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CuHpgpoM Puwlepa—3BaHca y fieTeu:
aHanmn3 reHHbIX HapyLUeHUH
U OTBETA Ha Tepanuio

K.A. KysbMuHOBa, E.[l. MawanHos, A.B. MaBnosa, M.A. KypHukosa, W.B. MepcusHoBa,
C.A. NnsacyHoBsa, H.C. CMeTaHuHa

@IBY «HaumoHanbHbI MEANLUMHCKUI UCCIIeN0BaTENbCKMI LIEHTP AETCKOVM reMaTosornm,
OHKOJI0rMun U uMMyHosiorun uM. [imutpus Porayesa» MuHsgpasa Poccun, MockBa

CvHapoM Ouwwepa—3saHca (CDI) — nByx-/TpexpocTKoBas UMMyHHasi reManaTust B OTCyTCTBME ApY-
rux 3abonesaHunit. COI MoOXeET BbiTb MEPBUUHBIM/MANONATUUYECKUM 1 BTOPUYHBIM, Ha CDOHE APYrvX 3a-
BonesaHuit. Y neteit COI Hepenko CBA3aH C NePBUYHBIM UMMyHOLeULMTHBIM cocTosiHueM (MUAC).
B cTaTbe npencTaBrieH PETPOCNEKTMBHbINM aHanu3 faHHbIX rpynnbl geteit (n = 14) ¢ COJI, obpaTtnsLLmx-
cs 8 HMUL, IFON B nepwop, 2012-2019 rr., ¢ uenbio AEMOHCTPaLIMM HeobXoaAMOCTHN NPOBEAEHNUS MO-
NeKyNApHO-reHeTMYecKoro nccnenosanua ana anartoctvkv NMUAC. JaHHoe nccneposaHvie nopnep-
»KaHO Hes3aBMCKMbIM STUYECKUM KOMUTETOM U YTBEPKAEHO pelleHneM YyeHoro coBeta HMULL AOW.
Bcem naunerTam Bbi10 MPOBEAEHO UCCMEfoBaHNe METOLOM CEKBEHMPOBAHWSA CleayIoLLero NoKoNeHns
(NGS). Meauana BospacTa aebiota 3abosesaHus coctasuna 5,5 roga (o1 5 Mec. fo 16 ner). CooTHowwe-
Hue no nosty (Manbunki:nesouku) — 1,8:1. Mo pesynbratam reHetTnyeckoro obenenosanma y 10 (71,4%)
n3 14 naumeHtoB COI okasancsa BTopuuHbIM. MeanaHa Bo3pacTa febioTa 3aboneBaHus y nauneHToB
¢ BTOpUYHbIM CDI — 4 roga; MMHMMasbHbIN BO3pacT — 5 Mec.; MakcuMarnbHbln — 12 neT. Pacnpepene-
Hue no nosny (Manbumki:aeBoukm) — 7:3. Yale BcTpeyarncs nebiot sabonesBaHus, acCoUMMPOBaHHbIN C
UTM (35,7% 6onbHbIx) unn ogHoBpeMerHo ¢ UTI u AUTA (35,7% nauneHToB); peske Hauarno 3abore-
BaHus Bbino cBa3aHo ¢ AUIA ¢ nocnenyiolmm npucoenuHernem UTM (21,4% petei). TpexpocTkoBas
MMMyHHas LmToneHns oTMeyeHa y 1 naumenta ¢ CP3, accoummposaHHbiM ¢ MUOC. Cpenn Hawmx na-
LmeHTOB C AebioToM 3aboneBanus, accoummpoBaHHbiM ¢ AVICA, H1 B 0OfIHOM Cryyae He 6bino BbISBIEHO
MUAOC. OTMeueHa KpanHe Hu3kas addpekTnBHocTb MKC 1 BBUI npu CP3: npaktuuecku B 100% cny-
yaeB MauMeHTaM aHanuavpyemow rpynnbl TpeboBanoch HasHauYeHWe BTOPOM U MOCHERYIOWMX INMHUNA
Tepanuu. Cpeay Apyrux BUAOB Tepanum, 3pdEKTUBHBIX Kak MpU MEPBUYHOM, TaK 1 Npu BTOpUYHOM CP3,
cresyeT 0TMeTUTb pUTyKeuMab (62% nauueHToB coxpaHsioT pemuccuio fo 1 roga) u MM (80% na-
LMEHTOB COXpaHsioT pemMuccuio Ao 1 roaa). Ha ocHoBaHWM MPOBEAEHHOr0 UCCMENOBaHNS MOKHO CAe-
naTb BbIBOA, YTO Y NaumeHToB ¢ CD3 Myskckoro nona oo 18 net, kotopble febiotuposanu ¢ UTT, He-
06xopuM TwatenbHbIn nouck MAOC ¢ BKNIOYEHNEM FreHETUYECKOro aHanm3a, Tak Kak y BonbHbIX 9TOM
rpynnbl, Hanbonee Bbicokas YacTtoTa BcTpedaemocTu MUIC. Jleuenne COI KC n BBUI™ npakTuuecku
Bceraa ManoaddekTuBHo, TpebyeTca HasHayeHne BTOPOM 1M MOCMeRyoLLMX NMnHWIA Tepanuu. [penapa-
Tbl BbIBOpa, UMeloLLme HanbonbLLyio 3 PeKTUBHOCTbL cpeau nauneHTos ¢ COJ, — putykemmab n MMo.
KnioueBble cnosa: cuHapom @uiiepa 9BaHca, ayTOMMMYHHas UATOMNEHUS, AETH,
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Fisher-Evans Syndrome in Children: an Analysis
of Genetic Defects and Therapy Response

Z.A. Kuzminova, E.D. Pashanov, A.V. Pavlova, M.A. Kurnikova, .V. Mersiyanova, S.A. Plyasunova, N.S. Smetanina

Dmitriy Rogachev National Medical Research Center of Pediatric Hematology, Oncology,
Immunology Ministry of Healthcare of Russian Federation, Moscow

The Fisher-Evans syndrome (FES), also known as Evans syndrome (ES) is an immune hemopathy characterized by bicytopenia
or pancytopenia in the absence of other diseases. FES may be either primary/idiopathic, or secondary, occurring against the
background of other diseases. In children, FES is frequently related to a primary immunodeficiency disorder (PID). This article
presents a retrospective data analysis of a cohort of pediatric patients (n = 14) with FES, the aim of which is to demonstrate
the necessity of conducting a molecular genetic investigation for PID diagnosis. The study was approved by the Independent
Ethics Committee of the Dmitry Rogachev National Medical Research Center of Pediatric Hematology, Oncology, and Immunology.
The patients from this cohort were presented at the Dmitry Rogachev National Medical Research Center of Pediatric Hematology,
Oncology, Immunology during the period 2012-2019. All of these patients underwent Next Generation Sequencing (NGS). The
median age of disease onset was 5.5 years (from 5 months to 16 years). The male-to-female ratio was 1.8:1. Thanks to the
results of the genetic investigation conducted on 14 patients with FES, it was possible to identify 10 children (71.4%) who had
secondary FES. The median age of disease onset in patients with secondary FES was 4 years, the minimum age was 5 months,
the maximum age was 12 years. The male-to-female ratio was 7:3. Most frequently, the disease onset was associated with ITP,
immune thrombocytopenia (35.7% of patients) or simultaneously with ITP and AIHA, autoimmune hemolytic anemia (35.7% of
patients); less frequently, the disease onset was associated with AIHA, with a subsequent occurrence of ITP (21.4% of patients).
A pancytopenia was identified in 1 patient with FES associated with a PID. Among our patients with a disease onset associated
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with AIHA, there was not a single case with a PID. We noted an extremely low effectiveness of glucocorticoids and [Vigs for
the treatment of FES: in practically 100% of cases, the patients in the analysed group required second and subsequent lines of
therapy. Among other therapy types, effective for both primary and secondary FES, we should note rituximab (62% of patients
stay in remission for up to 1 year) and MMF (80% of patients stay in remission for up to 1 year). On the basis of the conducted
study we can conclude that male patients with FES under 18 years of age whose disease onset was associated with ITP need
to be thoroughly tested for PID, including genetic testing, since patients in this group have the greatest PID incidence. Treating
FES with glucocorticoids and IVIgs is nearly always not very effective and second and subsequent lines of therapy are required.

The drugs of choice which are most effective for patients with FES are rituximab and MMF.

Key words: Evans syndrome, autoimmune cytopenias, children, diagnosis, treatment
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nHopom duwepa—saHca (CDI) — pemkoe 3a-

BoneBaHwue, KOTOpoe NepBOHaYanbHO bbIfo oxa-

PaKTEpPU30BaHO KaK Hanuune ayTOMMMYHHON
remMonuTuyeckoit aHemun (AUCA) 1 UMMyHHOI TpoMbo-
umntoneHun (MTN) HenssecTHoit atnonorum (R.S. Evans
u coasT., 1951). Co BpeMeHeM onpefenieHme 3Toro 3a-
BonesaHuss MeHsnocb, u cerogHa CO3I pguarHocTupyioT
MPW HaNWYMM NOPasKeHUs MO MEHbLLEN Mepe ABYX JIMHUN
KIIeTOK KpOBW B Cfly4ae OTCYTCTBUSA Apyrux 3abonesa-
Huih [1].

TouHbIX faHHbIX 0 3aboneBaemocTn CP3I cpeam ne-
Ten HeT. Camoe BomblLlOe [OCTYNHOe nepuaTpuyeckoe
uccnenoeaHue nposefneHo Bo ®paHuum N. Aladjidi v
coaBT. 1 BKNtouano 156 petert ¢ CO3. MepmaHa Bo3pac-
Ta pasBuTMA UMTOneHWn cocTasuna 5,4 ropa (ot 0,2 o
17,2 ropa); B rpynne nauuMeHTOB MIafLIero Bo3pacTa
npeobnapany Manbuuku, B CTapLUEn BO3paCcTHON rpyn-
ne — neBoukn [2]. CMepTHOCTb Cpeaw feTeit cocTaBusia
7-10% [2, 3].

C®D3 MoxeT BbITb Kak NepBUUHbIM/UANONATUUECKMM,
Tak U BTOPUYHbIM, Ha (DOHe apyrux 3abonesaHui. Mep-
BUYHbIN CDI ABNAETCA AMArHO30M UCKIIIOYEHUS, B 3TOM
crnyyae HeobXxoouM TLUATEMbHBIA MOUCK OCHOBHOMO 3a-
BonesaHusl, Tak Kak 3PPEKTUBHOCTb MPOBOAMMOW Te-
panuu 3HauNTENbHO OTNINYAETCS MPU NEPBUYHOM U BTO-
puyHoM CP3.

Passutne COI y peteit MoxeT BbITb HauasbHbIM
NPOSIBNIEHNEM MEPBUYHOIO MMMYHOLEPULMTHOIO CO-
ctosaHua (MUAC) [4]. Y neTeit ¢ UMMYHHbBIMK LUTONE-
HMAMM HeobX0AMMO WCKMIOUNTb Takne 3aboneBaHus,
KaK CuUCTeMHasi KpacHas BonuaHka (CKB), obuias
BapuabenbHaa MMMyHHas HegocTatoyHocTb (OBUH),
ayTOUMMYHHbIN nuMdponponndepaTmBHbIi CUHOPOM
(AINC), remodparounTapHble 3abonesaHua. [lepe-
YyeHb andppepeHLManbHbIX AMarHo30B paclumMpsaeTcs,
K HeMy fobaBneHbl MonoMac cuHppom (GATA2 nedomn-
umt), pecouumnt CD27, LRBA-CMHOPOM, CMHOPOM aK-
TusupoBaHHoi PI3KD (AMNAC), X-cuenneHHblt MMMy-
Homedmumut ¢ gedekToM Markusa (medouumnt MAGT1)
n op. [4].

Y B3pocnbix n getert CO3I umeet otnmums. B nccne-
posaHun M. Michel v coaBT. y 68 B3pocnbix NauueH-
ToB ¢ CP3 He bbino BoisBNeHO HK opHoro MYAC, ogHako
8 cnyuyae CPJ Obin cBSA3aHbl C Pas3BUTMEM 3IOKa-
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uecTBeHHOro 3abonesanus [5]. HanpoTus, B nmemua-
TpuueckoM uccneposavum N. Aladjidi v coaBT. y 3 u3
156 peten npeHtndouumposanu MNMUAOC, HO HU B 0OHOM
Ccrnyyae OH He Bbln CBSI3aH CO 3/10Ka4YeCTBEHHbBIMW HOBO-
obpasosaHuamm [2].

CP3 vMeeT XpoHMUECKOe, peunaMBupyioLlee Te-
yeHve; cTaTyc 3abofeBaHMA M COCTOSIHWE MaLMEHTOB
3a4acTylo 3aBUCAT OT OJIUTENMbHOrO NpuemMa MMMYHOCY-
npeccusHbIX npenapaTos [2, 6]. Tepanua COI y pereit
— CNOMHasa 3afjaya n3-3a OTCYTCTBMA HayyHO 0BOCHO-
BaHHbIX OaHHbIX. [1penapatamu Bbibopa MepBoOn MUHUM
ocTaloTcs rrokokopTukocTepouasl (TKC) — B MoHoTe-
panuu wnn B KOMBMHaUMW C BHYTPWBEHHBIM WMMYHO-
rnobynuHom (BBUI), oaHako 3hheKTUBHOCTL AaHHOM
Tepanuu HeBbICOKa, 0Koo 69% naumeHToB TpebyioT Ha-
3HaAYeHWs BTOPOiA M NOCTELYIOLLMX NUHWIA Tepanuu [2, 6].
B kauecTBe BTOPON NnHUM Tepanuu Npu pedopakTepHOM
M PELMOMBMPYIOLLIEM TEYEHWSX M3HaAYanbHO MPUMEHS-
1M CMIEH3KTOMMIO, HO CEerofHsi ee BbITeCHMMIa Tepanus
pUTYyKCMaboM [6].

B cTaTbe npencTaBneH pesynbTaT aHanu3a AaHHbIX
HebosbLLIOW rpynnbl NauMeHToB B Bo3pacTe Ao 18 net c
CP3. Lenb aHanusa — nokasaTb Heob6xooMMOCTb NpoBe-
AEeHUA OMarHOCTUYECKOro MOMCKa UMMYHOLEeULNTHBIX
COCTOSIHWI y [eTeil Kak OCHOBHOro 3aboneBaHus npu
passutun CP3.

MATEPUAIbI U METO[1bl UCCIIELOBAHUA

MpoBeneH pPeTPOCNEKTMBHBIN aHanu3 JaHHbIX naum-
€HTOB B Bo3pacTe o 18 nert, obpawaswmxcs 8 HMUL
OEeTCKOW remaTofiorMun, OHKOMOTMM WM MMMYHOMOIMK
uM. muTpua PoraueBa MwuHsgpasa Poccum ¢ kiu-
HUyeckum guarHosoM CP3 B nepuop ¢ 2012 no 2019
rop. [aHHoe wccneposanue nopaepskaHo Hesasucu-
MbIM 3TUYECKMM KOMUTETOM W YTBEPXAEHO PeLleHun-
eM YyeHoro coBeta HMUL OIOWN. MNpoaHanuampoBaHa
MMEILLasCa  MedUUMHCKas [OKyMeHTauus (Bbinucku,
pesynbTathl obBcrenosaHust). BceM nauueHtam npo-
BENW reHeTMYeckoe obBcrnepoBaHWe METOLOM  BbICO-
KOMPOW3BOAMTENbHOMO  cekBeHupoBaHua [HK (NGS)
C MCMOSfb30BaHWEM  <UMMMYHOJSIOMMYECKON» MnaHenw,
BKMiovaoLwen 345 reHoB, MyTauuu B KOTOPbIX Npu-
BopaT K passutuio MNOC. Tpu 3TtomM oTcyTcTBUE
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FemMmatTonorwus

Tabnuua

FeHeTMUecKas xapaKTepUCTUKA MALMEHTOB ¢ BTOPUUYHbIM CHI

BospacTt

MepBuyHO

MauueHT, o PesynbTaT OKOHuYaTenbHbIN
T ne6oTa nopaxeHHbIN NGS IUEGE
3a6oneBaHus POCTOK
No 1 B renHe WAS B uHTpoHe 3 obHapyxeHa MUAC,
E_B MVSK 4 ropa AT 3aMeHa 0[iHOr0 HYKeoTnaa B reMU3UrOTHOM CUHOPOM
o MY cocTosiHuM €.361-7T > A Buckotta—Ongpuya
No 2 3-pocTkoBas B rene NFKB1 obHapyseHa feneums Obuian BapuabenbHas
18 mec. ofHoro Hykneotuaa c.1183delG MMMYHHas
B.M., Myx uMTOneHus
B reTepPO3UrOTHOM COCTOSIHUM HegocTaTouHocTb (OBUH)
B reHe PIK3CD obHapyskeHa 3aMeHa 0fHOro
Ne 3
BP. My 8 Mec. ntn HYKeoTnaa B reTepo3MroTHOM COCTOSIHIUM nnaoc
- MY c.30616 > A
No 4 B reHe PIK3CD obHapyskeHa 3aMeHa 0fHOro
- 5 Mec. AUTA + UTMN HYKNeoTnaa B reTepo3nroTHOM COCTOAHUM nmac
I".C., »eH
c.859G>C
B reHe RTEL1 obHapyeHa 3aMeHa OfHOro
Ne 5
31Bl, MyM 7 net nTn HYKIeoTuaa B reTepo3nroTHOM COCTOSHUM nmac
v c.538+3A > G
B reHe ADAMTS13 obHapyeHbl
. BpokneHHas
[Ba reHeTu4eCKUX BapmaHTa:
TpoMboTnyeckas
Ne 6 1) Sl e Ao O TpoMbouunToneHnyeckas
. 10 mec. AUTA + UTN reTepo3nroTHOM CocTosiHuM ¢.527T > G;
K.M., Myx. nypnypa
2) MHCepUMst OAHOMO HyKIeoTUaa é
. [BpO}KD,eHHbIVI nedpmunt
B 9K30He 29 (nocrnenHuit 9K30H)
. ADAMTS13)
B reTepo3nroTHOM cocTosiHuK: ¢.4143dupA
Ne 7 12 fer AVFA + UTH He HalipeHo I'IaTOEeHHbIX MyTaLuui mac
H.[O., Myx. B UCCMeNoBaHHOW NaHenu reHos
No 8 B reHe KRAS obHapyxeHa 3ameHa
. 4 ropa AUTA + UTM O[IHOTO HYKMNeoTHaa B reTepo3nroTHoM niac
0.M., MysK.
cocTosiHum ¢.37G > T
B rene KRAS obHapyskeHa 3aMeHa OBHOMo
Ne 9
8 net nTn HYKNeoTuaa B reTepo3nroTHOM COCTOSHUM nmac
X.I1., »KeH.
c.64C>A
He HalneHo naToreHHbIX MyTauui
B UCCeloBaHHOW NaHesnu reHos;
Ne 10 XPOMOCOMHbIA MAKPOMAaTPUYHbIN MMAC,
. 2 ropa ntn aHanu3: MUKpoaynnKaLumus yyacTka CUHAPOM
M.E., seH. .
LJIMHHOrO nfieyva 15 xpoMocombl; On [xopasku

MUKpogfeneuus 22 XxpoMoCOMbl,
3aTparuBaioLLas pervoH 22q11.21

MyTaLuK, BbisiBrieHHoe MeTogoM NGS ¢ ncnonb3oBaHnem
LaHHOWM MaHenu, He ABMSIETCA OCHOBaHWEM AS1S UCKITIO-
yeHws auarHosa MUAC npy HannumM y NnaumeHTa apyrmx
KpUTEpWeB AuarHosa.

[na aHanusa 6bimnm oTobpaHbl 14 nauueHToB C
MEePBUYHBIM [IMArHO30M «CcuHApoM Puiiepa—3BaHca».
MepnaHa Bo3pacTa [febioTa 3aboneBaHus cocTaBuna
5,5 ropa (ot 5 Mec. no 16 ner). CooTHoLLEHWe Mo nosy
(Manbunku:nesoukn) — 1,8:1.
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PE3YJIbTATbl UCCJIEAOBAHUSA

Mo pesynbTataM reHeTMYeckoro obcrnenoBaHus
14 naumentos ¢ C®3I ynanocsb BbisBuTb 10 (71,4%) ne-
Ten, y KoTopbix COI okasanca BTOpWMYHbIM. MepanaHa
Bo3pacTa AebioTa 3abonesaHWs y NaUMeHTOB C BTOpPWUY-
HboiM CD3 — 4 roga, MUHMManbHbLIR BO3pacT — 5 Mec.;
MakcuManbHbil — 12 neT. PacnpepmenexHne no nony
(Manbunkn:nesoukn) — 7:3.
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B rpynne BTopuuHbix CP3I y ogHOro naumeHTa 6bin
OMarHoCTMPOBaH BPOMAEHHbIN pedhuumnt  doepMeHTa
ADAMTS13; y ocTanbHbIX NaLMEHTOB BbISBMEHbI pas-
nnunble MUOC. OguH naumeHT (Manbumk) Bbin OTHECEH
K rpynne nauveHToB C NEPBUYHbIMU MMMyHOeULMTA-
MU 6e3 BbISIBIIEHHOM MyTaLWW, MOCKOMbKY KIMHUYeCKas
KapTuHa 1 nabopaTopHble MPU3HaKW FOBOPST O BbICOKOM
BepostHocTu MNIAC y paHHoro naumeHTa. Pacnpenene-
HWe MO [MarHo3aM W XapaKTEPUCTUMKE TEeHETUYECKOro
LedbeKkTa npeacTaBneHo B Tabmue.

[wnarHos «upnonatuueckuii cuHapom duiiepa—30BaH-
ca» bObin y 4 (28,6%) naumeHTOB; MeouaHa Bo3pacTa
nebioTa 3abonesanus — 8,9 roga (ot 8 Mec. po 16 net).
Pacrnpeneneqne no mony (Manbuvkiuioesouku) — 1:1.
Y [peTei 9TOWM TIpynnbl OTCYTCTBOBASIM KIIMHUYECKME
1 nabopaTopHble AaHHble, CBUOETENbLCTBYIOLME O ApY-
MUX CUCTEMHbIX 3aboneBaHusX; Npy NPOBEeAeHUN reHeTn-
yeckoro 06CnefoBaHUs y HUX He BbISBUIM MATOrEHHbIX
MyTaLui.

Cpeav naumeHToB C paHHUM LebioToM 3aboneBaHus
(mo 3 neT) okasasnocs 6 (42,9%) yenosek; y 5 U3 H1X npw
MOMNeKyNApPHO-reHeTUYeCKOM 0bCrnenoBaHuy anarHo-
ctuposanu MNIC. Oebiot 3abonesanus nocne 3 net bbin
BbisineH y 8 (57,1%) uenosek, B ToM uncrie y 5 ¢ MUIC.

Y 5 (37,5%) n3 Bcex naumeHTos ¢ CHI B gebioTe 3a-
BonesaHusa Habniofanace msonuposaHHas UTI; cpenu
HWUX Bbio 4 (80%) naumenTa ¢ MUAC. OebioTuposanu
c AUTA 3 (21,4%) nauveHTa — BCe C MAMOMATUYECKUM
CP3. lebioT ogHoBpeMeHHo ¢ UTI n AUTA Habmiopan-
csiy 5 (35,7%) nauventos; 4 (80%) n3 Hux — ¢ MAUAC.
Y 1 (7,2%) naumenTa B nebioTe 3abonesaHus oTMeue-
Ha MMMYyHHas TPeXpPOCTKOBas LMTOMEHNS, Y HErO TaKxke
Bbin anarHoctuposan MAAC.

MonoxuTenbHyto npsMyio npoby Kymbea BbisgBum
npu obcnenosanun y 12 (85,7%) n3 Bcex naumeHToB
¢ CO3; otpuuatensHyio — y 2 (14,3%), B ToM uucne
y OOHOro nauMeHTa AMarHOCTUMPOBaNM BPOMAEHHbIV
necomumt ADAMTS13, a BTOpOW UMEN MANOMNATUYECKUI
CP3. Y 6 n3 12 naumeHToB C NOMONKUTENBHON MNps-
Moi npobow Kymbca ynanock NpoBeCTV paclUMpeHHoe
nccnepnosanue: 4 (66,6%) nauveHTa MMenu Nonosu-
TenbHylo npamyio npoby Kymbca, onocpenoBaHHyio
IgG, cybknacc IgGl; 1 (16,7%) naumeHT — onocpego-
BaHHylo 1gG (16,7%) n 1 (16,7%) — onocpenoBaHHyio
19G u IgA.

Ananus Tepanuu y naumeHtoB ¢ CP3 nokasan, uto
npu BTOpMYHOM CP3 8 m3 10 naumeHTOB monyyanu B
nepsoit nuHmm Tepanmio FKC, y 6 (60%) 13 HUX OTMeYeHbl
peumnanBbl Npy CHUXKeHUK 0o3bl unu otMeHe MKC. Y op-
HOro nauwueHTa (c BposkaeHHbIM nedmuntom ADAMTS13)
M3HavanbHO nposoamnu nedveHne BBUIT — pemuccus co-
XpaHAnacb B TeYeHWe 2 neT; 3aTeM Npu peunanBe npu-
MeHsAm kombuHaumio TKC ¢ BBUIM — pemncceuns coxpa-
Hsinacb B TeyeHue 1 roga, nocne 3Toro BHOBb pa3BUCS
peunaus. [MoBTOpPHO pemuccus bbifia BOCTUrHYyTa nocre

BBeneHuns BBUIT 6e3 TKC. Y opHOM neBOYKM C CUHOPO-
MOM akTuBMpoBaHHOM PI3KD fo MOMeHTa noCTaHOBKM
OmarHosa bbina BOCTUrHyTa pemMuccusi nocrne neyeHust
NpPenHU300HOM B A03e 2 Mr/Kr/cyT, B TeyeHue 3 Heders,
opHoBpeMeHHo ¢ BBUI, B nanbHeleM npuMeHsanm 6 ko-
POTKMX KypPCOB NyfbC-TEPANUM MeTUMNPEAHN30IIOHOM.

Y 2 naumeHToB Cc BTOpUYHbIM CP3I B KauecTBe nep-
BOW NWHWMKM Tepanuu ucnonb3osanu BBUI B MoHoTepa-
MWW — C KPAaTKOBPEMEHHbBIM 3HDEKTOM.

Bo BTOpO# NWHWMKM Tepanuu y 5 NaLMEHTOB UCMOSb-
30Banu putykcuMab: y 3 (60%) naumeHToB bbin nosyueH
oTeeT; y 1 (20%) pemuccus nocre Kypca puTykcrmaba
COXpaHsinacb B TeyeHue 1 roga, 3aTeM pasBuUIICs peuu-
aue; y 1 (20%) naumeHTa OTBET Ha Tepanuio pUTyKCUMa-
BoM He monyyeH.

Y 4 naumeHTOB MpoBefeHa Tepanus MukodpeHonaTa
MocpeTnnoM (MM®): pemuccusi mocturHyta y 3 (75%);
y OOHOro nauueHTa Tepanus bbina HeahdEKTUBHON.
Cpenv ppyrux MIMMyHOCYMPECCUBHbIX MPenapaToB npume-
HANW: UmKrodochaMu — y ofHoro nauueHTa (6es adp-
dhexra); maHason —y ogHoro (6e3 adhdhekTa) M CMpONMMyC
—y ogHoro naumenHTa ¢ OBMH (mocturyTa pemuccus).

MaumeHTbl co BTOpUYHbIM CDI Ha dhoHe MUAC
nocfie YTOYHeHus AMarHosa nepeLunv nog HabnwogeHue
MMMYHOJIOFOB M MOJTyYaloT Tepanuio B COOTBETCTBUM C
OCHOBHbIM [I1arHO30M.

Bce naumeHTbl ¢ uamnonatuueckum COI (4 uenose-
Ka) B KayecTBe MepBO NIMHMKM Tepanuu nonyunn FKC;
nocfie Mx OTMEHbl Y BCex pasBuicA peumpvs. Makcu-
MasfibHas AMUTESIbHOCTb PEMUCCUM Y 3TUX MaLMeHTOB
cocTasuna 1 mec.

B nepson nuHum Tepanuu 4 naumeHTa nofyva-
nv BBUI opHospeMeHHo ¢ TKC. Y 1 (25%) naumeHTKu
ASMTENbHasA peMMcCcua coxpaHsnack B TedeHve 1 rofa,
3aTeM pas3BWIICS PEeLMaMB; y OCTamnbHbIX OTBET COXpa-
HSNCA HenpopomwkuTenbHo (no 1 mec.).

Bo BTOpOW nuHUM Tepamuu 3 mauueHTa nosyyanu
PUTYKCUMab: y OFHOW MauMeHTKW Nnocrie NpoBeLEHHOro
Kypca MoflyyYeH OTBeT, peMuccusi coxpaHsnacb 1 rop
3 Mec.; nocne peunavsa OTBET BHOBb OblfT AOCTUMHYT MO-
Ccrne NOBTOPHOrO BBEAEHUA pUTykcumaba, pemuccus co-
xpaHsieTcsi B TeueHve 10 Mec. Y 0oHOro naumeHTa nocne
Kypca puTykCcuMaba peMUccusi CoxpaHsanach B TeYeHne
1 ropa, nocne 3TOro pasBUICA peuMamnB, KOTOPbIA MO-
TpeboBan cMeHbl Tepanuu. Y 0OHOr0 NauMeHTa 4o peum-
AMBa PEMUCCUA COXPaHAach B TeYeHne 2 Mec.

Y opHoro naumeHTa Obima npennpuHsATa MOMbIT-
Ka MPUMEHEHWsT LMKIOCNOopuHa A, OQHaKO OTBET Ha Te-
panvio He nosyyeH. OpHOMY MauMeHTy mocne Tepanuu
pUTYKCUMMaboM HasHaunim MM® — oTBeT Ha Tepanuio
BbIn MOMyYeH, ofHaKO MOCNe OTMeHbl MpenapaTta pe-
MUCCUA COXpaHsAnach B TedeHve 1 ropa; npu passutum
peumanBa MM® HasHaumnm NOBTOPHO. Ha cerogHALLHNUIA
LeHb B MCCIefyeMOW rpynmne NauMeHToB He 3aperncTpu-
POBaHO HW OJHOrO J1IeTafbHOr0 NCXoda.
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OBCYXXIAEHUE PE3YJIbTATOB UCCJIELLOBAHUA

MonyyeHHble pe3ynbTaTbl COMOCTaBUMbI C LaHHbI-
Mu, onybnukoBaHHbIMK B pabote N. Aladjidi n coasrT.,
KaCaloLLMMUCST XapaKTepuUCTVKM naumeHTtoB ¢ COJ:
WX MPOLEHTHOE COOTHOLUEHWe COBMafaeT, HecMoTps
Ha HebonbLUylo BbIOOPKY OOMbHLIX B HALLUEM WUCCreno-
BaHWKU. B Hawen rpynne nauvenTtoB CPI Takxke yvalle
BCTpeyvarncs cpeau MasnbyvKoB; CpefHuin Bo3pacT aebio-
Ta 3abonesaHusi coctasun 5,5 roga (B uccnemoBaHum
N. Aladjidi v coasT. — 5,4 roga); nuk 3abonesaeMocTu
Mo BO3pacTy He 3adoMKCUPOBaH.

BropunuHbin CP3 Ha dpone TMWIOC passuBancsa y
ManbunkoB B 3,5 pasa valle, a uguonatmyeckuin CO3I
OAMHAKOBO YacTO BCTPeYarncs y MasibyMkoB U [EBOYEK.
MomyyeHHble HaMu pesynbTaTbl CBUAETENbCTBYIOT O
TOM, yTO Boree yeM B nonosuHe cnyyaes (71,4%) CO3I
y nmetein accoummpoBaH ¢ MWAOC, uto cornmacyetcsi ¢
OaHHbIMK, paHee onybrmMKoBaHHbIMM B MCCIefoBaHWM
N. Aladjidi v coast. (y 60% neteit CHI Bbin acco-
UMMPOBaH C WMMYHHbIMK HapyLueHusiMu). [puMepHo
OAMHAKOBbIM OKa3afioCb YMCIO MAUMEHTOB C PaHHUM
(no 3 net) pebiotom CHI u c pebiotom 3abonesaHus
nocrne 3 MeET; TaKoe e pacnpefeneHve Mosy4yeHo U
cpeav bonbHbix ¢ CPI, accoummpoBaHHbiM ¢ MALC.

Cpeau nepBMyYHbIX MPOSIBIIEHUI Yallle BCTPeYaeTcs
nebioT 3abonesaHus, accoummMpoBaHHblii ¢ UTM (35,7% —
B Hallen rpynne naumeHToB u 29% — B nccnenoBaHuu
N. Aladjidi v coast.) nnn opHospeMenHo ¢ UTM n AUTA
(35,7 1 46% COOTBETCTBEHHO); HECKOMBKO peske Hauaro
3abonesaHus ceasaHo ¢ AUIA ¢ nocnepyoLwmM Npuco-
eavHenneM UTN (21,4 n 25% cooTtBeTcTBEHHO). OueHb
PEOKo BCTpeYyaeTCs TPEXPOCTKOBAsA UMMYyHHas LMTone-
Hus: B pabote N. Aladjidi v coaBT. UMMyHHas HenTpone-
Hus1 B febioTe 3aboneBaHus 3adhmkcmpoBaHa 'y 2 6onb-
HbIX, @ B HalleM uccnenoBaHum — y 1 naumenTa ¢ COJ,
accouuvpoBaHHbiM ¢ TINOC. Cpeaun Halumx nauveHToB
¢ nebioTom 3aboneBaHus, accoummpoBaHHbiM ¢ AUTA,
HW B 0HOM cryyae He 6bino BoiseneHo MUAC.

OTMeueHa KpalHe Hu3kasa 3EKTUBHOCTb fleue-
Hua TKC v BBUI npu CP3I: npaktnyeckn B 100% cny-
YyaeB MNaLMeHTaM aHanusupyemow rpynnbl Tpebosanochb
HasHauyeHne BTOPOW M MOCMNemyoLMX FIMHWA Tepanuu.
Cpenun npyrux BuLOB Tepanuu, 3peKTMBHBIX Kak Mpu
NEPBMYHOM, TaK M Npu BTOpUYHOM CD 3, crienyeT 0TMETUTD
puTykcuMab (62% naumeHTOB COXPaHSIIOT PEMUCCUIO A0
1 ropa) ¥ MM® (nokasaHa acpdpekTnBHOCTbL Y 80% naum-
EHTOB C CoXpaHeHWeM pemuccum o 1 ropa).

3AKITIOYEHUE

Ha ocHoBaHWM MpoOBeAEHHOr0 UCCIIef0BaHNS MOXHO
coenaTtb BbIBOf, UTO MauueHTaM ¢ COI Myskckoro nona
0o 18 net, koTopble febioTpoBanu ¢ BOBIEYEHUS TPOM-
BounTapHOro 3BeHa, NMokasaHo npoBefeHue yriybnex-
HOrO0 MMMYHOIOrMYyeckoro obcnenoBaHusi C BKITIOYEHN-
€M FEeHETMYECKOro aHamnmsa, Tak Kak y BONbHbIX 3TOM
rpynMbl, MO HalWMM AaHHbIM, OKasanacb Havnboree Bbl-
cokas yactoTta BcTpeyaemocTtu MUIOC. Bo3moskHO, ans
TakUX MauMeHTOB HeEOBXomMMO co3[aTb CKPUHWMHIOBbIE
naHenu obcrnenoBaHus.

JTeuenne CP3 TKC n BBUI mpakTnueckn Bcerpa
TpebyeT Ha3HaueHus BTOPOW W MOCMenyloLmMX JIMHWIA
Tepanuu. NpenapaTbl Boibopa, MMeloLMe HanbosbLLyio
30P(PEKTUBHOCTb CPean MaLMEHTOB, BKITIOYEHHbBIX B UC-
crnepoBaHve, — puTykcuMab n MMo.

UCTOYHUK PUHAHCUPOBAHUSA
He yka3saH.

KOH®JTUKT UHTEPECOB
ABTOpbI CTaTbW MOATBEPAMIIM OTCYTCTBME KOH(PIIMKTA MHTEPECOB,
0 KOTOPOM HeobXoanMo COOBLLNTD.
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