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peLeccuBHOe HacleCTBEHHOe 3aboneBaHye n3-3a MyTauum reHa NBN, Korga nopoku passutus y pebeHka conposo-
XKOAK0TCA HapyLleHNeM UMMYHUTETA.
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Abstract. The article presents a case follow-up of a child with severe forms of recurrent infectious and on-
cological diseases at various stages of the differential diagnostic procedure for primary immunodeficiency (PID)
identification. The most significant and frequently diagnosed PID in Russia and Europe is Nijmegen breakage syn-



drome (NBS). NBS is a recessive genetic disorder caused by NBN gene mutations, where dysimmunity accompanies

a child’s congenital anomalies.

The paper describes the monitoring of a 17-year-old adolescent with Nijmegen breakage syndrome complica-
ted by recurrent large B-cell ymphoma and reveals its findings. Initially, the patient was diagnosed with Nijmegen
breakage syndrome at age 14 via molecular and genetic analysis after B-cell ymphoma recurrence.
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BBEAEHUE

MepBuuHble nmmyHogeduumntsl (ML) — 6onbwan
rpynna pefKkmx reHeTmyeckn AeTepMUHMPOBAHHbIX 3a-
60NieBaHU, B OCHOBE KOTOPbIX JIeXKaT HAapyLIEeHNA UM-
MYHHOW CUCTeMbI, BKitoYatowne 6onee 450 reHeTnye-
CKMX pasHoBugHocTen [1]. MprunHon HapyLlieHni ABNA-
I0TCA pa3fiNyHble reHeTnYeckne gedeKkTbl, U MyTauuu.
B pe3ynbTraTe Takoro noBpexaeHus (Mytaumm) CMHTe3n-
pyeTca HenpaBWbHbI 6ENOK NN CINLWKOM Manoe ero
KONMYeCTBO, U HOpMasibHas GyHKUUA 6enka HapyLllaeT-
CA, YTO NPUBOAUT K BO3HUKHOBEHMIO NHPEKLMOHHOIO
3aboneBaHuA [2-4]. IHorga myTauma NpMBOAUT K CIULL-
KOM aKTUBHOW paboTe MMMYHHOI CMCTEMBI, KaK npwu
ayToBOCnanuTenbHblX 3aboneeaHnsx [5-7]. B Poccum
ctpagatot NN kak muHumym 15 000 yenosek; Npu 3Tom
3HalOT O CBOEM AiMarHo3e MeHble ogHoM TpeTu (Mo AaH-
HbIM perncTpa HaumoHanbHoOM accoumnaumnm 3KCNepToB
B 0611acT NepBUYHbIX UMMyHoZednLMTOB, 2022 1) [8].

MW - HacToAWMI BbI3OB A4/1A COBPEMEHHON Meanumn-
Hbl, TaK KaK CJIOXKHOCTb B AnarHocTuke [9, 10], MHOXeCcTBO
BapuaHToB natonorun [11], oueHb BbiICOKaA Baprabenb-
HOCTb KNUHMYeckux nposasneHnin [12, 131, BpemeHHoN
pa3pbiB MeXXAy Hauyanom 3aboneBaHUsA 1 ero agekBaTHOM
ANArHOCTMKOM NPUBOJAT K 3afep»Ke NMOCTaHOBKN An-
arHo3a, no3gHemy obpalleHunto K UMMYHOSOTY 1 OTCYT-
CTBUIO CBOEBPEMEHHOIO NieyeHus, 3PPeKTUBHOCTb KOTO-
pOro HanpAMylo 3aBUCUT OT BPEMEHMN NOCTAaHOBKM Ana-
rHo3a [4, 10, 12]. MosTtomy Hepepko 6onbHble MU ocTa-
10TCA 6e3 afeKBaTHOM MeANLMHCKON NOMOLLN.

Lienb - npoeMoHCTpMpoBaTb HEOOXOAMMOCTb Mo-
BblLLIEHMA HAaCTOPOXKEHHOCTUN Bpayeln, Kak NnegnaTpos,
TaK M Y3KMX CNeunanmcToB, B OTHOWEHNN NEPBUYHbIX
UMMYHOAEULNTHBIX COCTOAHUN Y AeTel. TakKe aKLeH-
TUPYETCA BaXXHOCTb PaCLUIMPEHHOro0 HeOHaTallbHOro
CKPWHWHIa U MONeKYNAPHO-TeHeTUYeCKoro MmeToaa ans
paHHel NOCTaHOBKW AMarHosa.

MATEPUAJIbl U METOADI

WccnepoBaHma no Teme ctatby 6binmn yTBEP>KAEHDI
KomuTeToMm no 3Tnke PefepanbHOro rocyfapCcTBEHHOIO
610KeTHOro 06pa3oBaTENbHOIO yUpeXaeHns BbiCLUe-
ro obpasoBaHuna «OMCKUI rocyaapCTBEHHbIN MeAULNH-
CKUI yHuBepcute™ MuHmncTepcTea 34paBoOOXpaHeHms
Poccuinckon Oegepaunn.

B paHHOIM ny6nukaumm mbl NpUBOAUM pe3ynbTaTbl
AVHAaMMYeCcKoro HabnogeHns 3a 17-neTHUM pebeHKoM,
y kKoToporo cuHgpom HuiimereH (CH) ocnoxHunca gud-
dy3Hom B-kpynHokneTouHom numdomon ¢ peLmansunpy-

loWyM TeyeHneM. [lnarHo3s 6bin BrepBble Bepudpuumpo-
BaH nauueHTy B Bo3pacTte 14 fieT € NOMOLLbIO MONEeKY-
NAPHO-TeHeTMYeCKoro aHanm3a n1b Nocne pas3BuTuA
peungmBa B-knetouHom numdombl.

MaTepranamu nccnegoBaHmna cnyxuna nepBuyHas
apXMBHaA JOKYMeHTaumA nauneHTa: UCTopua pasBuTus,
a Takxke uctopun 6onesHn pebeHka, HaxoaMBLLEroCA
Ha obcnefoBaHWY 1 IeYeHUN B OTAENEHWM ansieprosio-
rMmM 1 UMMYHONOMMN FOPOACKON AETCKON KNMHNYECKON
60nbHMLbI N2 2 M. B. . BucaprHow r. Omcka (TAKB Ne 2
um. B. M. bucapnHon).

AHanusy noanexanu faHHble KOMMNIEKCHOro Aun-
HaMMYeCKoro KIMHNYeCKoro 06cnefoBaHMA NauueHTa,
pe3ynbTaThbl LWMPOKOro CreKTpa NabopaTopHbIX 1 UH-
CTPYMeHTasIbHbIX MeTOZl0B 06CeloBaHNA, 3aK/0UYeHNA
HayUYHbIX KOHCYNbTAHTOB, KIMHNKO-3KCNEPTHOWM KOMKC-
C1K, CNeumnanncToB KIMHNYECKOro HeOHATaNbHOro LeH-
Tpa, AETCKOro NCUXOHEBPONOrMYeckoro gucnaHcepa,
OMCKOro KNMHNYeCKOro OHKONMOIMYeCcKoro fucrnaHcepa,
otaeneHuna rematonorum OMckon o6nacTHOW AeTCKom
KNMHWYecKo 60nbHNLbI, HauroHanbHOro MegmuuHCKo-
ro nccnepoBaTenbCKOro LeHTpa AeTCKON reMaTonoruu,
OHKONOTn 1 UMMYHORNOrMn nMmeHn Omntpua Porauesa.
PeTpocnekTusHoMy aHanu3y 6binv NnoaBepKeHbl peanu-
30BaHHble MPOTOKOJbl BPauyebHbIX Ha3HAaYEHUI Ha BCeX
3Tanax neyeHua U gucnaHceprsaumm naumneHTa.

PE3YJIbTATbl U UX OBCYXXAEHUE

Cpean nepBUYHbIX UMMYHOAEDULUTHBIX COCTOSA-
HWUI BbIAENAT CMHAPOManbHble GopMbl, NPU KOTOPbIX
UMMYyHoMornyeckme gedeKkTbl COYETAOTCA C MOPOKaMU
pa3BuTUA opraHos u cuctem [1, 11]. B 3Tol rpynne oco-
6eHHO aKTyanleH 1 OTHOCUTENbHO XOPOLLO pacno3HaBa-
em cnHgpom CH. 3To nepBMYHBIN KOMOVHVMPOBaHHBIN
nmMmyHoaeduUnNT, OTHOCALWMIACA K Noagrpynne 3abone-
BaHWI C HapyLlLleHreM penapaunn fe30KCMpruboHyKne-
nHoson kucnotbl (AHK), cBA3aHHbIN C XPOMOCOMHOW He-
CTabunbHOCTBIO 1 06YCIOBNEHHDBIV HAaMYeM MyTaL Wi
B reHe NBN, B pe3ynbTtate KOTOpbIX HapyLlaeTca paboTa
6enka HM6prHa. OH yyacTByeT B BOCCTAHOBJIEHUUN pa3-
pbiBoB asovHon uenu OHK [13-15]. Echn nponcxognt
penapauua OHK, To KneTouHbIN LMK BOCCTaHaBMBa-
€TCA, B MHOM Cilyyae NMpOUCXOAUT rmbesnib KNeTkn nytem
anonTo3a Uiy pa3BMBaeTCA MYTaHTHbBIN K/IOH, HapyLuato-
WU AeATENbHOCTb KNETOUHbIX CTPYKTYp [12, 15].

B pe3ynbTate HenpaBWIbHOWM PaboTbl OQHOIO MW He-
CKOJIbKNX KOMMOHEHTOB MMYHHOIO OTBETa OpraH13m He
cnocobeH 3gpdeKTMBHO OTBeYaTb Ha UHbEKLUN 1/vnn npe-
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AOTBpaLLaTb ayToarpeccmio MMMYHHbIX KneTok. IMeHHO
¢ pedektamun penapauymn JHK cBsA3aHbl KNMHUYeCKne
M UMMYHOJIOTMYECKME NPOABNIEHUSA, TaKne Kak HapyLue-
HUe CMHTe3a MMMYHOIOOYNIMHOB, BbiCOKasA npeppac-
NONOMXEHHOCTb K NUMGONAHBIM 310KaYeCTBEHHbIM
HOBOObOPa30BaHUAM C MPEUMYLLECTBEHHBIM Pa3BUTHEM
B-kpynHokneTouHbix numdom u ap. [3, 12, 16, 17]. Hedek-
Tbl IMMYHHOW cucTeMbl y naumeHToB ¢ CH BapbupyloT no
CBOE1 BblpaXeHHOCTUN 1 3aTParnBaloT Kak rymopasbHoe,
TaK N KNneTouyHoe 3BeHbA ummyHuTeTa [14, 15]. B cBA3n
C 3TUM NaLUMEeHTbl HEPELKO CTPAZAOT TAXKeNbIMU 6akTepu-
aNbHBLIMW 1 ONNOPTYHUCTUYECKUMU NHPEKLMAMY, a TaK-
e ayTOUMMYHHbIMUW OCJIOXHEHUAMN U remaToniornye-
CKUMM 3/10KaueCcTBeHHbIMU HOBOObOpa3oBaHuAMM [3-5, 8].

CH oTHocuTCA K KOMOUHMpPOBaHHbIM dopmam ML,
npu KOTOPbIX UMEITCA UMMYHOOrnYeckme gedpekTbl
B COYETaHWWN C MOPOKaMn Pa3BUTMA OPraHOB N CUCTEM
N C 0COGEHHOCTAMMU PEHOTMMA, KOTOPbIe NPOABATCA
C POXAEHNA 1N CTaHOBATCA 6onee 0YeBUAHbBIMU C BO3-
pactom [14]. K xapakTepHbiM GeHOTUNNYECKUM NPU-
3HaKaM CMHAPOMA OTHOCAT MUKpoLedanuio, aHoManmu
pPa3BUTMA NNLA: CKOLEHHbIV 1106, BbICTynatowwas cpes-
HAA YaCTb LA, ANIMHHBIN HOC, TMMONNA3UN HUXHEN Ye-
NIOCTY, @ TakXkKe Y BONbLIMHCTBA 60JIbHbIX OTMEeYatoTCA
MOHTIOIOUAHbBIN pa3pes rnas, ANCraasna yIHbIX pako-
BVH, KOPOTKas wes, runeptenopusm [3, 14, 15]. HaunHasn
CO LWKOJIbHOMO BO3pacTa K BHELLUHMM NPU3HakaM Npunco-
enHAEeTCA NOCTeNneHHoe OTCTaBaHUe B YMCTBEHHOM, NO-
NOBOM U pu3nUyeckom passutum [4]. Y MHOrmx 60NbHbIX
OTMeYalTCA U3MEHEHMA Ha KOXe, CBA3aHHble C fedek-
TaMy MUTMEHTaUMN: NATHA TMNo- U rMnepnurmeHTaumnm
(BuTUNUro n useta Kode ¢ monokom) [13]. MHorga Ha-
6/110A0TCS MOPOKM PA3BUTUA HEPBHOW CUCTEMbI B BUAE
He[oCTaTOYHOrO Pa3BMTMA NIOOHbIX AONEN, aniasnumn unm
rmnonnasnm Mo3onncTbix Ten. OnucaHbl cnyyan ckenet-
HbIX aHOMaNUI: KNIMHOAAKTMANA MU3NHLEB, NapLUnanb-
Has CMHIOAKTUNWA, ANCNa3mna Ta300epPeHHbIX CYCTaBOB,
NONNAAKTUANA; aHOMaNUM MOYEBOW 1 MONIOBOMN CUCTe-
Mbl (rMnonnasua UAKn aniasna noyek, KPUNTopPXu3Mm, ru-
nocnaama), aHopeKTanbHble MOPOKMN.

MNoateBepkAaeTcAa AnarHo3 nytem onpepeneHus
MapkepoB T- n B-knetouHoro HeoreHesa: TREC (T-cell
receptorexcision circle — T-peLenTOPHbIX SKCLM3NOHHbIX
koneu) n KREC (kappa-deleting recombination excision
circles — B-KneToUYHbIX 3KCLU3MOHHBIX KoJlel), a Takxe
NpoBefeHNA MONEKYNAPHO-TeHETUYECKOrO nccsieqoBa-
HunA reHa NBN [16, 18].

Cneumnduyeckoro neveHma 6onbHbIx ¢ CH B HacTo-
Awee Bpema HeT [15, 17]. oaTomy npm 3TOM CMHAPOME,
Kak 1 Npu Apyrmx KOMOUHNPOBaHHbIX NEPBUYHbBIX NM-
MyHopebunumTHbIX cocToaHuax (MAAC), Ha3HayaeTca no-
XM3HEHHaA 3aMeCcTUTENbHaA Tepanmsa UMMYHOMo6ynu-
Hamu BHYTpuBeHHbIM [10] nnn nogkoxHbim nytem [19]
BHE 3aBUCUMOCTU OT ypPOBHA IgG 13-3a Hannuua B-kne-
TouHoro geduyuta. llommnmo 3Toro, B CBA3M C XPOMOCOM-
HOW HeCTabMNbHOCTbIO NauueHTaM MoXKeT ObITb NoKa3aH
npodunakTuyecknin nprem ButammuHa E, kosHsrma Q10
n donunesow Kncnotol [17].

JeTtn ¢ CH moryT npoxuTb 6e3 BbipaXeHHbIX NPOAB-
nenun NMNAC nepBble rogbl XU3HKW, OAHAKO 3aTeM NOru-
6aloT OT ayTOMMMYHHbIX U OHKOJIOTMYECKUX OCSIOXK-
HeHWI gaxe Ha poHe NPOBOAUMOro KOHCEPBATUBHOIO
neyenwus [4, 12, 17]. Bcnegcreume 31oro Takmm naymMeHTam
KpaliHe BaXXHO MPOBeCTM TpaHCMIaHTaLUio reMonosTu-
yecKkux cTBonoBbIx Knetok (TFCK) ana koppekuymm nummy-

Honormnyeckoro gedekra elle [0 TOro, Kak OHU Pa3oBbiOT
MOMHYIO KIIMHWUYECKYI0 KapTuHY uMMmyHopedbuunTa. [laH-
HaA npouenypa ynyJlaeT noKasaTesn BbKMBAaeMOCTU
1 JanbHelllee KavyecTBO Xn3HW getein, ogqHako TICK He
yCTpaHAeT CUHAPOMAasbHbIE YepTbl, U PUCK OHKOMOrnye-
CKMX 3aboneBaHunii coxpaHseTcs [16, 17, 20]. 3nokaue-
CTBEHHble HOBOOOPA30BaHUA NMMMPONIHOIO NMPONCXOX-
ZeHva npu CH Bctpevatotca B 6onee 40 % cnyyasx [14].
Tem He meHee cerogHA B MMPOBOW MPaKTUKE He cyLe-
CTBYET CTaHAAPTHbIX NMPOTOKOJIOB JleYeHMA onyxosnen
y naumeHToB ¢ CH. B pe3ynbraTe MHOIMe LEHTPbI MCMOMb-
3yI0T peayLmnpoBaHHbIe MPOTOKObl MOAUXUMUOTEPAN
(MXT) n nsberatot 0bnyyeHUs, KOTopble He NpefoTBPa-
LLAIOT BbICOKUI PUCK Pa3BUTUA AaNbHENLWMX peLuiBoB
oHkonoruu npy CH, 0gHaKo OKa3blBalOT MONOXUTENbHOE
BMAHME HA BbIKMBaeMOCTb nauyueHTos [14, 17].

Cob6cTBeHHOe HabnpgeHmne

O naymeHTe

MauneHT [., 17 net, Manb4ymK, OT BTOPOW »KefaHHOWN
6epemMeHHOCTN, NepBas — BbIKMAbILW (MPUYNHa HEN3BeCT-
Ha). bepemeHHOCTb NpoTeKana Ha ¢oHe aHeMUn, LUTO-
MeranoBrpycHon nHbeKL My, TOKConiasmosa u recta-
LnoHHoro nuenoHedppuTa. Poabl nepsble, B 40 Hepenb,
nyTem onepauun KecapeBa CeYe€HUsA, BbIMOTHEHHON NO
HEeOT/IOXKHbIM MOKa3aHWAM B CBA3M CO clabocTbio pofo-
BOV AeATeNnbHOCTU. PebeHOK poamnca B CpoK, C Maccon
Tena 2 960 r, annHom 49 cm n € oLeHKoW no wkKane An-
rap — 7/7 6annos. 3akpuyuan cpasy. [pu poxgeHnm otme-
Yanncb 3aKpbITble BEHEYHbIE LWBbI U Manblii POQHUYOK,
rMNoMa3smna HYXKHEN YENoCTM U XPALLEN HOCA, MOHTOJ10-
WAHBIN pa3pes rnas, 3NuKaHT, rmnepTesiopusm, npsamas
NINHNA CKOLeHHOoro nba 1 Hoca, HU3KO PacnosiIoKeHHble
n nebopmMUpoBaHHbIe YLIHblE pakoBUHbI. K rpyau npu-
NOXEH Ha 2-e cyTKM. BakumHauma npotus TybepKynesa
npoBefeHa B poauiibHOM flome (MOCTBaKLUMHaNbHbIN ne-
puopn 6e3 ocobeHHocTel). M3 poaaoma pebeHka Ha 7-i
JEeHb KN3HW NepeBenun B ropoackon KIMHNYECKUI HeOo-
HaTanbHbIN LeHTp . OMCKa, rae oH Haxoausca B Teve-
HWe ofHOro Mecsua C AuarHo3omM «AHOManuA PasBUTUA
LeHTpanbHon HepBHon cuctembl (LLHC). Tmapouedanms.
lMnonna3sma Mo30nnCTbIX Ten, aTpodna 3puUTeNIbHOro
HepBa», a 3aTem nepeBefeH B NCMXOHEBPONOrMYECKUN
CcTauMoHap, rae nposen Hegento 1 6bin BbiNMCaH Jo-
MO B y1OBNETBOPUTENIbHOM COCTOAHMM. EcTecTBeHHOE
BCKapMJIBaHMe B TeUeHWe ABYX Hefenb, fanee — Ha Uc-
KyCCTBEHHOM BCKapmnuBaHuu. IHBanngHoCTb ¢ poxae-
HMA NO NaTONOrMM OPraHOB HEPBHOW CUCTEeMbI. PebeHoK
c anarHosom «AHomanua passutna LUHC: rugpoueda-
nnA, TMNoNasna MO30INCTBIX Tesl, aTpodua 3puTenb-
HbIX HEPBOB. YMCTBEHHaA OTCTanocTb. ACTUTMaTU3IM»
NMOCTOAHHO Habsofancs y HeBposora 1 okynucrta. An-
Neprosiornyecknin aHamHes: He OTATOLLIEH.

HacnepcTBeHHOCTb: MO NMHUN MaTepu U3BECTHO,
yTo y NpababyLlukn H6bina OpoHXManbHan acTMa, a y npa-
JenywKkun n agsotopogHon 6abylwkn, co cnos matepu,
reHeTnyeckn obycnosneHHaa cnenota. [podunakrtu-
yecKne NPVBUBKN NPOBOAMANCH MO MHAMBUAYANbHOMY
KaneHgapto.

[AvHaMmnKa n ncxogbl

Co cnoB maTepu, pebeHOK cTan YacTo 6oNeTb C Ha-
Yasiom NoceLleHnaA cneymann3mpoBaHHON WKOJbl. TO
MOXeT 6bITb CBA3aHO C TeM, UTO pebeHOK He nocewan
OeTCKMI caf 13-3a NaToNorMm OpraHoB 3PeHUsA 1 HepB-
Hol cucTembl. B 8 neT pebeHOK nepeHec MHEBMOHUIO
N NHPEKLMOHHBIE MOHOHYKNEO3, BbI3BaHHbIA BUPYCOM



dnwTenHa — bapp; ¢ 9 net — yacTtble oTnThI, € 10 net —
XpoHUYeckunii Ty6oTut, B 11 net nepeHec Tybepkynes-
Hbl/i GPOHX0ALEHUT (fleyeHe B MPOTMBOTYOEpPKYe3-
HOM AUCMNaHcepe B TeueHre 3 MecALeB C yyJllueHnem).

MNo3gHee y manbumka B 11 neTt 6 mec. BbiABNAET-
ca anddysHaa B-kpynHoknetouHasa numéboma 3-n
ctagumun, KnuHunyeckasa rpynna Il. C 20.06.2013 no
25.10.2013 nonyyan Kypcbl XMMuoTepanum rno cxeme
R-CHOP. C 22.11.2013 BbInucaH ¢ yny4ylleHuem Ha Juc-
naHcepHoe HabnaeHe AeTCKOro oHKosora. B gekabpe
2013 r. BNepBble gnarHoCcTMpoBaHa aHeMuA 2-n cTene-
HU, B CBA3M C YEM B YCIIOBMAX CTalnoHapa KnuHuyecko-
ro OHKONOrn4yeckoro gucnaHcepa r. OMcka nposegeHo
obcnepoBaHuMe 1 NpoBefieHa 3amecTUTeNbHaA Tepanua
(TpaHcdy3ma spmTpoLUTapHOI Macchl).

B 12 net 3 mecAua (MapT 2014 r.) N0 fAHHbIM KNK-
HMYECKOro aHanmsa KpoBu BrnepBble OTMeYeHo nage-
Hue remornobuHa go 40 r/n, o NoBogy KOTOPOro npo-
Be[leHO JleyeHne B YCJIOBUAX OTAEeNeHUA remaToNiornm
O6nacTHOW AeTcKol KnuHudeckon donbHuubl (OJKB)
r. OMcKa € NosioXKuTenbHbIM 3pHeKTOM 1 BbiCTaBNEH
AnarHo3s: «Onyxonb-accounmpoBaHHasa napuuanbHas
KpacHOKneTouYHasa annasus». cknioyasa rematonorunye-
cKune 3aboneBaHnsA, Npy NCCNIeA0BaHNM KOCTHOTO MO3ra
BbiiBNeH napsoBupyc B19 (Parvo B19). MposegeHo ne-
YyeHvie BHYTPUBEHHbIMK MMMYHOrnobynuHamu (BBUI)
1 TpaHcdy3MAMN 3PUTPOLUTAPHON Maccbl. BbinucaH
C NONIOXKNTENbHbIM 3pPEeKTOM C AnarHo3om: «XpoHunYe-
CKana NapBOBMpPYCHaa UHPeKUMA y nauueHTa C BTOpMY-
HbIM UMMYHOZEebULMTOM NOC/IE XUMUOTEPAMNUU, OCIIONK-
HeHHaA KPaCHOKJIETOUYHbIM annacTUYeCKNm Kpr3om».

B 12 net 7 mec. (nonb 2014 r.) yenuumnnca nogde-
NIOCTHOM NUMdOY3en, BbIMOSIHEHA MYHKLUMA, LUTONOMNA OT
09.09.2014 (nopo3peHue Ha numdomy). B ycnosuax Knu-
HNYEeCKOro oHKonornyeckoro gucnaHcepa 17.09.2014
BbIMOJIHEHA SKCLIM3NOHHAsA B1ONCUSA NOGHMKHEYENOCT-
Horo numdoysna cnpasa (Auddy3sHasa KpynHOKNeTouHas
B-knetouHaa numdpoma, CD20-no3nTrBHasA, peunamns).
C09.10.2014 no 16.02.2015 npoBefeHO 6 KypcoB NPOTK-
BOPELMAMBHON NaN/IMaTUBHOM XMMOTEPANUKX NO CXeme
R-CHOP. JleueHune pebeHOK nepeHec yaoBneTBOpUTENb-
HO 6€e3 NepepbIBOB U OCITOKHEHNIA.

B Bo3pacte 13 nert, B mapte 2015 r., - CHUKEHue
remorno6uHa (go 40 r/n) c nocnegyoLWmM NPOBEeAEHN-
€M 3aMeCTUTeNIbHON Tepanun 3pUTPOLNTapPHON Mac-
con; B Mae 2015 . B CBA3K C TAXKENION aHeEMMEen BMecTe
C TpaHcdy3mel 3pMTPOLMTapPHOI MacChl Ha3HaueH Kypc
BBUI (okTaram, 0,6 r/Kr) c NofoXuTenbHbIM 3dpbeKToM;
B OKTA0pe 2015 r. NOBTOpHAs TAXenas aHemMus (re-
mMornobuH (Hb) 56 r/n n sputpouuntsl 1,89 X 10'%/n), nen-
koneHus (1,2 X 10°/n) n oTHoCMTENbHaA TpombouuTone-
HusA (155 x 10'%/n), TakXKe No pe3ynbTatam Nosnmepas-
Hou uenHon peakuyun (MLUP) KpoBu BbIABNEHO aKTMBHOE
TeyeHue NapBoBUPYCHON B19 nHdpeKkumy, B CBA3M C Yem
nposepneH Kypc BBUI (oktaram, 1 r/kr) c TpaHcoy3uein
3pUTPOLMTAPHOI MaCChl C He3HaUUTENbHBIM 3ddeKToM.
BbinucaH ¢ guarHo3om «BTtopmnyHaa MMMyHHas HefoCTa-
TOYHOCTb: B-KpynHoKneTouyHaa numdoma, cocTosHne
nocne NOANXMMMOTEPaANUK, NEPCUCTEHLNA NaPBOBUPY-
ca B19. AHemusA Taxenas, CMeLlaHHOro reHesa. Jleliko-
neHua».

B 13 net 11 mecaues (Hoabpb 2015 r.) B ycnoBUsAX
otaeneHua annepronoruu n ummyHonorum MK Ne 2
um. B. T1. BucapuHon r. OmMcKa BegyLum Bpayom — annep-
rosIoromM-MMMYHONOrOM, NyfibMOHOIoroM MpruboBcKow

EneHon leoprneBHoOM BnepBble 3anof03peH CUHAPOM
HumereH Ha OCHOBaHMM OOBEKTUBHBIX JaHHbIX: COCTO-
AIHMe pebeHKa No 3ab0sIeBaHUIO TAXKENOE, Ha TY/IoBULLE
nATHA B Buge kode ¢ MONTIOKOM; ocobeHHocTen peHo-
TUna: Mmmkpouedanuna, MMKPOrHaTUsA, CKOLLEHHbIN 1106,
«NTUYbEe NULUO», Nopokn passutna UHC: rugpouedanns,
rMnonasna MO30OSIUCTbIX Tefl, aTPOPUA 3pUTESIbHbIX He-
PBOB, YMCTBEHHAA OTCTaNOCTb, aCTUrMATU3M; AaHHbIX
aHAMHE3a »KM3HU 1 3aboneBaHNA: NepeHeceHHble NMHEeB-
MOHWA, NHOEKLUMOHHbBI MOHOHYKE03, OTUTbI 1 Ty60TH-
Tbl, Ty6epKynesHbli 6poHxoafieHnT, B-KpynHoKneTouHas
numdoma ¢ peLuanBoOM; faHHbIX TaboPaTOPHLIN Ncce-
JOBaHUN: obwuii aHanus Kposu (02.11.2015): Taxenasn
aHemusA (Hb 56 r/n n sputpouuntsl 1,89 X 10'%/n), nenko-
neHms (1,2 x 10°/n) n oTHocUTeNbHas TpomboLUTONEeHNS
(155 x 10'%/n); paHHbIX UMMYHOrpammbl (02.11.2015):
TAXKenble runorammarnobynuHemun n T- n B-kneTouHble
dedunuutbl (CD3 (T-numbouuntbl) — 59 %, CD4 (T-xenne-
pbl) — 41 %, CD8 (T — untoToKCMueckne) — 15 %, CD20
(B-numooumtbl) — 0,203 %, IgG - 1,55 r/n, IgA - 0,18 r/n,
IgM - 0,34 r/n). Ana Bepndukauum guarHosa nposeje-
Ha KOHCynbTalua reHeTuKa; KpoBb pebeHKa oTnpassieHa
Ha MoneKynsApHO-reHeThYeckoe nccnefioBaHune B depe-
panbHbIli LeHTp. PebeHok B 14 neT (gekabpb 2015 1) Obin
nepeBefieH 13 OTAENEHWA aNNepProsorMm u UMMYHoONO-
rm fopoackom AeTCKon KnuHnYeckor 60nbHMLbl N2 2
um. B. . bucapuron r. Omcka B HaunoHanbHbI megu-
LUUHCKNA NCCNefoBaTeNbCKUIM LEHTP AETCKON remaTono-
rKU, OHKONOTUN 1 UMMYHOROrMnM nmeHn AmnTtpus Pora-
yesa (HMWL ArOU nm. Amutpua Porauea) c agnarHo3om
«OCHOBHOW: XpOHMYeCcKaa NapBoBUpYycHaa nHdekumn
y MauueHTa C TAXKEeNbIM BTOPUYHBIM UMMyHoaednun-
TOoM (rMnommmyHornobynuHemus, otcytcTemne CD20, T-
1 B-kneTouHble AedpuLmTbI) NOCEe XMMUOTEPaNuy no fno-
Boay anddysHom B-knetouHomn numdombl ¢ nopaxkeHrem
nMaTUYECKNX Y3/10B CPefoCTEHNS, OPIOLIHONM Moso-
CTW, WelHbIX, NOAMbBIWEYHbIX, HaZ- N NOAKIIIOUNYHBIX,
6e3 nenkemunsaumu (peunans C NpoBefeHMeM Kypca
putykcumaba 29.09.2014-28.02.2015). HenpepbiBHO-pe-
ungmerpyoLlee TeyeHue (gebrot 23.03.2014 n obocTpe-
HUe — oKTAGPDb 2025 r.). OCNOXHEHUE: KPAaCHOKNETOUHDIN
annacTnyeckum Kpus n nenkoneHma. ConyTcTByOWMN
AnarHos: aHoManusa passutua UHC: rmagpouedanus, ru-
nonnasna MO30JINCTbIX TeNl, aTpodurA 3pUTeNbHbIX He-
pBOB. YMCTBEHHaA OTCTanocTb. ACTurmatmam. XpoHude-
cKun Ty60TUT. MepBuuHbIn nmmyHogeduunt (?) CuHagpom
Huinmerena (7)».

Ha ocHOBaHWM MONeKynAapHO-reHeTUYeCcKoro mnc-
cnepoBaHuA BblsiBeHa MmyTauma 657 del 5 B reHe NBS 1,
XapakTepHaa ana cuHgpoma HuiimereHa, n B 14 net
(16.12.2015) 6611 BNepBble NOCTaBNeH anarHos «Mep-
BUYHbIN UMMyHOZepULUMT — cuHgpom HuiimereHa (myTa-
uma 657 del 5 B reHe NBS 1). OcnoxHeHune: napBoBUpyc
B19 nHdekuuna, B-knetouHasa KpynHOKNeTouHasa numdo-
Ma, pemuccus, kepatonatua porosuubl OD, nekapcTeeH-
HaA KaTapakTa. ConyTCcTBYOLWMIA: aHOManusa pa3suTuA
UHC: rugpouedanmna, runonnasva MO30NCTbIX TeN,
aTpodua 3prTeNbHbIX HEPBOB. YMCTBEHHAA OTCTaNIOCTb.
AcTurmaTunam. XpoHmnyeckun TyboTmT.

EOVMHCTBEHHBIM NaTOreHeTUYeCKUM METOAOM Te-
panun ocHOoBHOro 3abonesaHus asnsaetca TICK. Yuu-
TbiBaA akTUBHOe TeyeHue Parvo B19 nnoekuun (MLUP
KpoBu oT 17.12.2015 - 2 366 759 konwui B mn (Komn./mn)),
peLLeHre Bonpoca 0 BO3MOXHOCTM npoBegerHnsa TICK —
B Cnejylouwyto rocnutanusauyuio. PekomeHgoBaHo
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NPOAOIXUTL 3aMeCTUTE/IbHYI0 TEPanuio BHYTPUBEH-
HbIMW UMMYHOTNo6ynnHamn (1-2 rp/Kr) exemecayHo
C y4eTOM NapBOBUPYCHON Harpy3ku B KPOBW NaLUMEHTa,
a TaKXe KOMMJIeKCHYI0 MPOTUBOMUKPOOHYIO U CUMMTO-
MaTUYecKyto Tepanuio.

B TeueHune nocnepgytowero roga (2015-2016 rr.) no
JaHHbIM MNLP KpoBK, HeCMOTpPA Ha NPOBOAMMOE Neye-
HUEe NMMYHOTNO6YTMHAMMU, BbIABASNCA 3HAYNTENbHbIN
npupocT Konui Parvo B19, arpeccuBHoOe TeueHne nH-
dekumm 3aTpyaHano nposegeHne TICK (tabnuua).

Tabnuua

Pesynbratbi MLP KpoBu Ha napBoBuMpycHYyIo B19 nHekumio n nposognmbie MeponpusaTus

[ara aHanusa Pesynbrar MpoBoanMbie MeponpuaTNA
16.12.2015 MLUP Parvo B19 B KpoBu — locnutanusayma 8 HMULL AFOU um. Amutpua Poravyesa.
2366 759 kon./mn MpoBefeHa Tepanus BbICOKOAO30BbIM BHYTPVMBEHHBIM UMMYHOTNOGYIMHOM 1 Fp/Kr B/B KanesbHo.
PebeHKy ycTaHOBNEH MMNNAHTUPYEMbIiA LIEHTPasbHbI BEHO3HBIN KaTeTep no Tumny BardPort.
Wcxop nevenns: ynyywenue (MLP Parvo B19 B kposu — 20 282 komn./mn )
07.08.2016 MUP Parvo B19 B KpoBu — locnutanusauma B otaeneHmne annepronorum n ummyHonoruun IAKB N2 2 um. B. . BucapuHon.
31738 481 kon./mn Mpu nocTynneHny NnpoBefeHa SKCTPEeHHaA 3aMeCTUTeNbHaA Tepanua SpUTPOLIMTaPHON MacCoM.
Mo AaHHbIM NPOBEAEHHOTO KOMMIEKCHOTO 06C/IeA0BaHUA faHHbIX O reMobnacTo3e 1 peLyuanse
NMGOMbI HE MOJTyYEHO.
Tepanua BbICOKOA030BbIM BHYTPYBEHHbIM MMMYHOIIO0YIMHOM B jo3€ 2 rp/Kr B/B Karl.
Ucxop neveHus: ynydwenue (MLP Parvo B19 B kpoBu — 25 100 kon./mn, Hb 116 r/n)
17.11.2016 MLIP Parvo B19 B Kposu — | locnuTtanusauma B otaeneHmne annepronorumn u ummyHonoruv FAKB N2 2 r. Omcka um. B. . BucapuHon.
He yfanocb onpeaennTb MpoBepeHa Tepanus BbICOKOAO30BbIM BHYTPMBEHHbBIM IMMYHOTO0YIMHOM B A03€ 3 Ip/KT.
BBYAY 6ONbLIOro Konnye- Wcxop neveHnA: Npy KOHTPOJIbHOM UCCNEAO0BaHNM YyuULlleHne
CTBa Kon./mn (MUP Parvo B19 B KpoBu — 628 341 kon./mn, Hb 100 r/n)

lMpumeyarue: COCTaBNEHO aBTOPaMM.

B 15 net (06.07.2017) BbiABNAeTCA B-KnetoyHas
KpynHokneTouHas numdoma, St. ll. CoctosiHue nocne pe-
umamea — |. B ganbHenwem coctoAHne Manbyumka yxya-
LUINSIOCh: YYaCTUNCh anlacThyeckmne KPacHOKNETOYHbIe
Kpu3bl, YTO NOTpeboBano 6onee 4acToro nNpoBeaeHus
remoTpaHcdy3mnid, B pe3ynbraTe Yero pasBuica runep-
CMJIEHN3M U BblpaXKeHHas NeNKo- 1 TPOMOOLMTONEHNA.
MpoBoanMble nevebHble MeponpuATUA (yBennyeHme
fo3bl nepenueaemoro BBUI, nepennsaHne Tpombo-
KOHLIeHTpaTa, BBeleHMEe B KYpC Tepanun rnioKoOKOpTU-
KOCTepOUZOB) NPAKTUYECKN HE BNMANIN Ha YPOBEHb re-
MornoburHa, 3puTpoLnToB 1 TpombounToB. MoAsunncs
neTexumn Ha Koxe, AnddysHaa NacTo3HOCTb N OTEYHOCTb
rofeHewn 1 CTorbl, COXPaHAIAChb renaTocnieHoMeranms.

MporHos

Mpu cTONb BbIpa*XeHHOW TPOMOOLUTONEHNN efVH-
CTBEHHbIM 3O PEKTUBHbBIM NIeUeHNEM ABNAETCA BBefe-
Hue BBUT, Ho nocne ero BBegeHnA fo 2 r/Kr pocT uncna
TpomboLnTOB He oTmevasca. K nposognmon Tepanmm
pebeHOK OKa3anca pedppakrepeH. Mo3ToMy CrsieH3KTO-
MMWA U TPaHCNMaHTaLmMA reMono3TUYeCKUX CTBONOBbIX
KNeToK 6blnn HelenecoobpasHbl B CBA3M C TAXKECTbIO
COCTOAHNA NMOLPOCTKA M BbICOKUM PUCKOM HeyrnpaBns-
eMOoro KpoBoTeUueHNA BO Bpema onepauumn. YuntbiBan
COCTOAAHNE pebeHKa 1 ero AuarHo3, B KayecTBe Tepa-
nuu numdombl Bo3MoxHa cxema R-CHOP (putykcuma-
60M), HO, NPMHUManA BO BHUMaHMe paHee nepeHeceH-
HY10 B-KpynHOKNeTouHyo nMM$OMy C paHHUM peunan-
BOM Ha ¢oHe aHanormyHoro npotokona MNXT, HacTos-
WU NPOTOKON NleyeHnA KpanHe HebnaronpuATHbIN
M NpoTMBOOMNyxofeBaa Tepanua ncyepnaHa. C yyetom
nporpeccrpoBaHuna 3aboneBaHUs, BO3MOXEH Nepesos
nauuneHTa Ha nNaniMaTUBHOE fleYeHne B CBA3U C TpaHC-
bY3MOHHOI 3aBUCMMOCTbIO NauuneHTa. PekomeHpoBa-
HO MPOJOJIKNTb 3aMeCTUTENIbHYI0 TeEPanuio BHYTPU-
BEHHbIMW MMMYHOFNO6ynnHamu (3 rp/Kr) exxemecayHo
C YYeTOM NapBOBUPYCHOWN Harpy3Kku B KPOBU NaLuneH-
Ta, @ TaKXKe KOMMAEKCHY NPOTUBOMUKPOOHYIO 1 CUM-
nTomaTuyeckyto Tepanuio. B 17 net pebeHok nornb ot

OCJIOXKHEHUI OCHOBHOTrO 3a60/1eBaHNA U BO B3pocCnyio
CeTb TaK N He nepelLuen.

3AKJNIOYMEHUE

HaHHbIN KNMHWYECKUI NpUMep OeMOHCTpupyer
cnydan nosgHen gunarHoctukmn CH n HecBoeBpeMeHHO
Ha3HauYeHHoON Tepanun pebeHKy ¢ pa3BUTUEM NHEKLN-
OHHBIX Y OHKOJIOrMYECKUX OCNOXHEeHU. [lnarHos Bnep-
Bble BepuduLMpoBaH NaumneHTy B Bo3pacTte 14 neT no-
cne pa3BuTUA peuuanea B-knetouHon numdomsi.

BblpakeHHas 3afep»KKa uarHo3a npomsoLusna nus-3a
HefooLEeHKN Bpayamu GeHOTUMUYECKX NPU3HAKOB 3a-
60oneBaHNsA N NX PAHHUX KIVHWKO-1ab0opaTOPHbIX NMPo-
ABNEHWN, @ TaKXKe OTCYTCTBUA MYNbTUANCLMMIIMHAPHO-
ro NoAxofa, Tak Kak pebeHoK Habnganca c poxaeHus
y nefuaTpa, 6bll Ha yyeTe y HeBpoOJora, opTanbMosiora
1 OHKOJIOTa, U Kax<Abli U3 HUX neunn 3aboneBaHue, a He
naumeHTa. OTclofla No3fHee Ha3HauyeHre NMMyHOrnoby-
JINHOB M HEBO3MOXXHOCTb NPOBeAeHUA TPaHCMNaHTaLum
remorno3TNYEeCKUX CTBOJIOBbIX KNeToK. Ycyrybuno cutya-
LMio arpeccrMBHoe TeueHne napeosupyca B19, BepoaT-
HO, CBA3aHHOE C TPaHCPY3NOHHBIM 3apakeHem 13-3a
OTCYTCTBMA NpoLeAypbl NPOBEPKY AOHOPOB Ha AaHHYO
NHPeKLMIOo.

ABTOPbI MPOAEMOHCTPUPOBaNN HEOHXOANMOCTb MO-
BbILUEHWA HACTOPOXEHHOCTU Bpayel, Kak nenaTpos,
TaK W CMeymnanmcTos, OCyLeCcTBAAIWUX AUcCnaHcepu-
3aUuio, B OTHOLUEHUM NEPBUYHBIX UMMYHOAEDULINTHBIX
COCTOAHUN y AeTel. TakKe aKLeHTMPYeTCA BaXKHOCTb
pacWmpeHHOro HeoHaTaNlbHOro CKPUHUHTA Y MOMEKY-
NAPHO-TeHeTUYECKOro MeTofa ANA PaHHe NOCTaHOBKN
AnarHosa. BaxkHo obpaluaTb BHMMaHve Ha ¢eHoTUnm-
yeckne ocobeHHOCTU NauMeHTOB N COXPaHATb HacTo-
POXKEHHOCTb B OTHOLLEHUWN OHKOIOTMYeCKnx 3aboseBa-
HUN, YTOOGbI CBOEBPEMEHHO HaMPaBUTb UX HA MOJEKY-
NApHO-reHeTMYecKkoe nccnegoBaHue. TakTrka BefeHus
naumeHToB ¢ CH gonXHa yuynTbiBaTb, YTO NpOBeAEHME
nyyeBblX METOAOB UCCIIEA0BAHUA MOXKET yCyryouTb ume-
oLWMNCA MMMYHOoAedULNT, B CBA3U C YeM Pa3yMHO pe3Ko



OrpaHNYnNTb NCNOJZIb30OBaHNE PEHTIreHoJIornYecKknx me-
TOAOB nccnenoBaHnA U, N0 BO3MOXHOCTW, 3aMEHUTb Ha
6onee wagAaune, Hanprmep ynbtpa3ByKoBble Nccneno-
BaHUA.
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