACTOSIICH
CTaThH
Table 1. The main clinical manifesfagionSof GATA?2 deficiency, their etiology and incidence.

This table is a modification dfythe “Principal clinical features of GATA2 mutation” table [9] and

includes information from sq , 16], and the section “Relevance” of this article

CucremHbie Hauéo réem@crnie IIaTorenernyeckmii MexaHU3M Yacrora
HapyLIeHHUs BCTPeYaeMOCT
npu GATA2 u
MAC eHUs Hapywmenue passurus u 56,4 %; B
I depeHInpOBKU COUYETaHUU C
TeMOTOITHYECKUX KIIETOK OMJI-9,12
%
BprC»Q BupycHeie JlnmboreHust Huccemunupo
HHMPCKITH 00pOIaBKH/OCTPOKOHETHEIE BanHbIH [[MB,
koHmuinoMsl (BITY), BOB, B3b - 10-20
LIMB u apyrue %;
repecBUPYCHbIE nHGUIUPOBaH
nH(peKIun ne BITY — 79
%
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Muxkobakrepuan | TyOepkyne3Hbie U MoHouurtonenus
bHBIC UHPEKIIUU | HETYOCPKYyJIe3HbIC
MUKOOAKTEpUU
L 4
I'pubxoBbIe Acneprunes, MonouuToneHus A crieprusuies
UHEKIIn THCTOIUIa3MO3 U JIp. 16 %;
m THCTOILIa3MO3
-9%
[TopaxeHnue JlerouHslii anbBEOJIAPHBINA HeI[OCTaTquocﬁ 0 s 18 %
JIETKAX MIPOTENHO3 cypdakranTa NXHMH
Makpod CTBHUE KaK
MOHOITUTQIT 1, BEPOSATHO,
HapYIICHUS KUK Makpoharos
PermnuBupyrom | OTUTBI, CHHYCHTEI, JIn OTutsl,
ue nHPEeKIun MTHEBMOHHUH CHUHYCHTBI —
CUHOITYJIbMOHAJ 10-20 %;
BHOT'O TpakTa MTHEBMOHHU —
14 %
Hetipocencopna | [IpuoOperenna [IpuoOpeTeHHast — KaK CJIEICTBUE 20 %
s TYTOYXOCTh BpPOXKACHHAS TYTOy MIEPEHECEHHBIX OTHTOB;
BPOXK/ICHHAS! — HApyIIeHUE
BECTHOYIIIpHOTO MOp(doreHe3a u
00pa3oBaHUA MTOTYKPYTITBIX
KaHaJIOB
CKJIOHHOCTB K T 3p] TITyOOKHX BEH, Hapymenne perymsanun 25%
TpoMOo03am M@OSMOOJIHSI ISTOYHOW | LIEIOCTHOCTH COCYOB,
u SHAOTENNANbHAS ySI3BUMOCTh
JKIeHHas tuMdenema Hapywmenue pa3surtus kak 11-20 %
TUM(aTHYECKUX COCYAOB, TaK M UX
KJIallaHOB
[1aHHUKYTUTHI, apTPUTHL, [psimas koppensus ¢ 6osee 17,8
y37I0BaTas 3puTeMa HU3KUM cooTHomeHneM CD4:CD8 | %;maHHuKyIu
T-knerok T—30%
YIIEPCKHUE [IpexneBpeMeHHbIE poabl, | Bo3MoXHBIE TPUUHHBIL: 33%
OCITO’KHEHUS BBIKUBITITH — ayTOMMMYHHBIH TeHE3;
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— TpOMOOTHYECKHE HAPYLICHUS;

— I/IHQ)CKLII/IOHHI)IG OCJIOKHCHUS ITPU

TuMQOTIeHUH
Omnkonornyecku | MHTpasnuTennanbHas M/JIC MoxkeT TpaHC(HOpMUPOBARBCS B
€ OCJIOXKHEHHUS neornasus, OMJI, BOb- B OMJI BcencTBHE Hapylie OUeTaHWHU C
aCCOLMUPOBAHHbBIE Muesnonod3a. Kapiumunomsel MJI-9,12
[JIaJIKOMBIIIEYHBIE Hapy>KHBIX MOJIOBBIX Opral %; OMJI - 6,9
OTIYXOJTH OOJBIIMHCTBE CIy4dacH/CBSI3 %;

MBI HUHTPaSIUTECIN

HHPUIIPOBAHN
BBICOKOTO OHIN cKa) anpHas

HEOIUIa3ust —
20-35%
Ipumeuanue. MJIC — muenooucniacmudeckuti CUHOPOM, — ocmpulil MUENOUOHBILL JIeUKO3;
BIIY — supyc nanuniomul uenosexa, BOb — eupy a—bap; [[MB — yumomezanogupyc.
Note. MJIC — myelodysplastic syndrome; O ute myeloid leukemia;, BIIY — human

papilloma virus; BOb — Epstein—Barr virusglIMB — megalovirus.

i TEGHUIAT ®AKTOPA GATA 2 t

HapymeHue passurat 1
g depeHIHPOBKE
TEMOTIO3THIECKHX KIETOK

\l/ Hapymenue
T'mnomtasms DHOoTeIHATBHAA AYTOHMMYHHBIE BECTHOYIAPHOTO
TencbaTHTECRI VAIBHMOCTE HAPYIICHHA O = mopdoreHesa
coCyIoB A
MHEIOHIHEI
l aeiixos (OMIT) | JImidomeHna \ | MononHTOmCHIA
BpoxaeHnan c P
e IORHOCTS & APITHHOMEL HAPYHKHEX 5
”['PU.\[UO'SHE\[ TIOJIOBBIX OPraHOB =
> | MuxobaxTepHaTsHEIE
HHEKIHE
BOB-acconHHEpoBaHHEIE
13K OMBIITICYHBIE <
OTyXOmH I'pubKOBEIE HEDEKIHE
*OHKONOZUMECKUe 0CAOHHEHUA (HCHE‘PIK‘].‘]E'S.
THCTOILIA3MO3)
a
& P Jlerounsrit
KyIepckHe COMANBHPYIOMIES HHEKITH s atbBeoApHBI
OCTOMHEHNA < (cHEYCHTBI, OTHTEL, < npotenmEos (TIATT)
TIHEBMOHHH)

\

‘ HeifipoceHcopHaA TYyTOYX0CTh ‘

c. 1. [TaTorenes OCHOBHBIX KIMHHYECKUX NposiBieHNH nedumnura GATA2.

Fig. 1. Pathogenesis of the main clinical manifestations of GATA2 deficiency.
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OIINCAHME CJUIYYAS
O nmanuenre Q
[Taruentka C., 43 roga. belna rocnuTanu3vpoBaHa B FB?\QT’ J13M

c kajo0aMHU Ha O4YepeHOEC KPOBOTEUEHHUE M3 TOJOBBIX
MOBBIIIEHUE TEMITepaTyphl 10 cyOdeOpuinbHbIX — PeOpuIbH .

AHaMHe3 L 4

C nerckoro Bo3pacTa y MHaIllUCHTKH H&6HION&’BGHHHGHI/IG B o0beMe
@ nmpenema.

B 19 ner orMedeHO NOSIBIEHHE IBYX OBOIl LIUTONEHUU (aHEeMUs M

KCOAHCBHOC

paBOM HMKHEW KOHEYHOCTH, YTO ObUIO paciiefigH

HCYJIbTUPOBAHA I'CMATOJIOTOM.

THOM THUIIOIIa3UMM KOCTHOT'O MO3Ta,
0oJiee BepOsATHO, BTOPUYHOTO TeHe3aglanapix@ M/JIC He moxydeHo.

[lepBasi OEpeMEHHOCTDH TIQKE

-

M HacTynuja B Bo3pacte 25 JIeT u

IIPOTEKaJa HOPMAJIBHO. 3 1€3a W3BECTHO, YTO HAa MPOTSKECHHUU
OEpEeMEHHOCTH  MallMeHTKa €QHEBHO  IMpUHMMana BHYTpp |  wmr
METHJITPETHNU30JIOHA. €TOM TOr0o, 4YTO HET HHUKAaKUX YKa3aHul o
HEOOXOMMOCTH Ha3 JAHHOM CUCTEMHOM T'OPMOHAJIBHOW TEpanuu s
JICYEHUSI CHUCTE @ ayTOMMMYHHBIX 3a00JieBaHUil, C BBICOKOW JoJei
BEPOSTHOCTHU 3TeHI/Ie OBLIIO CBSI3aHO C HAIMYUEM aKyIIEPCKOM MaTOJIOTHH.

Q OHUMJIACh  CBOECBPEMEHHBIMU  pojamMu  vias naturalis.
OepeMEHHOCTEH  3aBEepIIMINCh  CaMOINPOU3BOJBHBIM
a cpoke 1o 12 wen. Ilo pe3ynprataM AMarHOCTHYECKOTO MOMCKA

BBIYHOI'O HCBBIHAIIMBAHHWA MHCKIIIOYCHBI TaKUC 3a6OH€BaHHH, KakK

bunuu U npyrue pacupocTpaHeHHbIe matojoruu. Bockmasi 6epeMeHHOCTh
OTeKaJla C yrpo30i MPEphIBAHUSA U 3aKOHYMIJIACH MPEKICBPEMEHHBIMUA POAAMHU

Ha cpoke 30 Hen.
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B Bo3pacre 38 neT Ha HIKHUX KOHEYHOCTSIX MAMEHTKH BHE3AITHO UKJIa
y3JI0BaTasi SpuTeMa, KOTopast TaK K€ CIIOHTAHHO Pa3peIlnIach CITyCTs 2 He.

B 39 ner 3adukcupoBaHO mMporpeccupoBaHue I[ByXpOCTKgBO@'IeHHH B

TPEXPOCTKOBYIO (aHEMUS, JICUKOTIEHUS, TPOMOOLIUTONICHUS ). N\
1

B mocnenyromme HECKOIBKO JET y MAIUCHTKH Chb TSDKEIbIC
uHpekmonaple 3a0oneBanus. OHa OblIa YETHIPEXK TaJu3UpOBaHa:
W3HAYAIIbHO B CBSI3M C TSHKEIBIM TEUCHUEM ITHEBMOHHM, @ B TIOCIEAYIONIEM BBUIY

-
paseuTus napapekTansHoro abcuecca, Clostridioides difficile-acconuupoBanHOro
KOJIUTA U aIeHO(IIErMOHBI IIIEH.

B Bo3pacte 43 ner mamueHTka ObLia 11 n3upoBaHa B [ Oopoackytro

KIIMHUYEeCKylo OonpHUIy Ne 52 ¢ xano0a OYepeIHOE KPOBOTEUEHUE U3

MOJIOBBIX TYTEW, €KEIHEBHOE IOBBIIICH nepatypsl A0 cyOheOpHIbHBIX —

(beOpUITbHBIX 3HAYCHHM.

Pe3yabTaThl 1a00paTop HHCTPYMEHTAJIbHOIO HCCJIeJ0BAHUSA

&

b TPCXPOCTKOBAsA HMUTOIICHUS, 3HAYUTCIIBHOC

IIpu mocryruieHun OT
IOBBILICHUE  YPOBHS -peakTHBHOTO  Oenka. Maro4Hoe  KpOBOTEUYCHHE
perpeccupoBaio 0e3 npm reMOCTAaTHYECKON Tepanuu. B kajie BbISBICHBI
KJIOCTPUIUATIBbHBIE bl A. J[pyrux MOTEHUMAIBHBIX OYAaroB MH(EKINU HE
00OHapyXEHO. J1 [0 JAHHBIM MYJIbTUCIIHPAIBHON KOMIIBIOTEPHOU
ToMorpaduu Hbl WHTEPCTULMAJIBHBIE  HU3MEHEHUs, OJHAKO IIpH
ucciie1oBa onbieompHoro JaBaxka pocta (QUIOpsl HE MOJYYEHO;
pe3yibTaThid T@ETa Ha TaJaKTOMaHHAaH, WCCIIENIOBaHUS Ha MHUKOOAKTEpUH
Ty6ep®ro KOMIUIEKCa U Prneumocystis jirovecii METOJOM IOJIUMEPAZHOU
ue@peaxunn Takke oTpuuarenpHblie. Kpome Toro, obOpamano Ha cels

€ COXpAaHCHHWE H3MEHEHHM B JIETKUX, HECMOTPS Ha IPOBOJUMYIO
?OTI/IBOMHK})O6H}/IO TEpalUI0: aMUKalUH, METPOHUIA30] U KO-TPUMOKCA30JI
cienHuil B mpodumakTuueckux no3ax). Kapruna kommbrorepHoit ToMorpadum

pacioC€HCHAa KaK MHTCPCTHUIHUAIBHOC 3a00JIeBaHNE JICTKHUX, YTO XapaKTCpHO, HO HEC
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NATOTHOMOHUYHO JIJISi JIETOYHOTO aJIbBEOJISIPHOIO MPOTEHHO3a (pHC. 2§Ip1/1
TUCTOJIOTUYECKOM HCCJICIOBAaHUU OuonTara JIerKoro, BHnonHeHHc&wTeM

TpaHCOPOHXHAILHONH OWOICHU, B MPOCBETE abBEOJ 06Hapx>1<e IJICHUE

KPYIMHBIX ~ Makpo(daroB ¢ TEHHUCTOW  IUTOIIA3MOM Q WIBHBIMU
BKIIFOUCHHUSIMU. Pe3ynbTarel  OWONCMM HE TMPOTHBOPEY BEOJISIPHOMY
MPOTEUHO3Y, OJHAKO JUIsi OOBEKTHUBHON WHTEpIpeTa OILI/IMa 6onee
nH(OpMaTUBHAS TUCTOJIOTHYECKass KapTUHA. [[0BTOpHASKOMONICHS B TallbHEHUIIIEM

HC BBIIIOJIHAJIACH B CBA3U C BLICOKMMU PUCKAMU HW\&JHOHHHX OCJIOKHCHU

BBHUAY HaJIM4YMWAg Y IMMAOUCHTKHU TSDKEJION 1Ia % K1, a TaKXXC BCJICIACTBUC

ACHMIITOMHOTO T€YCHHsI JISTOYHOTO MpOoIiecca.
[lo pesynbraTaM TpenaHOOMOICHUU M aMMa TalMeHTKA XapaKTepHa
st MIIC (Ta6a. 2).
JIuxopanka Obla KynmupoBaHggHA (POH@IPOBOAMMON MPOTUBOMHKPOOHON

TCpannu, sl KOPPCKIHNH ITOKA3aTCIL MOTI'PAMMBI TAKKC ITPOBOJNJIACH TCPAIINA

npernaparoM SpPUTPOIIOITUH JOOUTAPHOIO KOJOHHUCCTUMYJIUPYIOLICTO

dakropa. OTMEUEeH MOJOXKUTEIBELIN >PdeKT B BUIE BO3pACTaHUS KOJUYECTBA

HEHTpOUITOB noce BYKPaTHOTO BBEJICHUS TpaHyJIOIUTaAPHOTO
KOJIOHHECTUMYJTUPYIOILC aKTopa, OJHAKO B JalbHEWIIEM IOCIEI0BAJIO
OBICTPOE CHUYKEHUE enTpo(UIIOB 10 MCXOIHBIX 3HAYCHHH (TabI. 3).

C yuerom WS YacTBIX TSDKEIBIX HWHQPEKIMOHHBIX 3a00JICBaHUN H

Pa3sBUTUSL TPeX oBOM nuroneHuu 3anonodpero IIMJ] ¢ mnposBaenusamu
KOCTHOMO g’ §OCTaTOYHOCTU. [Ipu mpoBeAeHUN TOJHOTO CEKBEHHUPOBAHUS
KEHAa MUKpOJENeIUsi YydyacTKa XpOMOCOMBI 3, KOTOPYyI B
M TOATBEPIUJIA PE3YJIbTaThl XPOMOCOMHOTO MHMKPOMATPUYHOTO
aHAWU3aJDK30HHOTO YpoBHs. Jlemenus 3axBaThiBaeT 00y1acTh 7 reHOB: GATA2,
SEC61A4, RUVBLI, EEFSEC, DNAJBS, LINC01565, RPN1. Hanboiiee BepoATHOU

WYUHON, OOBSCHSIOMEH KIMHUKO-T1a00paTOpPHBIE CHMITOMBI  ITaIlUCHTKH,

aBigercs ramaoHenocrtatrouHocte GATA2. B mporecce oOciaenoBaHusi KPOBHBIX

14
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POJCTBEHHUKOB MPHU MOMOIIKN XPOMOCOMHOI'0O MUKPOMATPUUHOTO aHAJIU3 ooux
nered u Opata JaHHOM Jernenuu He HaiiaeHo. OOclienoBaHUEe pPOJ el He
IPOBOJMIOCH, B CBS3W C YeM JIOCTOBEPHO CYAUTh O de Jovo, cTdgyce He
MPEJCTABISACTCS BO3MOXXHBIM, OJIHAKO M3BECTHO, 4YTO C B GATA2-
nedunura y HuX He 06110 (pHC. 3).

ITo pe3ynpTaTaM CEKBEHHPOBAHHMS MaIlMEHTKa ObIIaIOR Q 0 o0ciemoBaHa
remarosioramu B HMMI] remarosnioruu. Ilpy BbOIHEHUMY TMCTOJIOTHYECKOIO
UCCIIEIOBAHUSI TPEMAHOOMONTAaTa COXPaHSIACh K&N pakrepHas aima MJIC.
Kpome Toro, oOHapy:kKeH KJIOH ¢ TCTp&COMHGﬁ@OMY IJI€4y XPOMOCOMBI 1:
10 JAHHBIM IIHTOTCHETHYECKOI'O Hccneﬂ% OCTHOTO MO3ra BBISBIICH

kapuotun 47,XX+1.

Tadanua 2. Pe3yapTaThl IUTOIOTUYECKOT ccnenoml/m Ma3Ka KOCTHOTO MO3ra
(MHenorpamMma) narueHTKH

Table 2. Results of cytological ex@mi @n the bone marrow (myelogram) of the patient

IHoka3zarennb PesytiBmar, % Pedepencubie 3HaueHus, %
biacTHBIC KIETKH 0 0,2-1,7
[IpoMuenouuTsl 4 1,0-4,1
MuenoruTsi (3) 0,4 0,5-0,9
MuenoruTsl (H) % 15,2 7,0-12,2
MuTtaMHEeJIOLUTHI N 2,8 8,0-15,0

3,2 12,8-23,7
2 0,0-0,5
0,4 0,4-1,6
15,2 13,1-24,1
6,4 4,3-13,7
0 0,7-3,1
TPOOJIACTHI 0,4 0,2-1,1
MOOJIacTHI (11) 33,6 8,9-16,9
Hopmob6nactsi (0) 19,6 0,8-5,6
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IInazmaTndecKue KISTKU 0,4 0,1-1,8
MerakapronuTsl CHuxeHHoe - < v

KOJIMYECTBO
OO011ee KOJIMIECTBO 53,6 14,6—2&,6\

OPUTPOKAPHUOLIUTOB

Taouauna 3. /[lanHble KITMHAYECKOTO aHAJIN3a KPOBH MAllMEHTKU O

Table 3. The patient’s blood count N
IToka3zarteanb PesyabTatr €peHCHbIE 3HAYCHH S

OOmuii reMorioouH, /11 120,0-140,0

AGCONIOTHOE KOMMYECTBO IPUTPONUTOB, 10'%/1 3 3,90-4,70

AOGCOIIOTHOE KOJIMYECTBO JeHKOIUTOoB, 10°/1 7 4,0-9,0

AGCONIOTHOE KOTMYecTBO TpoMOoLuToB, 10%/1 7 180,0-320,0

A6conmoTHOE KomudecTBo muMdonuTos, 10%/1 0,1 1,2-3,0

2,0-7,5

0,00-0,20
0,00-0,50
0,30-1,10

Pu¢ 2. PBynbpTaThl KOMIBIOTEPHOM TOMOTpa(K OPTaHOB IPYIHOM KIETKU MAIIUCHTKH
ab ue B IMHAMUKe). B 000HX JIETKUX COXPaHSIOTCS HHTEPCTUIIMATBHBIC H3MEHEHUS B
€ YTOJIICHHS MEKI0JIbKOBOTO M BHYTPUIOJIEKOBOTO MHTEPCTHUIINEB, 00JIee BHIPAKCHHBIE B

BEpXyIIKaX 000MX JICTKHX.
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changes persist in both lungs in the form of thickening of the interlobular and intral

interstitium, more prominent in the apices.
L 4 \

1O
O‘D

Fig. 2. Computed tomography of the patient’s thoracic organs (dynamic observatiorj).émstitial
ar

0\
welwt leTeposMroTHan \
MWUKPOJENELMA
YUSCTHA
3 xpomocomel 0

withwi wi\wt

Puc. 3. 'eneanoruueckoe apeBo manueHTKE@Fig. 3. Th@patient’s family tree. wt — wild type; ? —

genetic test wasn’t performed; arrow — the.p t.

Ipumeuanue. wt — wild type; ? — ene @
HaLUCHTKA.

Note. wt —wild type; ? — ger@tic testing not performed; arrow —the patient.

S O6CJICI[OBaHI/Ie HC IIPOBOAUTIOCH, CTPEJIKA —

Jleuenue

HCCMOTp}lK AQUUTENIbHOE CHIDKEHHE YpPOBHA UMMYyHoOriIoOynmuHa G
(988 mr/mn), QM C YaCThIMHU TSDKEJIBIMA MH(MEKIIMOHHBIMU 3a00JICBAaHUSIMH,

TITyOOKOM W€ W HEUTPOIICHUEW NAlIHUEHTKE HA3HAYEHBI PETYJSIPHBIE

uHpy3Un YIPUBEHHOTO HMMMYHOIJIOOynuHa. Takke ¢ yderoM TshKenoi

namm@m peKOMeH0BaHa MpodriakThuyeckass MpOTUBOMUKPOOHAs Tepamnus
HT@%HOM U KO-TPUMOKCa30JI0M.
M yKazaHHOW cumnroMaruke W Hamuuuun MJIC ¢ 1IUTOreHeTH4ecKou
QOMaHHCﬁ nanueHTke nokasano nposenaenue Tpancmiantauu ['CK (TT'CK).
B 44 roma mnpu [OpoOBENEHHM — Pa3lENbHOrO0  JAUArHOCTHYECKOIO
BBICKAOJIMBAHUS 10 TTOBOAY PELUIUBUPYIONIMX KPOBOTCUCHUHN U3 MOJOBBIX MyTeH
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BpEMs HC CYHICCTBYCT KIIMHUYCCKUX ITPOTOKOJIOB IO TAKTUKE BCACHUSA

y MaIMeHTKU JMArHOCTHPOBAaHA KapIMHOMA SHIAOMETpHS in situ. B SIIEE
€HTOB

¢ nepurutom GATA2, KOTOPBIM IIJIAHUPYETCS MTPOBEACHHE TFQK, 150512 Y%

HHUX COIIYTCTBYIOIICTO OHKOJOTHUYCCKOI'O 3a0oneBanus. Ilo %NF&M OLICHKH

COOTHOIICHHUA HOTGHHHaJIBHOﬁ I10JIb3bI 1 BO3MOJKHBIX PHUCKO O pcemicHuc o
PalrOHAJIbHOCTH IIPpOBCACHUA  paJdHUKAJIbHOI'O Jcuc Ka4CCTBCHHOTI'O

mpouecca — OKCTUpNAMU MaTkd ¢  npuaatkamu.§, Onpanuss npoBeacHa

JAnapoCKOMUYECKUM METOJI0OM, O€3 OCIOKHEHUH. \\

Hcxoa u mociienyronee HAOJII0IeHHE Q

B nacrosimiee Bpems nanpeHTka Haxo4Tcs Wa panHux cpokax nocie TI'CK,

nonopom I'KC cran ee chiH. Q

OBCYKJIEHUE

[IponemoncTpUpOBaH CKMM cCllydal TO3JIHEH JHArHOCTUKHU
nepunura GATA2. Panee B KOSI3BIYHOM JIUTEepaType ObLI OMUCaH APYrou

ciydail BepuduUKaIuu 03a BO B3pociaoM Bo3pacte [28]. HNHTepecHbIM

Koropt. Tak, nuarx UEHTKaM U3 ciiyyas, onucaHHoro E.A. ®posioBbIM U
COaBT., U MPEACT OTO B HACTOSAIIEW CcTaThe, ycTaHOBIEHBI B 31 u 44 rona

T

Hccneug, yKa3zaHa MeJuaHa BoO3pacTa IOCTAaHOBKM JAuartHo3a Jeduiura

MpCaACTaBIIACTCA CpaBHi HHBIX CJIY4aCB M IIAIUCHTOB M3 MCXKIAYHaApPOAHBIX

COOTBETCTBE pabore M.W. Wlodarski u coaBT., koTOpasi mpeacTaBIseT

0COOBIi Iy OOJIBLIOrO YHucia MalMEeHTOB, BKIIOUYEHHBIX B KOTOPTY
GA , 3 roma [10]. JlaHHOe pacxXxoXKJI€HUE CBHUIACTEIbCTBYET O
IPOROHRUTEIILHOM TEPUOJIE U CIIOKHOCTH JUArHOCTUYECKOro moucka. Oryactu
CTH JIMarHOCTUKH SIBJISIIOTCS CJCACTBHEM Pa3HOOOpa3us KIMHUUYSCKUX
OSIBJICHUM, X COYETAHUS WHIWBUAYAJIbHBI JUIS KaXJI0To namnueHTa. Hampumep,

y HAIlIel MAIMEHTKN BEAYIIUM CUMITOMOKOMILIEKCOM siBisieTcst MJIC ¢ saBneHnem
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LUTOI€HETUYECKON aHomanuu, a B pabore E.A. ®DposoBa u T. —
UMMYyHOePUIUT (MUKOOAKTEpHO3 M arpeccuBHoe TeueHue BIIY) [2 aHHBIE
CpPaBHEHUS KIMHUYECKUX W JIaOOpATOPHBIX IMPOSIBICHUN B orgzlcanyqaﬂx

npeAcTaBieHbl B Ta0. 4, 5.

Tabauua 4. Pe3ynbratsl cpaBHEHUS UMMYHOJIOTHYECKUAX HOKEISEITGG@[OK B HallleM

ciy4dae u B ciaydae, onrcaHHoM E.A. ®posioBeIM U coaBT. [28{y
Table 4. Comparison of the immunological parameters of t t1 escribed in this article and

the patient described by E.A. Frolov et al. [28]

IMoka3arennb Ham Pedepencugple Cayuali, Pedepencun
ciayyai 3HAYECHMS nucanubii E.A. ble
DpoJIOBBIM U 3HAYeHM S
Q COaBT.

Jlumdonutsl, Ki1/MKIT 110 200-30 300 1200-3000
CD3" T-knerku, % 93,8 %—80 59 55-80
CD3" T-knerku, 1 00-2400 177 800-2200
KJI/MKJT
CD3'CD4" T- 2,6 33-50 22,6 31-49
xenmnepsl, %

CD3"CD4" T-xenmepsl 600-1700 68 600-1600
(k1 HA 1 MKIT)

CD3'CD8" 37,2 16-39 32,3 12-30

LATOTOKCHYEC
KJIETKH, %
CD3*CD8 40 300-1000 97 190-650

eryJIATOPHBI 1,41 1,00-3,50 0,7 1,5-3,0

KC

3-CD16, CD56" 1,3 5-25 38,5 620

NK-knerkun, %
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CD3-CD16, CD56" 1 45-700 115 600
NK-KIeTKH, KI1/MKII

CD3"CD56", % 10,5 1-13 29

CD3"CD56", kn/mMkn 10 0-200 87

CD19" B-knerku, % 1,5 5-22 0,14

CDI19" B-knetkw, 2 40-400 0 100-500
KII/MKJT

IgG, mr/an 988 700-1631 2 28 900-1800
IgM, mr/man 56 80293 9 80-250
IgA, mr/mn 86 69 100-350

Ipumeuanue. Ig — umMmyHo2100yIUH.

Note. Ig — immunoglobulin.

Taoauna 5. CpaBHUTENIbHAS XapaKTEPUCTUKA KU

neduuta GATA2, B Hallem ciydyae U B

100-421 Q

N

CKUX MPOSIBICHUN, XapaKTEPHBIX IS
qae onucanHoM E.A. @ponoBbIM U COaBT. [28]

Table 5. Comparison of the GATA2 d ymptoms in the patient reported in this article
and the patient described by E.A. [28]

Kaunundeckue NMPOABJICHUSA

Ham cayvaii

Cayuaii, onucannblii E.A.

DpoJIOBBIM H COABT.

Anemus + +
Hentponenus + -
Monouuronenus + +
+ _
+ +
- +
+ (47,XX+1) +
- +

TyQEpKyJie3a
MaMuUIOMBI YEJIOBEKA + +
HKOTMHEKOJIOTUSL + +
OXICHHAas JIHM(bez[eMa + +
Crenuduueckoe mopakeHue JIETKUX + -
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AyTOMMMYHHBIE IPOSIBJICHUS + -

AKyHIepcKHe 0CJI0KHEHUS + Hensse

HaCTOpO)KeHHOCTB CIICHUAJIMCTOB W paHHAA JUACHOCTHKA I1aTOJIOTMHU
| VA

IMO3BOJIAAT CBOCBPEMCHHO  BBIIIOJIHUTDH eI[I/IHCTBeHHblﬁ paHHKaHBHBIﬁ MECTO
_ v

JICUEHUSA neduimTa GATA2 —  TICK, I1O3BOJIAIOIIA N n30exarhb
A QY |
JKU3HEYTPOXKAIOIIMX  OCJHOXKHEHUU. JlaHHasg  mpoueaypa  BOCCTAHABIMBAECT
a W ) |

reMormod3, o0ecrneunBacT HMMMYHHYI) PEKOHCTUTYIMIO U CIOCOOCTBYET

29]. Takxe MHOrMMH

Pa3pCHICHUIO JICTOYHOI'O aJIbBCOJIIPHOT'O IIPOTC

ABTOpPaMHU OIIMCAHBI ClIydan pEerpeCcCun OCTPOKOH KOHIWJIOM U BYJIbI'apHBIX

6oponasok nocie npoenaenus TI'CK [30, 34]. €pBAaTUBHOE JICUCHUE JOJIKHO
OBITh HAIIPaBJICHO HA TEPANUIO U MPOPUII H(EKIMOHHBIX OcliokHeHui. Ha
JAHHBII ~ MOMEHT  eme He  Oomy BaH  CTAHJAPTHBIM  IPOTOKOJI,

pernaMeHTUpyommui  onTuManbHbI@h cpoku  TipoBeaeHus TI'CK. CymectByer

HECKOJIBKO BO3MOJXHBIX ITOLXO0] % K cpa3y mocne mocTtaHOBKHM JHAarsos3a

mu6o orcpoueHHas TI'CK rkrpeccnpOBaHHﬂ 3a00JI€BaHUS WM HEyJIadu
aTeru

HETPaHCIUIAHTAllMOHHOM

MexaynaponHas THas Tpylna TMpeajgaraeT BBIOUPATH TAKTHKY

HUCXONSl W3 PE3YJIBT, olleHkn pucka mno mkaine IPSS-R. Jlannas cucrema
OLICHUBAaHUS )& pe3yJbTaThl  [IUTOTEHETUYECKOTO  MCCIENOBAHUS,
KOJIMYECTBO BIX KJIETOK B KOCTHOM MO3r€, YpOBEHb TI'€MOIJIOOHHA,
abCoJI0THO Qecmo TpomOouTOB U  HeuTpodmioB. I[lo MHeHHro
CIICIHAIIN , AMAITUEHT JOJDKEH PacCMaTpuUBaThbCid B KayeCcTBE KaHAMJATa Ha
TI'CK{ cp@8y 1mocie TNOCTaHOBKM JUAarHo3a, €clid HWIACHTHUQUIMPOBAHBI
JTOWOTHHI €IIbHBIE LATOrE€HETUYECKUE MapKepbl 1581051 BBISIBJICHBI

pOKaroIye LUTONECHUU. B OCTaNbHBIX ClydasX alrOpPUTM JEUCTBUU

pelensaeTcs BbISIBICHHOM CTEeNEHbIO pucka [32].

CormacHo JaHHBIM JPYI'uX aBTOPOB, paHHOHaHBHBIfI IoaAxoa 3aKJIF04YacTCA B

HHUIMAOWK TIIOMCKa JOO0HOpPad, KdK TOJIBKO 6yneT AUAaraHoCTUPOBaAH I[C(I)I/I]_II/IT
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GATA2. Tlpu OTCYyTCTBMM LMTONEHHM, KApPUOTUIIMYECKUX Ha CHU,

YBCIIMYCHUS KOJINYCCTBA 0JACTHBIX KJIETOK B KOCTHOM MO3Ir€¢ MM K YCCKHU

3HAa4YUMOI'O I/IMMYHOI[e(l)I/II_[HTa CTOUT TIOATCIBHO Ha6J'HOI[aTg 3eHTOM,

paccmarpuBas ctpareruto npeseHtuBHorn TI'CK [33]. HﬂewpeMeHHLIM
r

okHoM 1 TI'CK sBisiercs mepuos OT TOCTAHOBKH a MIC c
TUNOLECIUTIONSAPHBIM ~ KOCTHBIM MO3IOM 10 TPOSIBJIEH €yTpOKaOIINX
ocinoxHeHuit [10]. Jlydimme nepcrnekTuBbl BbISBICHS H@Benem&n TI'CK Ha

paHHUX cTaauax 3a0oneBaHus, nockoyibky MJIC, CN ji ¢ nepekrom GATA2,
MMEET TEHJICHIMI0 HEYMOJIMMO IHPOTrPECCUPOR ﬂee arpeccuBHble (HOPMBI,

Takue Kak Jedkemus [2]. Cuwnraercs, U OHOOHAasT TAaKTUKA YBEITUYUT
JIOJTOCPOYHYIO BBDKHBAEMOCTh B3POCIIBIX I1a B ¢ aedunurom GATA?2 [33].

ABTOpBI MEXIYHAPOAHBIX Hay aTel B KauecTBEe aOCONIOTHBIX
nokazanni k TI'CK orpaxartg cien ne cocrosauda:  MJIC/octpsiii
MUEJIOUIHBIN JIEMKO3 B COYETaHKK [IUTOTCHETUYECKUMHY aHOMAJIUAMU, WIA

TSKEIIBIMU PELUIUBUPYIOLL] @ WSIMU, WIN arpecCUBHBIM Teyenuem BIIY,

aCCOMMHUPOBAHHBIM C COIIYTCT IMKUMH OHKOJIOTHYCCKHMHK IIponecCCaMu, HIIHN

MPOTrPECCUPYIONIUM TIOP, veMm serkux [33-35]. B cayuae, onucannom E.A.
®poJIOBBIM U COABT., 11 eM k TT'CK saBnsiercsa coueranue MJIC u riry6okoro
UMMYHOIeuIHUTA, BJ) HameM cllydyae — TIPOSBJICHHUE KOCTHO-MO3IOBOM
HEJI0CTATOYHOCTHU WJI€ BBIpAXEHHOW 1uToneHMn u paszputue MJC c

[ATOTCHETNYI S OMaJIhe.

B u EWOG-MDS npoaeMOHCTpUpOBAaHO, YTO MAIMEHTHI C
neuigFem A2 He mojaBep>KeHbI 00Jie€ BHICOKOMY PHUCKY OCJIOKHEHHUH WIH
cMe cesazanHbix ¢ TI'CK, mo cpaBHeHnuto ¢ marueHntamu ¢ MJIC, He

accQuUuUpoBaHHBIM ¢ MyTanuen B rene GATA2 [2]. Ilo nanueiM R. Bortnick u
7 y TIAIMEHTOB ¢ AehuiuToM (aktopa depe3 5 JET BEpOSTHOCTH O0IIeH U
pEelUIMBHON BhDKHBaeMocTH coctaBmia 75 u 70 %; mo manaeiM 1. Hofmann u

coaBT. — 65 u 51 % coorBerctBeHHO [33, 36]. Takke HEe OOHAPYKEHO HHUKAKHUX
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UH(EKIMIH WM TOCIEACTBUH OPraHOTOKCHMYHOCTH KOHJHUIIMOHUPOBA nociie

npoBenenus TI'CK [33]. OpHako CTOUT OTMETHUTh 60nee. B JTOJTEO

peunauBoB MJIC B rpynie naipeHTOB ¢ COYETaHUEM MYT&HK\G GATA2 n

MOHOCOMUU XpoMocoMbI 7 [10].
[Tozmusas muarnoctuka nedexrta GATA2, pamux METOJI JICUYCHUS

Kotoporo mpeamnonaraer npoeaeHne TT'CK, nmogHgmadg BolIpOC O COXpaHEHUH

PENpPOAYKTUBHON (YHKIMU y JaHHON TPYMIIBI %{3 1, COOTBETCTBEHHO,

A0Ka3aTCJIbCTB YBCIIMUCHUSA YaCTOTbI PCAKIUU «TPAHCIIJIAHTAT HpOTHBS&»,

COBMECTHOM BEJICHUU MAIlMEHTOB CO CIIEI] U THUHEKOJIOTHYECKOTO U
remarojorudeckoro npoduieit. Takxke He00 MPUHUMAThL BO BHUMAaHUE
BO3MOXKHOCTh HAQJIMYMSI Y HHUX HEOIUIa3UHU bIX OpraHoB. ONBIT BEAEHUSA

nanueHToB ¢ aedekrom GATA2 mokasa @ [0’)KHOCTHh ITOCTAaHOBKM JMarfHo3a B

NEPUOJ JETOPOAHOrO BoO3pacTa. MEOrue H3NeXeM KOHIAULUOHUPOBAHUS IMEPE]

TI'CK  comepxar  XUMHOTED YECKHME  areHTbl €  ONpPEIEJICHHOU
TOHAJOTOKCUYHOCTBIO U al0T TOTaJlbHOE OOJy4YeHue Tejla, YTOo
COKpallaeT OBApUAJIbHBIA pe3e WYHUKOB Yy >KEHIIUH, @ Y MY>XYHH BbI3bIBAET

HapylUIEHHUE CIIEPMATOre 37, 38]. CooTBEeTCTBEHHO, YHCIIO OEpEeMEHHOCTEH,
Ha0II0/JaeMbIX TOCIE 3HAYUTEIFHO CHUKEHO TI0 CPaBHEHHWIO C OOIIeH

TOMYJISIIUEN eHu@Topoz{Horo Bo3pacta [37]. CymecTByloT METOJIbl

coxpaHeHusi dep CTH, HallpUMeEp KPUOKOHCEPBALMSA U XPAHEHHE IMOJIOBBIX

KJIETOK (CcrepM OMUTOB WU TKaHU sinuHuka) [30]. HeoOX0IMMO yYUTHIBATH 3TO

Npu  BbI TUKW  BefeHus nanueHToB ¢ gedpexkrom  GATA2,
3auHTEPECO BIX B pealu3aluu JAETOPOJHON (PYHKIHUH, W CBOEBPEMEHHO
Map OBaThb MX K CIEHMUAJIMCTAaM B 00JaCTH THMHEKOJIOTMHA U

PENPOTYKTOJIOTMH TI0 BOIIpocaM (PepTUIILHOCTH B AaJIbHEWIIIEH EPCIIEKTHBE.

KJIIOYEHUE
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OnucaHHBIM KIMHUYECKUU cnyqaﬁ MMPpUBCACH HAMKU B HOCJEIX II CHMU

HAaCTOPOIKCHHOCTH CIICHUAIHNCTOB II0 JIAaHHOM HpO6J’I€M€ C aKICHTOM 0, 4TO

HekoTopbie [TW]] MoryT ObITh THAarHOCTHPOBAHBI HE TOJBKO B.I[GO U BO
B3pOCiIOM Bo3pacte. Takke ImpuMeyaTeabHO, YTO noz:o6ﬂbx&mm MOTYT

J0JITO€ BpeMsl HaOJII0AaThCA Y Bpayel pa3iuyHbIX Crelual S THHEKOJIOTH,
pPEBMATOJIOTH, XUPYPTH, OHKOJOTH U JIp.), IPEKIE YeM mKOHcyanaumo
uMmMmyHosora. [IpoGiema 3a7epXKu MOCTAaHOBKU ):[I/I.FH@HCHHGTCH oonineM
Pa3IUYHBIX CUMIITOMOB, CBOMCTBEHHBIX JAHHOU na\&

@ M/IC y mnanMeHToB C
FepMUHAIBHBIMU MYyTallUsIMU B T'€HE GATAZ; g6eM  OonbHbIM MJIC  cTrouT

C y4eroM BBICOKOTO TMPOIEHTa BCTPE

PCKOMCHAOBATH IMPOBCACHUC ITOJIHOT'O CCKBC HH O5K30Ma. I[aHHaSI TaKTHKa

BCACHUA IIO3BOJIUT CBOCBPCMCHHO OHU @ poBaThb PCAKUC CHHAPOMAJIBbHBIC

dbopmer BJIU.

JOITIOJIHUTEJIBHAS N @HI/I}I

Hcrounuk ¢uHancup

HHSA. BTOPbI 3asABJIAIOT 00 OTCYTCTBUM BHCIIHCTO

T

(buHaHCUPOBAHUS TIPH T 1Y pabOThI U TOATOTOBKE PYKOIIHCH.

Konpaukr wunre ABTOpBl  JEKIApUPYIOT OTCYTCTBHE SIBHBIX U
NOTEHIUAIBHBIX TOB MHTEPECOB, CBA3aHHBIX C MyOJMKalMeH HACTOALICH
CTaTbH

Bkian as € aBTOPhI MOATBEPKIAIOT COOTBETCTBHE CBOEr0 aBTOPCTBA
MEX Iy HEPO] kputepusim ICMJE (Bce aBTOpbI BHECU CYIIECTBEHHBIN BKJIaJ B
pa3s KOHIIENIIUK, NPOBEIACHUE HCCIEIOBaHUS M MOJIIOTOBKY CTaThH,

npoMIu J1 ofgoOpunu (GUHAIBHYIO Bepcuio mepes nmybnukanueit). Hanbompiumit

pactipenieni€én ciemyromum oopazom: M.C. ABrycroBckas — cOOp M aHau3

{TCPATYPHBIX MAOAHHBIX, HAIIUMCAHUC TCKCTA W PCAAKTHPOBAHUC CTATbHU, A.A.

Ponmenst — BegeHne NanueHTKH U pelakTUpOBaHue cratbu; Y.A. Mapkuna, A.JlL.
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l'oronb, W.II. benornazoBa — Benenue mnauueHTku; B.B. Kopenn A 1O

Hypraszuna, A.B. Kapaynos, M.A. Jleicenko, /[.C. ®domnHa — penakTRRoOBaHNeE

CTaTbH.
. O

NudopmupoBanHoe corjacue Ha NyO0JHKAIHIO. A% MOJTY4YHIIN

MMMCBMEHHOE COTJIACHE TAIlUEHTKA Ha MyOJWKauio Me WX JaHHBIX B
obe3nmuuenHoi ¢popme B «PoccuiickoM amieproaoruyeck en.
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