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0O60cHOBaHue. X-cuernneHHblin aumponponnpepatuBHbii cuHagpom (XJ1M) — HacneacTBeHHoe 3abosieBaHMe, YacToTa
BCTpeYyaeMoCTH KOToporo coctaBnisieT 1-3 Ha 1 MJIH POXKAEHHbIX MaJlbYMKOB. KIMHUYECKUI cydain JeMOHCTPUPYeT pes-
Kyto KapTuHy maHmngectaymmn XJ1M 2-ro Tuna 6e3 npejLliecTBYIOLEero 3apaKeHus Bupycom dnwrtenHa — bapp. OnucaHme
KAuHn4YecKoro cay4as. Manbyuk [., 15 net, 6611 rocnntaan3upoBaH B Mopo30BCKYI0 AETCKYIO rOPOACKYI0 KITIMHUYECKYIO
60/1bHULLY C XKanobaMu Ha nXopaaKy, 60J1b B UBOTE, XUAKMI CTYy/, NOTEPI0 Macchl TeJa. B aHamHe3e: BTOPHUYHbIN remMo-
GarounTapHbIi CUHAPOM (PeMUCCHS), ocTpas y3/10BaTas aputema. bbin npoBegeH psig nccaeoBaHUi: yibTPa3ByKoOBOEe
nccegoBaHne opraHoB GPIOLLIHOM M0JI0CTH (renaTtoMerasauns, AMHaMUYeCKMe U3MeHEeHUs! KULIEeYHMKa: parMeHTbl TOHKOro
KULWEYHUKa paclUMpeHbl, CTEHKM MeCcTaMu YyTOJILLEHbI, MepucTabTUKa yCuieHa, CTEHKU MornepeyHo-0604049HON U HUCXO-
AsLen 0604049HON KMLIOK YTOJLEHbI 40 5 MM, Me3eHTepnasibHas IMM@ageHonaTns), PEKTOCUrMOUAOCKONUS (A3BEHHbIH
MPOKTOCUrMOUANT BbICOKOHM aKTUBHOCTHU COOTBETCTBYET 60/1€3HM KpOHa), BUOXUMUYECKNIA M KJIMHUYECKUIM aHain3bl KPOBU
(MpM3HaKU akTMBHOro remogaroymTapHoro CHMHAPOMa), KoaryjorpaMmma (BTOpUYHas rMNOKoarynsyus), muesaorpamma
(AaHHbIX 3a remMo61acTo3 UK ariacTM4ecKoe COCTOsIHME He [10J1y4eHO0). Bupyconoruyeckmim MOHUTOPUHI KpoBu (CMYV,
EBV, HHV-VI): otpuuatenbHbii. 1o pe3ynbTrataMm 1abopaTtopHbIX U MHCTPYMEHTa/IbHbIX MCCAe0BaHMi Oblin ycTaHOB/e-
Hbl peunanB remogaroynTapHoro cuHapoma, 6os1e3Hb KpoHa. PE6eHOK KOHCY/IbTUPOBaH PeBMaTo/IoroM, remMaTosiorom,
racTpo3HTEPOJIOrOM, FEHETUKOM, HEBPOJIOIOM, K/IMHUYECKUM HapMaKo/IoroM. YuuToiBas JaHHble aHaMHe3a, y naymeHTa
6b1/10 3arofo3pPeHo NnepBuYHOE UMMYHOAEPUUNTHOE cOoCcTosiHMe. [IpoBeAEHO MOJIEKYISPHO-TreHEeTMYeCKoe nccieoBa-
Hne (onpegeneHa geneuus, BKaoYarowas B cebs reH XIAP) u BepupunynpoBaH guarHo3 — rnepBUYHbIN UMMYHOAE(PUUNT:
X-cLUenneHHbINn TMM@onpoanpepaTuBHbii CUHAPOM 2-ro TUMa, BbINOJHEHA aa0reHHas TpaHcrnaaHTauns reMornoaruye-
CKuX CTBOJI0BbIX KNeToK (TICK). 3aknyeHue. [narHoctmka v nedeHune XJIM 1pebytoT MyabTUANCLUMIIIMHaPHOIO NoAX04a.
BaKHOCTb paHHern NocTaHOBKM AnarHo3a obyc/ioB/ieHa BbICOKMM PUCKOM Pa3BUTHUS BTOPUYHbIX OCJIOKHEHWH, YTO MOXKET
CyLIeCTBEHHO YXYALNUTb NMPOrHo3 3abosieBaHns. EAUHCTBEHHbIM 3Q(PEKTUBHBIM METOAOM Jie4eHMA OCHOBHOIro 3abo/ieBa-
HUs aBAsieTcs npoBegeHune annoreHHon TICK.

Knro4eBblie cnoBa: X-cLernieHHbIN AMMGonpoanpepaTMBHbIN CUHAPOM, reModaroynTapHbli TMM@GOrMCcTUOLMTO3, 60/1€3Hb
KpoHa, KnnHndecKknin caydan, Bupyc SnwrtenHa — bapp

Ans umtnpoBaumsa: Matpoc E.C., Kapuukasa A.W. X-cuenneHHbln nnmbonponndepaTtuBHbIi CUHAPOM, OCOXHEHHbIN
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OBOCHOBAHME

X-cuenneHHbln numdonponMPepaTtuBHbIN CUHAPOM
(XJ1M) — HacneaCTBEHHbIM UMMYHOAEPULINT, XapaKTepnay-
IOLLMMCA TAKENON MMMYHHON AUCperynaumMen n aTunmyHom
peaKkuuen Ha 3aparkeHue Bupycom IAnwTtenHa — bapp
(B3B), 4acTto npuMBOAMT K remodarountapHomy nMMmooru-
ctnoumnTogy (IM1I), aucrammarnobynMHeMmnn U ayToUMMYH-
Hon natonoruu [1, 2]. MHdunumposaHue BIb He aBnseTcs
o6s3aTenbHbIM Ang Hadana XJ1M [3]. CywecTtByloT 3 TMNa
XJM, otnnumnem XJ1M 2-ro tmna ot XJ1M 1-ro Tuna aBnsetcs
YyacTtoTa pa3BUTUS FeMOpPpParM4yeckoro KonauTa, KAMHUYe-
CKM M TMCTONOTMYECKM HAaMOMMHAIOLLErO BOCNANNUTENbHbIE
3aboneBaHns KuweyHunka (B3K) [4]. Ana XM 3-ro tvna
HexapaKTePHO pasBUTUE OYIbMUHAHTHOIO MOHOHYKIe-

03a, pefako Habnwgaetcs N1 U KOAMYEeCTBO HaTypalbHbIX
KUnnepHblx T-KNeToK y nauMeHToB B HopMe [5].

Bnepsble cnyyan XJIM 6biaM onucaHbl B 1969 1. OOK-
TopoM MypTuno y ceMbu [lyHKaH, B KOTOPOM Masib4YMKM MNOrm-
6ann 0T UHDEKLIMOHHOrO MOHOHYK1e03a [6]. NNepBOHavYanbHO
60n1e3Hb Ha3Banu «CMHAPOM [lyHKaH», 0f4HaKO OGHapy*KMB
NOXOXKWE NPOABAEHUS B APYTMX CEMbSX U MOHSAB, 4TO B OCHO-
BE NIEXXUT reHeTu4eckum gedeKT, nepemmeHoBanu B XJ1M [7].
MaTtonorns BCTpeYaeTcs y JnL, MYXCKOro nona, npu 3Tom
npeacTaBUTENN KEHCKOro Mona, Kak npaBuio, SBAStOTCS
6eCCMMNTOMHbBIMW HOCUTENAMU, @ MUK MaHUbecTaummn 3a6o-
nieBaHns NpUXoanTCs Ha Bo3pacT o 5 net [1].

B ocHOBe KnaccuduKauun NexuT TUN FeHETUYEeCKOoro
nedekrta: XM 1-ro Tuna — myTauua reHa SH2D1, KOTopbIf
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KoaupyeT 6enok SAP, OTBETCTBEHHbIW 3a Nepeaavy curHana
aKkTMBaumn oT SLAM-noao6HbIX peLenTopoB BHYTPb KNETKY;
XM 2-ro Tna — MyTauusa reHa XIAP, KoTopbii sBnaseTcs
MHrMbuTopom Kacnas 3, 7, 9 U, cnegoBaTefibHO, UHIMOUTO-
pOM KNeTo4YHoW rubenu; XJIM 3-ro TMNa — myTauus reHa
MAGTZ1, KOTopbI OTBEYaEeT 3a ABMKEHNE CBOBGOAHbIX MOHOB
marHusa B Knetky [8-10]. Jeduuunt 6enka XIAP xapaxktepu-
3yeTcsd KJII0YEBOW TPUAA0N KIIMHUYECKUX MPOSABIEHUI, KOTO-
pas BKIOYaeT B ce6s BbICOKYO BOCMPUMMYUBOCTb K pas-
Butuio I, peumnanBupytolyto criieHoMeranuio (Hepeako
COMPOBOXAAeTca MxopafKkon M uutoneHnen) n B3K [11].
Oeduumnt XIAP MOXHO paccMaTpuBaTtbh KakK OAHY U3 reHe-
TUYECKUX MPUYUH HacneactBeHHoro B3K. Mpu XJM 2-ro
TMNa NMMAOOLMUTbI NOLBEPIKEHbI M36bLITOYHOMY anonTo3y,
3TUM OOBACHAETCH OTCYTCTBME pa3BuTusa numbom [12, 13].
HepaBHuWe pesynbtathl AeMOHCTPUPYIOT ponb XIAP Bo BpoX-
[EHHOM UMMYHUTETE U B HEraTUBHOWM perynauuu Bocnane-
Husa [12]. OgHaKko netanbHocTb oT [T npu XJIM 2-ro Tvna
HU¥e, 4yem npu 1-m tune [11].

OCHOBHbIMM 3afjla4aMu le4eHns 9BnsATCA ctabunnaa-
LUMA COCTOSIHMSA, JleYeHUe Pa3BUBLUMXCA OCJIOXHEHWUHA (MO
COOTBETCTBYIOWMUM MPOTOKONAM) U MpefynpexieHne pas-
BMTUA HOBbIX. [laumMeHTam pexKomeHAyeTcs NpoBefeHune
aNnoreHHoM TpaHCnIaHTaLnumn reMonoaTMYECKUX CTBOSTOBbIX
knetok (TFCK) [1, 14].

Llenbto paboTbl gBngetTca onucaHue nauuveHTta ¢ XJM,
ocnoxHeHHbIM [T 1 6one3Hblo KpoHa, 6e3 npealecTByto-
uero 3apaxenusa BIb.

KJIMHUYECKHUA NPUMEP

O nauueHTe

N3 aHaMHe3a XW3HU U3BECTHO, YTO PEeBEHOK OT nep-
BOW GepeMEeHHOCTH, NepBbIX CPOYHbIX pofoB. Macca Tena
npu poxagenmn — 3800 r, ganHa Tena — 57 cm. Poc
W pasBuBanCsd B COOTBETCTBMM C BO3PACTHbIMWM HOpMa-
MU. BaKkuuHauus npoBoAgMnacb MO HauWMOHanbHOMY

Ekaterina S. Matros, Alena I. Karitskaya

KaneHgapto go 2018 r., ganee — MeAULMHCKUM OTBOA.
HacneacTBeHHOCTb OTAroweHa no AMHMM otua (6poHX006-
CTPYKTUBHbIM CMHAPOM, CEHCMOWIM3auMs K anuaepmanb-
HbIM annepreHam).

AnnepronorMyecknMin aHamHes: aToOMUYECKUi depma-
TUT, CE30HHbIN PUHOKOHBIOHKTUBKUT, OPOHXManbHas acTma.
3NMAEMUONOTMYECKUI @aHaMHe3, B TOM YUCNe B OTHOLWEHMH
COVID-19, He oTArouleH, KOHTaKTa ¢ MHPEKLMOHHbIMKU 60JS1b-
HbIMW He 6b110. [loMaLIHNUX XMBOTHbIX HET. TpaBMbl 1 onepa-
LMK oTpULaeT.

Manbyuk [., 15 net. BrnepBble 6bin rocnutann3nposaH
B MOpPO30BCKYIO AETCKYI0 FOPOACKYIO KIMHUYECKYIO 6ONbHK-
uy (MArKb) B 2018 r. ¢ anarHo3om: «OcTpasn y3noBaTtas 3pu-
TeMa, BTOPUYHbIM remodarounTapHbli cUHAPOM». [losyyan
aHTMGaKTepmanbHylo Tepanuio, HeCTepPOUaHble MPOTUBOBOC-
nanuTenbHble NnpenapaTbl B TedeHne 10 agHen. Ha poHe neve-
HWA COCTOSIHME C MONIOMMTENBHON KIMHUKO-NabopaTopHOM
NIMHAaMWKOMN, y3noBaTas apuTema B cTajmu yracaHus. Ha 10-#
[EeHb rocnuTann3aLmu, yanTbiBas pa3BuTme BTOPUHHOIO reMo-
darounTapHoOro cMHApomMa (MpeanonoXMTENbHO, CBA3aHHOIO
C BUPYCHOM UHDEKLUMEN), MO HKUSHEHHbIM NOKa3aHUAM 6bl1a
HayaTa Tepanus [eKcameTa3oHoM W3 pacdeta 20 mr/m2.
HazHayeHbl MMMYHOINOBYNNHBI NS BHYTPUMBEHHOIO BBEAE-
HMA M3 pacyeTa 1 r/Kr, nepennBaHme CBEXe3amMOPOXKEHHON
nnasmbl (y4uTbliBas BTOPUYHYIO TMMOKOArynsumio, BbICOKYIO
yrpo3y KpoBoTeyeHus), aHTubaKkTepuanbHasa Tepanusa ueda-
NOCNOPHUHOM 3-r0 NOKONIEHUS C MHTMOBUTOPOM GeTa-nakTamas
(uedonepasoH + cynbbakTam). Ha poHe NPoBOAMMOTO Sieye-
HMS Oblla 4OCTUrHYTa CTabuan3auuns COCTOSHUSA: IMXopaaKa
KynMpoBaHa, Habniojanacb TEHAEHUMS K Hopmanun3auuu
remMaTofiorM4ecKnx U GUOXMMUYECKUX MOKa3aTenen KPoBH,
ypoBeHb heppuUTUHA 3HAUYMUTENBbHO cHU3uncs — ¢ 44 000 no
3000 mKr/n. Ha ¢oHe CHWXeHWs [o3bl U nocneayowen
OTMEHbI ieKcameTa3oHa OTMeYanuCb HapacTaHue ABAEeHWM
MHTOKCUKaLMKW, TPaH3UTOPHOE MOBbIWEHWE TemnepaTypsbl
Tena go 37,7 °C, apTpanruu, HapacTaHuMe BOCMaAUTENbHOM

Pirogov Russian National Research Medical University, Moscow, Russian Federation

Clinical Case of X-Linked Lymphoproliferative Syndrome
Burdened with Hemophagocytic Lymphohistiocytosis

and Crohn's Disease

Background. X-linked lymphoproliferative (XLP) syndrome is hereditary disease with the incidence of 1-3 per 1 million born boys. This
clinical case demonstrates a rare picture of XLP type 2 manifestation without prior Epstein-Barr virus. Clinical case description. Boy
D., 15 years old, was admitted to Morozovskaya Children's City Hospital with complaints on fever, abdominal pain, loose stools, weight
loss. The past medical history included hemophagocytic syndrome (remission) and acute erythema nodosum. We have performed
several studies: abdominal ultrasound (hepatomegaly, dynamic changes in the intestine: parts of the small intestine were enlarged
and walls were thickened, mass peristalsis, walls of transverse colon and descending colon are thickened up to 5 mm, mesenteric
lymphadenopathy), rectosigmoidoscopy (high-activity ulcerative proctosigmoiditis corresponds to Crohn's disease), biochemical
and clinical blood tests (active hemophagocytic syndrome), coagulogram (secondary hypocoagulation), myelogram (no data on
hemoblastosis or aplastic condition). Virological blood tests (CMV, EBV, HHV-VI): negative. Laboratory and instrumental tests have
revealed recurrence of hemophagocytic syndrome and Crohn's disease. The child was consulted by rheumatologist, hematologist,
gastroenterologist, geneticist, neurologist, and clinical pharmacologist. The primary immune deficiency disease was suspected in this
patient due to his medical history. Molecular genetic study was performed (deletion including the XIAP gene was revealed) and the
diagnosis of primary immune deficiency was verified: X-linked lymphoproliferative syndrome type 2. Thus, allogeneic haematopoietic
stem cell transplantation (HSCT) was performed. Conclusion. XLP diagnosis and management require multidisciplinary approach.
The early diagnosis is crucial due to the high risk of secondary complications development that can significantly worsen the disease's
prognosis. Allogeneic HSCT is the only effective treatment for the disease.

Keywords: X-linked lymphoproliferative syndrome, hemophagocytic lymphohistiocytosis, Crohn's disease, clinical case, Epstein-Barr
virus
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aKTMBHOCTMW B aHan3ax KpoBM (NenKoumnTos, yckoperue COJ,
noBblleHne ypoBHA C-peakTMBHOro 6enka), 4To notpebo-
Ba/i0 Ha3Ha4YeHua AeKkcameTa3oHa U3 pacyeTa 1 Mr/Kr/cyT.
Bbina AOCTUrHYTa NONOMMTENbHAA KAMHUKO-nabopaTopHas
AMHaMKKa. Tepanusa MIOKOKOPTUKOCTEPOMAAMU MOMHOCTLIO
oTMeHeHa oceHblo 2019 r. B aHBape 2020 r. Manb4ymK 6bia
rocnuTann3npoBaH MOBTOPHO B OTAE/NEHME PEeBMaToNoruu
ONS KOHTPoNs abdEKTUBHOCTM Tepanuu U BO3MOXKHOW KOp-
peKumn. NpoBoanNOCL KOMMNIEKCHOE 06CcNe0BaHNe, AaHHbIX
3a peBmaTtuyeckoe 3aboneBaHue y NoAPOCTKa 06HapYKeHO
He 6bl710, B MEANMKAMEHTO3HOM Tepanuu He Hyxgancs, Obin
BbINWCaH AOMOW B YAOBNETBOPUTENIBHOM COCTOSHUM.

B deBpane 2022 r. nauneHT o6paTnicsa B NOMUKINHUKY
No MECTY XMTENbCTBA C anobaMu Ha NOBbILEHWE TEMMe-
paTypbl Tena MakcumanbHo Ao 39,5 °C, TOWHOTY, cnabocCTb,
ObICTPYIO yTOMASemMoCTb. Ha 3-u cyT HacToswero 3abonesa-
HUSI MOSABMAWCH Kallenb, NPeUMyLLEeCTBEHHO B HOYHOE Bpe-
M4, ofbllKa (CO cnoB pebeHKa, 3aTpyaHeH BAox). MNonyyan
Tepanuto rIKOKOPTUKOCTEpoMgamum U 6poHxoannatatopa-
MKW B dopMe MHransauuin. TakxKe npoBoguiacb aHTMOaAKTe-
puanbHas Tepanus KnapuTPOMULMHOM, aMOKCULMIIUHOM
C KNaBynaHOBOWM KUCNOTOW. B cBSA3M C cCoxpaHeHWeMm Bblle-
nepeyncneHHblx }anob ManbyuK 6bln FOCNUTaNM3UPOBaH
B NynbMOHoONOrM4yeckoe otaeneHne MANKB ¢ anarHo3om
«BHEOGONbHUYHAs MPaBOCTOPOHHAS cpeaHefoneBas MNHeB-
MOHMUS», KoTOpas Ha GOHe MPOBOAMMOrO NEeYEHUS PeHTre-
HOMIOrMYECKM paspelmnach, OAHaKO CoxpaHsanach nMxopaa-
Ka, 0TMeYanocb HapacTaHWe BOCMNanuUTeNbHOM aKTUBHOCTH
B KPOBMW (IeMKoumnTos, yckopeHne COJ, NoBbllEeHWE ypOB-
HA C-peaKTMBHOro 6enka). [lanee B CBA3W C pPa3BUTUEM
reMoAMHaMUYEeCKMX HapylweHU nauuMeHT 6bin nepeseneH
B OTAefleHne peaHuMaunM M MHTEHCUBHOM Tepanuu. Mocne
cTabununsaumnmn cocTosiHMA Obl HanpaBfieH B raCTPO3HTEPO-
NIornyecKoe oTaeneHne ¢ Lenbto ganbHenwero o6cneaosa-
HUS U NEeYEHUS.

B oTaeneHnn oTMeyanocb HaauMyme KULEYHOro CHWH-
ApoMa B BMAE Pa3XKMUKEHHOro CTyfla C MPUMECHI0 KPOo-
BM M cnu3un. Mo pesynbrataM ynbTPa3BYKOBOro uccne-
noBaHua (Y3WM) opraHoB OGpPIOWHON MONOCTU BbIIBNEHbI
renatomeranus, AMHaMM4YeCKUEe U3MEHEHUS KULIEYHUKA,
Me3eHTepuanbHaa numdageHonatms. Mo gaHHbIM PEKTO-
CUTMOMAOCKOMUU A3BEHHBIN MPOKTOCUIMOUANT BbICOKOM
aKTMBHOCTW cooTBeTCTBYeT 60ne3HM KpoHa. B pganbHew-
WeM COCTOSiIHME C oTpuuaTeNbHON AMHAMWKOW B CBSA3MU
C pa3BUTMEM K/IMHUKO-NabopaTOpHOW KapTUHbl BTOPUY-
HOro remodaroumMtTapHoro cuHgpoma. OTmedanacb BTO-
pUYyHasa rMnokoarynsuusa, npoBefeHa KOppeKuus remo-
cTasa. Bupyconormyecknuim moHUTOpMHI Kposu (CMV, EBV,
HHV-VI): oTpuuaTenbHbIN.

YyuTtbiBas 2 anuM3oga BTOPUYHOrO remodarountapHoro
cuHapoma, TedeHune B3K, y naumeHTa 6611 3anogo3peH XJ1MM
2-ro TMNa. ManbyukK 6bln NepeBefeH B oTAeNeHne UMMYHO-
noruv HaunMoHanbHOro MEAULMHCKOIO UCCIeA0BaTENbCKOIr0O
LleHTpa 4EeTCKOM rematosiorMu, OHKOMOMMKU U UMMYHONOIMK
uMmeHn Omutpua PoravseBa (HMWL AFOW wm. Omutpus
Porauyesa) gns TI'CK.

dusukanbHana gUarHoCcTUKa

CocTofiHMEe pebeHKa cpeaHen TSKeCcTU, CO3HaHue
acHoe. [pn ocMoTpe BAMbIA, HAa BONPOCHI OTBEYas HEOXOT-
HO, MUTaHMe NoHUKeHHoe. PocTt — 165 cm, macca Tena —
50 Kkr, Temnepatypa tena — 38,5 rpaagycoB. MHAEKC Macchl
Tena — 18,37. YacToTa cepaeyHbix CoKpaleHun — 120—
150 ya./MUH, YacToTa AblXxaTeNbHbIX ABUXEHUN — 22/MUH,
Sp0, — 98%, apTepuanbHoe aasneHne — 85/55 MM pT. CT.

LIBET KOXHbIX MOKPOBOB 6GneAHbIA, OTMeYanucb Bocna-
NiUTeNbHblEe Nanyne3Hble 31EMEHTbI Ha rofieHAX, MOAKOXKHbIE

yMepeHHO 60/ie3HeHHblE UHOWALTPATbI, MACTO3HOCTb CTOM,
CKNIEPUT, XEWNUT, APKO-KpacHas Kanma ry6, yBenuMyeHHble
NoAYeNtoCTHbIE U LWenHble NuMmdoy3nbl. 3a Mecsl, noteps
Macchbl Tefia Ha 15 Kr.

[AnarHocTuyeckue npoueaypbl

Ha Y3W opraHoB 6GpiolIHOM NONOCTH: axorpaduyeckue
nNpU3HaKu renatomeranuu, AU PY3HbIX UBMEHEHWUI NapeH-
XMMbl NOAXKENYAOYHOW enesbl, JMHaMUYECKUX MUBMEHEHNN
KuweyHnKka (dparMeHTbl TOHKOro KuUlWeYyHWKa paclumpe-
Hbl, CTEHKM MeCTaMu YTO/LWeEHbl, NepUcTanbTUKa ycuneHa,
CTEHKM NOonepevyHo-060404HOM U HUCXOASLEN 060A0YHOM
KULWOK yTONLWeEHbI 40 5 MM, KPOBOTOK HE YCU/IEH), ME3EH-
TepuanbHon nuMmdbageHonaTuun, CTPYKTYPHbIX U3MEHEHUI
TOHKOW KULKW, TOJICTON KUWKW. HEBO3MOMXHO ObIJIO UCKITIO-
yntb B3K.

Mo pe3ynbTataM PEKTOCUMIMOMAOCKOMWUKU: IHLOCKOMU-
yecKas KapTuHa S3BEHHOro MPOKTOCUIrMOWAMTa BbICOKOM
aKTMBHOCTM coOTBeTCTBYEeT 60/1e3HN KpoHa. HEeBO3MOXHO
ObI10 UCKIOYUTE CBULL, MPSMOW KULLIKMK.

Mpn MarHUTHO-pe3oHaHCcHOM ToMorpadun (MPT) manoro
Tasa C BHYTPMBEHHbIM KOHTpacTUpOBaHWEM OTMeYaluCb
Anddy3Hble UHPUABTPATUBHbIE OTEYHbIE M3MEHEHUS MNps-
MOM KMLWKK, TazoBas NMMdpageHonaTus, acuuT, OTeYHble
M3MeHeHns abLoMWHaNbHOW, NepUNPoOCTaTUYECKON, Nepu-
aHaNbHOM MNOAKOXKHO-KUPOBOM KNETHaTKM.

MpoBefeHne a3odaroracTpoayofeHOCKONUU MO3BOMU-
10 BbIIBUTb AUCTasIbHbIM pedioKc-330dparuT, aHTpasbHbIR
racTpur.

Mo pesdynbtataM muenorpammbl: AaHHbIX 3a remobna-
CTO3 MM annacTuyecKoe COCTOSTHME NONY4YEHO He BbIfo.

B HMWL, AIFON um. Omutpua PorayeBa Oblna BbINos-
HEeHa KONIOHOCKOMMA: B 06nacTy Kynona CAenon KWWKK
W NeBbIX OTAEN0B TONCTOrO KMLWEYHUKa ONpeaensnncb MHO-
KECTBEHHble MyOOKME M NOBEPXHOCTHbIE A3Bbl C YUCTbIM
OHOM pa3mepamu 4o 1,5 cm B agnameTpe (KapTuHa 60J/1e3HHM
KpoHa B cTagnn 060CTPEHUS), 3HA4YUMbIX MUKPOBHUONorMye-
CKMX areHToB Npu nuccnegoBaHMm 6MONTaTOB HE BbISIBAEHO.
[MCTONOMMYECKM — XPOHWUYECKUN KOMWUT C BblpaxKEHHON
aKTMBHOCTbIO Ha YpPOBHE C/EMNOW KULKW W runepnnasven
MYKO30acCOoLMNPOBaHHON TMMGbOUAHON TKaHW, onpeaens-
NMCb KpunT-abcueccehl, BbIMOAHEHHbIE OOUbHBLIM FPaHyno-
LMTapHbIM UHDUABTPATOM.

Mpn MPT ronoBHoro mosra v MynbTUCMIUPaNbHON KOM-
NblOTEPHOW TOMOrpaduu ronoBbl: BEHO3Has aHrumoma
B IEBOM NOJyLIApMUK MO3XKEYKA.

C uenblo MoOUCKa reHeTuyeckoro gedeKkra nauueHTy
Obl1 NpoBeAeH XPOMOCOMHbIN MWKPOMAaTPUYHbBIA aHanus,
onpegeneHa pgeneuus, BKA4Yawowas B ceba reH XIAP.
Mo AaHHbBIM MMMYHONOrMYecKoro o6cnefoBaHus, BbINO-
HeHHoro Ha 6ase M/[IKB, oTMe4anocb CHUXXEHWEe OCHOB-
HbIX cy6nonynsuuin T-numdouuntoB (CD3t — 843 Kn/mKA,
CD4* — 504 kn/mkn, CD8" — 302 kn/mMKn) n NK-KneTok
(66 kn/mKn). Mo pe3ynbrataMm @PYHKUMOHaNbHbIX TECTOB
Ha 6a3e HMWL, ArOU: cHuxeHue akcnpeccun 6enka XIAP
B T-numboumntax (15%), B NK-knetkax (14,7%), CHUKeHue
nerpanynaumm NK-knetok (6,9%).

B KNIMHMYECKOM aHann3e KPoBM OTMeYanachb BblpaxeH-
Haa TpombBouuToneHus (48 x 109/n), aHemus (reMorno6uH
89 r/n), HENTPODUNbHbIN NENKOLMTO3 U NMdoneHus. B 6uo-
XMUMMUYECKOM aHannM3e KPoBK OblI0 BbISBAEHO MOBbIWEHWE
YPOBHA MNpoKanbUuUTOHWHA (8,41 Hr/mn), C-peaKTUBHOrO
6enka (ao 130 mr/n), runepbeppuTUHEMUS, TMNEPTPUrIMLIE-
puaemMus, runoanbbyMMHEMUS, CUHAPOM LIMTONM3a (NOBbI-
lWeHHbIN ypoBeHb AJTT n ACT) (cM. Tabnuuy).

B Koarynorpamme BbISIBiEHbI TMIOPUOPUHOrEHEMUSA —
0,88 r/n (Hopma 1,80-3,30 r/n), runokoarynauma no eak-
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Table. Patient's biochemical blood test over time

Mokasatenn Pe?‘f:'ea':‘::l"""ﬂ"'e 24.03.2022 | 25.03.2022 | 26.03.2022 | 28.03.2022 | 30.03.2022 | 04.04.2022
PeppUTUH, MKI/N 6-320 10783 9294 2580 660 512 449
Tpurnvuepuabl, MMOAb/N 0,45-1,7 0,95 - 2,22 2,19 - 2,27
AnbGYMUH, 1/n 35-52 23,4 23,5 26,92 27,87 34,2 331
ANT, EA/N 10-50 57,7 88,2 120 127 123,3 76,6
ACT, EA/n 8-45 115,8 99,4 137 78 41,8 28,8
NnAar, EA/n 110-248 586 465 346 305 - 171
CPB, mr/n 0-5 130,2 83 32,4 12 7,5 41

lpumeyaHune. ANIT — anaHuMHamuHOTpaHcdepasa; ACT — acnaptatamuHoTpaHcdepasa; JIAI — naktatgerngporeHasa; CPb —

C-peaKTHUBHbIN 6EN0K.

Note. ALT (AJ1T) — alanine transaminase; AST (ACT) — aspartate transaminase; LDH (JIAI') — lactate dehydrogenase; CRP (CPB) — C-reactive

protein.

TOpaM MNPOTPOMOMHOBOro Kommnaekca (NMPOTPOMOUHOBbLIN
nHaekc — 45,8% npun Hopme 78-123%), YMEPEHHbIN Aedu-
UMT nnasmuHoreHa — 37% (Hopma 58,1-130,6%) 1 aHTuU-
Tpom6buHa lll — 44% (Hopma 69,1-135,9%).

KnuHunyeckum guarHos

OcHOBHOM anarHo3: «[lepBUYHbIN UMMYHOAEDULMUT:
X-cuenneHHbln numdonponmdbepaTtUBHbIK  CUHAPOM
2-ro TMnan.

OcnoxHeHus: 6one3Hb KpoHa, remodaroumtapHbIn TUM-
dormctmoumnTos, yanosatas aputema.

ConyTcTBylOlWMe 3aboneBaHus: BHeOO/IbHMYHAsS npa-
BOCTOPOHHAS cpejHeaofieBass MHEBMOHUSA (pPEKOHBanec-
LLEeHT), BTOpMYHaAA KoarynonaTtus, OGpoHXMasbHas acTma
(aTonnyeckasa dopma, MHTEPMUTTUPYIOLLEE TEeYeHue, BHEe
060CTpEHHUS), aTONNYECKUIM EPMATUT, CE30HHbIN PUHOKOHb-
IOHKTUBUT, ractpoasodareanbHas pedriokcHas 601e3Hb
€ 330harMTom, XpOHUYECKUIM MOBEPXHOCTHbIN FaCTPUT.

AnddepeHymanbHas guarHocTuKa

MpoBoannacb guddepeHumanbHas gMarHocTKa ¢ remo-
6/1aCTOCTO3aMM, annacTMYECKUMMU COCTOSTHUSAIMKU, MNEepBUY-
HbIM remodarouuTapHbIM CUHAPOMOM, CUCTEMHbIMK 3a60-
NIeBaHUSIMU COEANHUTENBHON TKaHW U APYTMMU NEPBUYHbBIMMU
UMMyHoAebDULUMTaMK, OCNOKHEHHbIMU TEYEHUEM KONKUTA.

MeauuMHCKME BMeLllaTenbCcTBa

B MANKB npoBoaunacb nynbc-Tepanus IOKOKOPTHU-
KocTepouaamMu (fekcametas3oHom) mM3 pacueta 20 mr/m?2
C nocneaywumMm nepeBoaomM Ha TabnetupoBaHHyo Gopmy.
TaK Kak oTMe4Yanacb gucrammarnobynnHeMus, 6bliM Ha3Ha-
4YeHbl MMMYHOMO6GYAUHbI AN BHYTPUBEHHOINO BBEAEHUS
n3 pacyeta 1 r/Kr. BcBsA3M C BbICOKOM YrpO30M KPOBOTEYEHUS
W pas3BUTMEM BTOPUYHOM TMNOKOArynsiuumn pebeHKy ABaxabl
nposoaunacb TpaHchy3ns CBEXKE3aMOPOXKEHHON Ma3Mmbl.
Ha BTOpoe BBeAeHMe pas3Bunacb annepruyeckas peaxums
B BMAE KPanuWBHWLbl Ha KOXe BEK, He3HayuTelbHas NacTos-
HOoCTb. MHPY3MA Gblna ocTaHoBeHa, BBeaeHO 1,5 ma xno-
ponupamMuHa B/B CTPyMHO, MeaneHHo. MecanasuH B Aose
60 Mr/Kr (TabnetkM KuwevyHopacTBOpUMbIE ANS Npuvema
BHYTPb M MeCTHble GOpMbl B BMAE CYNNO3MTOPMEB) Obin
MCNonb30BaH B KayecTBe 6a3UCHOW Tepanuu Ana nogaep-
¥aHus pemmccumn 6onesHn KpoHa.

B HMWL OATOU wm. OmuTtpusa PoradeBa 6bina nponos-
XeHa Tepanus geKkcametaszoHoM 10 Mr/mM2 ¢ mocTeneHHoik
peayKunen OO3UMPOBKM B paMKax npoTtokona HLH-2004.
bbbl Ha3HayeH ceneKkTUBHbIM MHIrMBUTOp JAK-KMHa3 pyKco-

ANTUHUG 20 Mr/M2 (AnS NPOBUAAKTUKMA PeakLuu «TpaHc-
nnaHTaT nNpotmeB Xo3sunHa» (PTIX) 1 nogaBfieHUs Hexena-
TEeNbHbIX MMMYHHbIX peakuun). B cBa3un ¢ Hanmunem B3K
(6onesHb KpoHa) 6bi1a MHULUMMPOBaAHa MPOTUBOBOCMAN-
TenbHas Tepanus agaaMmymabom.

MpMHMMas BO BHMUMaHWE TSXKECTb TEe4EHUS OCHOBHOMO
3a60/1eBaHNsS U MMelolWmMecs Yy MauueHTa OC/OXKHEHUS,
6bl1n chopmMupoBaHbl NokazdaHua K TITCK. C pogutenamu
nauueHTa npoBedeHa nogpobHasa 6ecefa KaKk 0 npoBee-
HuM TI'CK, TaK 1 0 BO3BMOXHbIX OC/TOXXHEHUSAX (B TOM yucne
M 0 BOBMOXHOM pas3BUTUM NeTanbHOro ucxoaa). OT poau-
Tenen OblI0 NOAYYEHO MUCbMEHHOE MHOOPMUPOBAHHOE
[o6poBobHOE cornacue Ha nposegeHne TICK. Y manbyu-
Ka umeetca 10/10 coBmMeCTUMbIM AOHOP (Maagwnin 6par),
KOTOPbIA MO Aa@HHbIM MeToda MYNbTUMEKCHOW NMra3HoM
LEeNnHOM peakKuuMnm He MMeeT BbllleyKa3aHHOW aeneuuu.
B aBrycte 2022 r. nauMeHTy 6bl1a NpoBeAeHa anjnoreHHas
TrCK.

AnHaMuKa u ucxoabl

Bo Bpems HaxoxaeHns B MAMKE obuiee KanHU4YecKkoe
COCTOSIHME Ha ¢pOoHe NPOBOAUMOMN KOMMIEKCHOW Tepanuu
C HeKoTopbiM ynyylweHueMm. locne nepeBoja nNauueHTa
B HMWL, 4O um. Omutpua PoradeBa u nposegerHunsa TICK
pPa3BUINCHL CNeayloMe OCNOXKHEHUS: TAXeNbI BTOPUYHbIN
UMMYyHOZeDUUMT, npexoasiias runoraMmarnobynMHemus,
debpunbHas HenTponeHus (Ha doHe aHTMBaKTepuasbHOM
Tepanuu Ledennumom, BaHKOMULMHOM, aMUKaLMHOM pas-
pewwunacb). Ha ¢oHe npuema gekcameta3oHa oTMeYanuchb
3Nn304bl apTepuasbHON rMNEepPTEH3MK, B Tepanuio Jo6aBeH
amnoamnuH. C 10-ro gHa nocne TICK Ha6nogannch exe-
OHEeBHble NnoabeMbl TemnepaTtypbl A0 GebpuibHbIX LUDP
B COYeTaHMM C occanrnsaMu Ha GboHe NPUKMUBNEHUS TpaHC-
nnaHTaTta, 6bl1a U3MEHeHa aHTMbGaKTepuanbHas Tepanus,
Ha3HayeH meporieHeM. C Uenbio MOUCKa o4aroB MHOEK-
UMK 6bIN0 NMPOBELEHO WMHCTPYMEHTaNbHOE wWccnefoBaHue
B o6beme Y3W opraHoB 6GPIOWHOW MOMOCTHU, 3IXOKapAMo-
rpadvn, No pesynbraTam KOTOPbIX MNaTONOrMKU BbISBAEHO
He 6bino. Ang anddepeHumanbHON AUarHOCTUKU C MHODEK-
LMOHHOW/UMMYHHOM NIUXOPAAKOM B TeyeHue 3 OHen npo-
BOoAMacb npoba c MMIOKOKopTUKocTepornagamum 1 mr/Kr —
debpunbHas nuxopanKa 6bi1a KynpoBaHa.

Mpn noBTOpHOM rocnutTanu3aumm B OKTA6pe 2022 T.
COCTOSIHME MnauueHTa cTabunbHOe, OTMeYanocb pas3BuTUE
rMNOQYHKLUNKN TpaHCcnnaHTata no NeMKOUMTapHOMY U 3pU-
TPOMAHOMY POCTKaM (IEMKOMNEHUS U aHeMus), Hyxaancs
B PerynsipHon CTUMyNSLMK FpaHynouMTapHo-Makpodaraib-
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Figure. Patient D., 15 years old: clinical course, key events

HbIM KOJIOHMECTUMYNMPYIOLLMM GaKTOPOM C YAOBIETBOPU-
TeNbHbIM FEMaToIOrMYECKUM OTBETOM.

Beayuwas Bepcus runo@yHKLUK TpaHCNIaHTaTa no nen-
KOUMUTapHOMY U 3pUTPOMAHOMY POCTKamM — Mo6o4yHOoe Aen-
CTBME PYKCONUTUHMOA. TMMNODYHKUMA 3pUTPOMAHOIO POCTKA
Ha ¢oHe aepuumnTta B, Ha GoHe Tepanuu oTMevancs npu-
pocT remornobuHa o 95 r/n. [JocToBepHbIX NMpPU3HAKOB
PTIMX BbIABNEHO HE 6bIN0, BUAUMbIX 04aroB MHPEKLMU HET.
Bblpa6oTaHHasi TaKTMKa iedeHns No3Bonunia JOoCTUYb CcTa-
6MNN3aLMK COCTOSHMS NaLneHTa.

MporHos

[lporHo3 HeoAgHO3HayHbIM, TakK Kak TICK npowna
yCrelwHo, AOCTOBEPHbIX Npu3HakoB PTIMX He BbIBNAEHO,
BMAMMbBIX 04aroB MHGQEKLMKM HET, OAHAKO CUTyauuto OTH-
rouiaeT HaauyvMe y nauueHTa OC/IOXKHEHMN OCHOBHOMO
3aboneBaHuns (BTOPUYHBbIM remodarounTapHbli CUHAPOM,
6one3Hb KpoHa).

PekomeHayeTcs panbHenwee HabawogeHwe neguatpa,
remMaTonora, racTpo3HTeposiora, peemaTtosiora ¢ Lenbto paH-
HEro BbISIBIEHUS BO3MOXHbIX OC/IOKHEHUIN, Npeaynpex-
OEeHWUs pa3BUTUA pPeuMauBOB MMelWMxca 3aboneBaHun
M KOHTPONS 06LLEero CoCTOSHUSA

BpemeHHas wKana
XpoHonorus Te4eHuns 6one3Hu naymeHTa [l. n ee Kawoye-
Bble COObITUS MPUBEAEHbI Ha PUCYHKE.

OBCYXAEHME

XJIN gaBngetca KpanHe peakum MMMyHOAeDULUTOM,
0N pa3BMTMA KOTOPOro no 60/blier YacTu HeobxoauMo
3apaxeHune B3b, ogHako B nMTepaType OnucaHbl ciyyau,
Koraa passuTtuio XJ1I He npeawecTBoBasno 3apaxeHme aTum
Bupycom [4]. NMopo6Has cuTyaums npeacrtaBneHa B npuse-
[IEHHOM K/IMHUYECKOM Nnpumepe.

o AaHHbIM Hay4yHOW nMTepaTypbl, NPW OTCYTCTBUM
fle4YeHNs BbIKMBAEMOCTb TaKMX MaLMeHTOB cocTaBasieT
MeHee 20%, 60/blie NOIOBUHbI 60JIbHbIX Malb4UKOB NOruU-
6atoT B Bo3pacTte Ao 10 nert [1]. NpoBeneHne TICK nosso-
INNO CHU3UTb O6LLYIDO CMEPTHOCTb OT 3TOro 3abosieBaHuUs

c 75 0o 29% [15]. NauuneHTy . 6bI1 NO3AHO NOCTaBAEH
AnarHo3s (TonbKo B Bo3pacTte 15 neT), 0AHaKo CBOEBPEMEH-
HO HayaToe Sie4yeHne No3BOJMIO0 AOCTUYb NMOMOXKUTENbHOM
AVHaMUKMK.

[varHoctuka onucbiBaemoro 3aboneBaHus B psae cny-
YyaeB 3aTpyaHeHa BBMAY NOAMMOPOHOCTU €ro NposiBAEHUM.
Ona BepuduKauum guvarHo3a Heob6XoOMMO MOJIEKYISPHO-
reHeTu4yeckoe uccnegosaHue reHoB (SH2D1A, XIAP, MAGT1)
W onpeaeneHne BHyTPUKIETOYHOM aKcnpeccumn 6enkos SAP
n XIAP [16, 17]. MauneHTy OblN0 NPOBEAEHO YKa3aHHoEe
nccnegoBaHne, 0TMEYaNoCh CHUXKEHME IKCMpeccun Genka
XIAP B T- n NK-numdouuTax.

3AK/IIOYEHHME

OnucaHue nauuveHTa AEMOHCTPUPYET PEAKYyl KapTu-
Hy MaHudecTaumun XJIIM y manbyivka B BO3pacTe 15 ner
6e3 npejlecTByoWero 3apaxenua BAb. [lna npaBuibHoOM
NOCTAaHOBKM AMarHosa Heo6XOAMMO MpUBJieYeHUe chne-
LUManucToB pasHbix obnacten. C yyeToM pasBMBLUMXCS
y nauueHTa ocnoxHeHun TICK aBnsetca eanHCTBEHHbIM
3QPEKTUBHBIM METOAOM neyeHusa. Tak Kak XJ1M — 3aTo
HacneacTBeHHoe 3abofieBaHue, PEKOMEHAOBaHO obcene-
[oBaHWe 6paTbeB NauMeHTa, NpoBegeHNe CEMENHOIO KOH-
CYyNbTUPOBAHUSA W MpeHaTaNbHOM AMArHOCTUMKKU MpU BCEX
nocneayomx 6epemMeHHOCTIX MaTepu AN MCKIOYEHUS
POXAEHUSA APYrMX AeTen ¢ AaHHbIM 3a6oneBaHuem [18].

WHO®OPMUPOBAHHOE COIJIACHE

He nonyy4eHo 13-3a OTCYTCTBMS KOHTAKTa C MaLMEHTOM.
[aHHble 0 naumMeHTe 06e3/MYEeHbI.

INFORMED CONSENT

Not obtained due to lack of contact with the patient. The
data was depersonalized.

BbIPAXXEHUE NPU3HATEJ/IbBHOCTH

ABTOpbl  BblpaxkaloT nNpu3HaTenbHoCcTb JIio60BM
EBreHbeBHe JlapuMHOM, K.M.H., OOLEHTY Kadeapbl npone-
[EBTUKN OETCKUX BOne3Hen negumatpuyeckoro gakynbreta
PHUMY um. H.W. NMuporosa, a TaKKe KONNEKTUBY Nevalinx
Bpaven MAKE n HMWL ArOU nm. Amutpus Poravesa.
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