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O6ocHoBaHue. CUHAPOM «HEPHUYHOro MapduHa» y HOBOPOXKAEHHbIX, XapaKTEPUIYIOLMICS LUMPOKO PacrpoCTPaHEHHbLIMU
Y3/10BbIMM MTOPAKEHUSIMU KOXKM, MPEACTaBAAET TPYAHOCTM B AUArHOCTUKE BCAEeACTBME Pa3HOO6pa3HoM 3TMOI0rMU. TMOI0rM-
yeckne GaKTopbl BKIOHAKOT B CE651 BDOXKAEHHbIE MHpEKUNM, BHYTPUYTPOBHYIO reMOIMTUYECKYI0 60/1€3Hb, MYJIbTU(DOKa/IbHbIE
COCyAMCTbIe aHOMasMM U HEOMIACTUYECKME COCTOSIHUS. BpoXKaeHHble HeoHaTa/lbHble IeMKO3bl BASIOTCA peaKuMn 3abose-
BaHUSIMU U ONPEAENSIOTCS, KaK MpaBuio, B TeYeHME NePBOro Mecsila KM3Hu. OnucaHue KIMHU4YeCcKoro ciay4as. B faHHOM
KJIMHUYECKOM Hab1l04eHnM NpeACTaB/eHa NaLMeHTKa ¢ BPOXAEHHbIM OCTPbIM MUEI0ONAHbIM JIEMKO30M M BbIPaXKEHHbIMU KOX-
HbIMW NPOSBAEHUSIMM 3a601€BaHus. JleHeHME BKIIKOYaI0 PUCK-a4anTMpPOoBaHHY0 XMMUOTEPATMIO C NOCAEAYIOLLEN alIoreHHOM
TpaHcnaaHTaunel reMornoaTMYeCcKmnx CTBOJIOBbIX KIETOK OT ran/iongeHTMYHOro JoHopa (oTua). 3aKmoyeHme. BaxKHOCTb MeX-
AMCLMINIMHAPHOIO MoAX0Aa K IEYEHMIO NALIMEHTOB C BPOXKAEHHbLIMM IEAKO3aMU 3aK/TI04aeTCsl B CBOEBPEMEHHOM ONpeaeneHnm
BapuaHTa 3ab0/1eBaHusl, MPOrHOCTUYECKOM rPynbl PUCKA U Havyase nporpamMMHOro J1e4eHus.
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Blueberry Muffin Baby Syndrome in a Patient with Congenital
Leukemia: Clinical Case

Background. Blueberry muffin baby syndrome in newborns is characterized by diffuse nodular skin lesions and it is difficult for diagnosis
due to diverse etiology. Etiological factors include congenital infections, intrauterine hemolytic disease, multifocal vascular abnormalities,
and neoplastic conditions. Congenital neonatal leukemia is rare disease and it is usually revealed during the first month of life. Clinical
case description. This clinical case presents a patient with congenital acute myeloid leukemia and severe skin manifestations. Treatment
has included risk-adapted chemotherapy with subsequent allogeneic hematopoietic stem cell transplantation from a haploidentical donor
(father). Conclusion. The significance of multidisciplinary approach in management of patients with congenital leukemias consist of timely
determination of the disease variant, prognostic risk group, and initiation of programmed treatment.
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OBOCHOBAHME

CuHAPOM «4epHUYHOro MadpduHa» (CYM) (CHH.: cMHAPOM
YEePHUYHOro nupora) ABNSETCA pPeaKMM U Hecneuuduye-
CKMM KJIMHUYECKUM KOXHbIM MaTONIOrMYECKMM MPOSIBIEHU-
€M Y HOBOPOXIEHHbIX, 411 KOTOPOro XapaKTepHbl MHOXe-
CTBEHHblE NATHUCTO-Nanyne3Hble 31eMEeHTbl CUHE-KPaCcHOro
n/vnn GUoNeToBOro LIBETA, CKIIOHHbIE K CINSAHUIO [1]. TepMUH
blueberry muffin baby syndrome wu3HayanbHO WCMONL30-
Ba/icA AN OMMCAHUSA KOXHbIX MPOSIBNEHUN BPOXAEHHOM
KpacHyxu y aeten BO BpeMs 3nMaemMum 3Toro 3aboseBaHns
B CLLA B 1960-x rT. [2]. HoO CHM MoxeT npeactaBnaTb cO60M
W NOCTHaTalbHOE NPOSAB/IEHWE BHYTPUYTPOOBHOIO aKCTpame-
AynnsipHOro remono3a3sa. MNpuynHa AnnTenbHOro gepMasbHo-
ro 9puTPONO33a HeN3BeCTHa. B xoge HopManbHOro aM6puro-
HaNbHOrO Pas3BUTUA 3IKCTPaMeayiapHoe KPOBETBOPEHME
NPOMCXOANT B Psiie OpraHoB (MeyeHb, cenel3eHka v ap.),
BK/IlOYas AepMy; 3Ta aKTMBHOCTb COXpaHsieTcs Ao 5-ro mec
6epeMEHHOCTU 1 NPKU POXAEHMU He onpeaenseTcs [3].

BTopuyHble (MO OTHOLWEHUIO K 3KCTpaMeaynisipHoOMy
KPOBETBOPEHMIO) MOPAMKEHUS KOXM Y HOBOPOMKAEHHbIX
W AeTen NepBOro rofa M3HW MOryT pa3BMBaTbCH BCnea-
CTBME CNeayloLmX NPUYNH:

1) BHYTPUYTPOOHbIE UHPeKUMM (TORCH-nHbeKunn (Toxoplas-
ma — ToKconna3ameHHasa uHpekums; Rubella — KpacHyxa;
Cytomegalovirus — umMTomeranoBupyc; Herpes — repnec),
MUKOMIa3mMo3, X1aMnamnos, MCTepnos, cudunmnc, napeo-
BMPYC, 3HTEPOBUPYC, BMpYChl renatuta B, C, BUY, npoune
BMPYCHbIE N GaKTepuanbHble MHPEKLMN);

2) HecneundUyecKne U3MEHEeHUs KPOoBK (CMHAPOM TpaHC-
dy3unmn 6nnsHela-6nnaHela, HacneaCcTBEHHbIV chepoLm-
TO3, reMonnTMyecKas 60/1€3Hb HOBOPOXKAEHHDIX);

3) HeonnacTUMYyeCcKMe naToNorMyeckne npoLeccbl — Kak
remMaTosiorMyecKkomn, Tak M MHOM NMpMpoabl (MacToUMTO3,
rMCTUMOLMTO3, HermpobnacTtoma, pabaoMnuocapKkoma, nem-
K03) (cM. Tabnuuy) [1, 3].
3noKa4vecTBeHHble HOBooOpasoBaHus (3HO) y HOBOPOX-

[EHHbIX ABNSAIOTCA PEAKMMMU, HO MX BaXKHO Yy4MTbiBaTb MpU

andbdepeHunanbHONM AMArHOCTUKE, B TOM YMCNE KOMXHbIX

NaToNOrMYECKUX COCTOSIHUMIW. B nepnoae HOBOPOXKAEHHOCTH

OAHUM U3 Hanbosiee YacTo BCTPEYAIOLLMXCH OHKOTOMMYECKUX

3a601eBaHN, COMPOBOMXKAAIOLWMXCS KOXKHbIMWU MPOSIBNIEHN-

amMu, aBnseTcsa Henmpobnactoma (HB). Jepmartonornyeckue
nposiBnexHusa npu HB npeacraBnsoT cobon reHepanmM3oBaH-

Hble paccesiHHble MefKMe (< 2 ¢M) NNoTHble 6e3601e3HeH-

Hble nanynbl U/Wan NOABUKHbBIE NMOAKOXHbIE Y3E/IKU CUHETO,

KpacHoro unun puonetoBoro uBeTa [4, 5].

Ewe oaHnm noteHumanbHo datanbHbiM 3HO y HOBOPOXK-
[leHHbIX aBnseTca ocTpbin nenkos (OJ1). UMeHHO npu ocTpoMm
mMuenongHom nevikosde (OMJ1) y 15-20% HOBOPOXAEHHbIX
OTMEYEHbI MOpPaXKeHUs KOxu [6]. HeoHaTanbHbIM NENKO3
K/IMHUYECKN XapaKTepmU3yeTCs KOXHbIMU WHOUAbTpaTamu
Hapsay ¢ renaTonveHanbHbIM CUMHAPOMOM W TMMNEPNENKO-
LMTO30M, B TO Bpems KaK numdageHonatns BCTpevyaeTcs
penko. JleikemMuabl Ha Koxe 06bl4HO NpeacTaBneHbl Gpuone-
TOBbIMU U/WNKN CUHE-CEPbIMU HEGONbLIMMKN 6E€3601E3HEHHDI-
MW nanynamu (y3efikamu), Yalle Ha rofioBe, Wee u TyNoBuLLe.
Buoncus KOCTHOro Mo3ra MOXeT 6bITb HEJOCTATOYHO MHPOP-
MaTMBHOW M3-3@ BO3MOXHbIX C/ly4aeB CMOHTAHHOW perpec-
cnumn OMJ1 M HEBO3MOXHOCTU OMpeAEeneHns BCero crnekrpa
[AMAarHOCTUYECKMN 3HAYMMbIX @aHTUIE€HOB Ha NMOBEPXHOCTU Nen-
KEMUYECKOM KNeTKu [7]. B CBA3K C 3TUM BO3HMKAIOT CNOXK-
HOCTW B OMNpefeNieHUn TaKTUKK JNIeYeHUs, KoTopas 3aBUCUT
OT MMMYHOBMOIOTMYECKNX XapaKTEPUCTUK NenKo3a. Cneayet
OTMETUTb, YTO Yy AETEN NEepBOro roaa xmn3Hu OJ1 xapakTepusy-
0TCA HEBGNAronpPUATHLBIMU KIMHUYECKUMU (TMNEPNENKOLIUTO3,
nopakeHue LieHTpanbHom HepBHOM cuctemsl (LLHC), cnHapom
OCTPOro SIM3Mca OMyXO/n, KPOBOTEYEHUS) U BUOOrMYECKH-

Ta6nuua. MNpUYnHbLI CUHAPOMA «HepPHUYHOro MaddUHa»
Table. Causes of blueberry muffin syndrome

Mpynnbi

3360neBaHMIA 3a6oneBaHue/B0o36yAUTENb

e ToKconia3mos

e KpacHyxa

e LlnTomeranosupyc

e [IpocTou repnec

e Bupyc Kokcaku
BpoxaeHHble e BeTpsiHas ocna
MHEKUMMN e Xnamunauu

e BMY

e T-IMMOTPONHbLIN BUPYC YenoBeKa
e [lapBoBupyc

e Bupyc dnwreiiHa — bapp
e Cudunuc

e Cdepountos

°  ANNoOMMMYyHU3aLMUS

e CuHApOM TpaHchy3um 6nm3HeLa-
6nu3Hela n peTomaTepuHcKas
TpaHcdysus

[emaTonornyeckue
HapyweHus

° HeKeToTMYeCKasi TMNeprimLMHEMHUS
(rnMumHoBas aHuedanonaTus)
* MeBanoHoBas aumMaypus

MeTtabonuyeckue
HapylweHus

e BpoKaeHHbIM MOHOGNACTHbIN NENKO3
Heonnactnuyeckne | e Helpo6nactoma

3a6oneBaHus e BpoaeHHas anbBeonspHas
pa6gomuocapkoma

e MHOXeCTBEHHbIE FeMaHrMoMbl
MlaaeH4YeCKOoro Bo3pacta

BpoxkaeHHble e MynbTudOKanbHbIN

nopaxeHus NIMMbaHTMo3HA0TENMOMATO3

cocynos e CuHAPOM rony6oro pe3amHoBoro
Mny3bIp4aToOro HEBYCa U MHOXECTBEHHbIE
rMOMaHrMoMbl

e JlaHrepraHCOKIETOYHbIN TMCTUOLNTO3

rme
Apy e HeoHaTanbHasa KpacHasi Bo/l4aHKa

MU (OBGHapyXeHue LMTOreHeTUYECKUx nepectpoek KMT2A)
0COB6eHHOCTAMM 0onyXxonu. C y4eToM HebGnaronpuUaTHbIX GaxTo-
pPOB NporHo3a peaynbratbl neveHns OMJTy HOBOPOXKAEHHbIX
0CTaloTCA HEeyA0BNETBOPUTENbHBIMU [8].

B [aHHOM KAMHWYeCKOM HabnlogeHun npeacraBlieHa
nauMeHTKa ¢ BpoXaeHHbIM OMJT 1 BblpaXeHHbIMU KOXHbIMU
nposiBNeHnsMu 3aboneBaHus. JleyeHne okasanoch yCrneLHbIm
M BKIOYaNo B cebs PUCK-afanTUPOBaHHYIO XMMWUOTEPaNUIO
C nocneayloLen annoreHHoN TpaHcnnaHTauuen reMonoaTuye-
CKMX CTBOJIOBbIX KNETOK OT raniouaeHTUYHOro JoHopa (oTua).

KNIMHUYECKUIA NPUMEP

O naumeHTe

PebeHoK WN. (oeBo4Ka) OT TpeTben 6epeMeHHOCTH (nep-
Bas 6epeMeHHOCTb — 2002 1., AeBOYKa, 340poBa; BTOpas
6epeEMEHHOCTb — MEAMLMHCKUI abopT; TpeTbs 6epemeH-
HOCTb — HacTosLas), BTOPbIX CPOYHLIX CaMOCTOATENbHbIX
POLOB B rO/OBHOM MpEA/sieXaHUU MpU CPOKE recrauuu
40 Hepn (OCNOXXHEHWUS POAOBON AEeATENbHOCTU: NpexaeBpe-
MEHHbIV pa3pblB MI0AHBLIX 060/104EK — OKONOM/0AHbIE BOAbI
CBET/bIE) C Maccow Tena npu poxkaeHnn 4260 r, oLeHKoM No
wKane APGAR 7/8 6annoB 6blla HanpaBfieHa B OTaeNneHve
WHTEHCMBHON Tepanuu HOBOPOXAEHHbIX. HacneacTBEHHbIN
W anneproaHaMHes He OTArOLLEHbI.

Mpu poxaeHun obpauwany Ha cebsl BHUMaAHWE MHO-
YKEeCTBEHHble HOBOOOpa3oBaHUA pa3mepamun oT 14 X 15
4o 41 X 43 MM, BO3BblLAOWMECS HaL YPOBHEM KOXM,
C LBETOBbIM NOAMMOPOU3MOM — OT KOPUYHEBO-6aArpoBOro
LBeTa A0 CUHIOWHOrO (puc. 1).
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Clinical Observation

KnuHunyeckKoe Ha6noaeHue

Puc. 1. MaupneHntka U., 4 aHa. CocTosiHWe [0 Havana crneumanbHOro neYeHns cornacHo npotokony OMJ1-MRD 2018. Busyanuaupytotcs
MHOECTBEHHbIE Nanysbl U y3/bl AMameTpom o 4,3 cM, 6arpoBO-CHHIOLIHOTO LiBETa

Fig. 1. Patient ., 4 days old. Pre-treatment status, AML-MRD-2018 protocol. Multiple papules and nodes (up to 4.3 cm in diameter)
of purple-blue in color are visualized

UcTounuk: apxns HUWN JOUT dIrBY «HMUL, oHkonorun um. H.H. BnoxmHa» MuH3gpasa Poccuu.

Source: archive of the National Medical Research Center of Oncology named after N.N. Blokhin of the Ministry of Health of Russian Federation.

dusukanbHas gMarHocTMKa

KnuHnyeckoe nccnegoBaHune obLLero aHannaa KpoBu npu
nocTynaeHnn pebeHKka B OTAeNeHue peaHuMaunn U MHTEH-
CMBHOM Tepanuu BbiBMNO: NeiKouutel — 93 X 109/n,
remMornobuH — 162 r/n, TpoM6oLnTel — 209 X 109/5.
JlenkounTapHasa dopmyna He UccnegoBaHa.

Mpn LMTONOrMYECKOM WCCNEeA0oBaHMM KOCTHOMO MoO3ra
Ha BTOPOM [AEeHb YXWM3HU pebeHKa — MyHKTaT KNETOYHbIN,
77% cocTaBnstoT 6/1aCTHbIe KIETKU C MOPPOSIOrMYECKUMMU
yepTamMu MOHOUMUTAPHOW NuHUK anddepeHunpoBKU. Bce
POCTKM HOPManbHOro KOCTHOMO3rOBOr0 KPOBETBOPEHMUS,
Kpome NMMdOMAHOro, yrHeTeHbI. [0 pe3ynstatam LUTOXMMU-
YeCKUX nccnenoBaHuin BepudnumpoBaH anarHos: OMJ1, M5B.

MMMyHObEHOTUN 61acTHOM MONyNsaUMU KINETOK KOCTHO-
ro mosra cootBetrctBoBan OMJ1 ¢ Koakcnpeccuen CD56.
Mo gaHHbIM NMKBOpPOrpammsbl: UMTO3 — 19/3, 6enoKk —
0,2 r/n, apUTpoLmnThl — 64 X 1012/5, 6nacTHble KNEeTKU He
BblsiBfieHbl. [10 AaHHbIM LIUTOreHEeTUYECKOro UccneaoBaHus
6nacTtoB BbiiBIeHa nepecTtponKka reHa MLL. MepecTpoika
[aHHOro reHa fBnseTcs GakrtopoM He61aronpuUsaTHOro Npor-
HO3a, YTO OOBSACHAET Heob6X0AMMOCTb MpoBeAeHUs Gonee
BbICOKOJO3HOM XMMUOTEPANuUM U, TEM HE MeHee, HeyLoBNEeT-
BOpUTENbHbIE PE3YNbTaThl IeYEHHS.

MpeaBapuTenbHbIN AUArHO3

Mo pe3ynbTataM KOMMIEKCHOro obcnefoBaHUst pebeH-
Ky BepuPUUMPOBAH OCHOBHOW KIMHUYECKUM [AMArHo3
«BpoxAEeHHbIN OCTPbIN MUENoUAHbIN Nenkos, M5B-BapuaHT,
Cc KoaKkcnpeccuen CD56, nepectporka reHa MLL. LHC 1.
[pynna BbICOKOrO pUCKa».

[AMHaMuKa u ucxopbl

Ha wecton geHb XU3HU pebeHKy No MeCTy UTenbCcTBa
MHWLMMPOBAHO cneuunanbHoe NevyeHne CornacHo npoToKony
OMJ1-MRD 2018. Mo oKoH4YaHWK Tepanumn AOCTUTHYTa KIUHK-
KO-remaTtofioryeckas, MofieKynspHas pemMuccus no pesynb-
TataM UMMYHODEHOTUMMYECKOrO MCCAefoBaHUS — MWHU-

ManbHas ocTtatoyHas 6onesHb cocTaBnsna 0%, B KOCTHOM
MO3re 61acTbl He 0OGHAPYKEHbI.

B Bo3pacTte 2 mec 14 gHen pebeHOK rocnutann3mpoBaH
B Hay4yHo-uccnegoBaTenbCKUM MHCTUTYT AETCKOM OHKOIOMMM
n rematonornm um. akag. PAMH J1.A. lypHoBa ®IBY «<HMMWL|
OHKonoruun um. H.H. bnoxnHa» MuHsagpaBa Poccun ansa noo6-
ciegoBaHus U NPoOBEeAEHNsT KOHCONMAAUMK B 06beMe BbICO-
KOZO3HOM MNONIMXMMUOTEPANUM C MNOCNeayloWen annoreH-
HOWM TpaHCMNaHTauuen reMonoaTUHECKNX CTBOOBbLIX KIETOK
(anno-TrCK) oT rannouMaeHTMYHOro AoHopa (oTua).

CocTosiHMe nauueHTKM 6bi10 cTabunbHbiM. KnuHuyeckne
nposieneHms OMJ1 otcyTcTBOBanu. KoXHble NOKPOBbI U BUAK-
Mbl€ CIM3UCTble 060104KM BblNi CBOGOAHLIMM OT BbICbINaHWUM.

CornacHo pesynbrataM n1abopaTopHO-UHCTPYMEHTab-
HbIX UCCnegoBaHUi, coxpaHsanacb pemuccus OMJ1. Pexum
npeaTpaHcnIaHTaLMOHHOI0 KOHAULMOHUPOBAHWS BKOYan
TpeocynbdaH 36 r/mM2 Ha -6, -5, —4-it aHu, dnyngapabuH
120 Mr/m2 — Ha -6, -5, —4, —3-i aHu, TMoTena 10 Mr/Kr —
Ha —3- 1 —2-1 HU. UMMyHOCynpeccuBHas Tepanus: pUTyK-
cumab 375 mr/m2 Ha —1-e cyt, abaTauent 10 Mr/Kkr —
Ha -1, +7, +14, +21, +28-1 gHK, unknocnopuH A 1 mr/Kr —
¢ —1 gHq, umknodochammng 50 Mr/Kr — Ha +3-1, +4-1 OHW.
Anno-TI'CK npoBegeHa OT ranjionaeHTM4Horo goHopa (otua)
¢ TunupoBaHuneM 6/10 no HLA-cucteme.

B paHHeM nocTTpaHcnnaHTaumMoHHoM nepuoge (ao 100 cyt
oT TICK) y nauMeHTKM oTMeYanucCb creaytolwne OCNOMHEHUS:
ocTpas peakums «TpaHCniaHTaT npoTuB Xxo3suHa» (oPTIX)
Il cTagmu, ¢ NopaxKeHNeM KOXM (MENKOMATHUCTas CbiMb Ha KOXe
KOHEYHOCTEN, €AMHUYHbIE 3NIEMEHTbI Ha TYNOBMLUE) (puc. 2),
KULIEYHMKa, NeYeHn; BTOpPMYHas apTepuanbHas rmnepTeH3us,
LUMB-nHbeKUMA (TOKYCbl MOparkeHUs: KPOBb, KULLEYHUK), ABY-
CTOPOHHAA MHEBMOHMS, TUNODYHKLMS TpaHCcnnaHTata ¢ pas-
BUTMEM anna3um KpoBeTBopeHus. [poBeaeHHas KOMMNIEKCHas
Tepanus, BKIOYaBWas MNPOTUBOBMPYCHbIE, MMMYHOCYyMpec-
CMBHble, aHTMOaKTepualnbHble, TMNOTEH3WBHbLIE MNpenaparsl,
remoTpaHchy3nmM okazanacb HeapPeKTMBHOW. Pa3BuBLUMECSH
OC/IOXHEHUSI OKa3anucb ¢daTanbHbiMK Ansi 60/bHOW, U OHa



Puc. 2. MaupneHTka W., 3 mec. BudyanuanpyeTcs MENKONATHUCTas ChiMb Ha KOXKeE TyNoBMLLa, KoHeYHocTen. oPTIX, kKoxHas dopma. 27-e cyT ot anno-TICK
Fig. 2. Patient I., 3 months old. Finely-spotted rash is visualized on the skin of the body and limbs. aGVHD, cutaneous form. 27th day from allo-HSCT
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McTouHuK: apxue HUW JOUT ®IrBY «HMUL, oHkonoruun um. H.H. BnoxuHa» MuH3gpaBa Poccuu.
Source: archive of the National Medical Research Center of Oncology named after N.N. Blokhin of the Ministry of Health of Russian Federation.

ymepna Ha 60-e cyt ot anno-TICK no npuyunHe oPTIX, Tskenon
rMNOGYHKLMUM TPAHCMIaHTaTa ¢ pa3BUTMEM anna3nun KPOBETBO-
PEHWSI, CENTUYECKOrO LIOKa, MONMOPraHHOM HE0CTaTOHHOCTHU.

BpemeHHas wKana
XpoHONIOrMsA pasBuUTUA 3ab0/eBaHUsA U €ro KIYeBble
CcOObITUS ANd NauMeHTKU W. npeacTaBfieHbl Ha puc. 3.

OBCYXAEHUE

TepMuH «mnaieHYeCK1n NenKo3» BKItoYaeT BapuaHTbl O,
[MarHo3 KOTOPbIX YCTaHOB/IEH B MepBble 12 MeC XW3HM.
MnapgeHyeckue OJ1 BKIOYaIOT OCTPbIA NMMBOBNACTHbIN nen-
Ko3 (0J1J1), OMJ1, 6unuHenHble n budeHotTunmyeckme OJ1.

BpoxaeHHbin OJ171 peructpupyetcs ¢ 4yactoton 4,3-8,6
Ha 1 M/JIH HOBOPOXAEHHbIX U AWArHOCTUPYeTCH B TeyeHue
nepsoro mecsua »u3Hu [9, 10]. 3a nocnegHue 10 net
B OTEYECTBEHHOM M 3apybeXKHOM nuTepaType OnNncaHo OKO0

200 cny4aeB BpoOXAeHHOro nenkosa [10-12]. CuHApOMBI
OJ1]1 BK/IKOHAIOT @aHEMUYECKUI, remopparnieckum u numaoo-
nponndepaTMBHbii. Kpome Toro, B aebiote 3aboneBaHus
4acTo PErncTpUpyoTCcs MHOEKLMOHHBIR U KOCTHO-CyCTaBHOM
cuHapomebl. Mpu nopaxexnmnn LIHC onpepensietcs oyarosas
unu obemosrosas cumnrTomatuka [13-15].

Hawn6onee yacteimun BapruaHtamm OMJ1, cornacHo PpaHKo-
amMepuKaHo-6puUTaHCKoM KnaccubuKkaumun (French-American-
British; FAB), aBnstoTcg MuenomMoHouuTapHbii (M4) u MOHO-
uuTapHbii (M5) [12]. Opyrue cnydan OJ1 npeacraBieHsbl
ocTpbiMK B- 1 T-nMHENHbIMM NMMOOBAACTHBIMU NENMKO3aMU,
NlenKo3amu cMelwaHHoro ¢eHoTvna. Hanbonee yacTo BbISB-
NI9EMbIMU  LUMTOTEHETUHECKUMU NEepecTponKamMu ABASIOTCS
1(4;11)(921.3;923.3)/KMT2A-AFF1, t(1;22) (p13.3;913.1)/
RBM15-MKL1 w t(8;16)(p11.2;p13.3)/KAT6A-CREBBP.
KnuHu4eckne nposiBAEeHUS BKKOYAKOT renatosiueHasbHbIn
CUHAPOM, pa3BWTME aHEMWYECKOro, remopparMyeckoro,

Puc. 3. NMauuneHTKka W.: xpoHonorus passutus 601e3HU, KtoYeBbIE COBLITUSA

Fig. 3. Patient I.: disease chronology, key events

KPOBETBOPEHUS, KPOME NMMGbOUIHOIO, YTHETEHbI

LlMTonornyeckoe nccnenoBaHmMe KOCTHOro Mo3ara: 77% coctaBnsioT
61acCTHble KNEeTKM ¢ MOPGDONOrMYECKUMM YePTaMn MOHOLIMTAPHOW TIMHUK
onbdepeHUnpoBKN. Bce pocTKM HOpManbHOro KOCTHOMO3roBOro

LinToreHeTnyeckoe nccnegoBaHune: nepecTtporka reHa MLL

Pazsutne oPTIX ¢ noparkeHnem
KOXM (MENKOMATHUCTaN ChiMnb
Ha KOXe KOHeYyHoCTeN,
€IMHNYHbIE 3NEMEHTbI
Ha TynoBMuLLE)

2 veo14 aer il 60-e yroranno-TreK

MHoOecTBeHHble BepuduumposaH MHuumumposaHo Anno-TICK
HOBOOGpa30BaHMs OCHOBHOWM cneunanbHoe
pasmepamu KNMHUYECKMIA AUarHos: Jie4eHune cornacHo
ot 14 X 15 «BporKAeHHbIN OCTpbIv NpoToKony
10 41 X 43 mwm, MMWENOUAHbIN NEeKo3, OMJ1-MRD 2018
BO3BblIlLAOWMNECH M5B-BapuaHT,
Hafj ypoBHEM C KO3Kcnpeccuen
KOXMW, C LLBETOBbIM CD56, nepecTpoiika
nonMumopdmuamMom — reda MLL. UHC 1.
OT KOPUYHEBO-6arpoBoro [pynna BbICOKOro
LiBETa A0 CUHIOWHOro pucka»

lMpnumeyvaHme. oPTIX — ocTpasn peaKkuus «TpaHcnnaHTaT NPoTUB Xxo3siMHar; LUHC — ueHTpanbHas HepBHas cuctema; OMJT — ocTpblii
MUenouaHbiv nenkos; TTCK — TpaHcnnaHTauus reMonoaTMYeCKUX CTBOJSIOBbIX KITETOK.

Note. aGVHD (oPTIMX) — acute graft-versus-host disease; CNS (LIHC) — central nervous system; AML (OMJ1) — acute myeloid leukemia;

HSCT (TIFCK) — haematopoietic stem cell transplantation.
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

MHOEKLMOHHOIO CUMHAPOMOB, nopaxkeHus Koxun u LUHC, Ha-
6nogaemble B 20% cnyvyaeB. OTIMYUTENBHON 0COBEHHOCTbIO
SIBNSETCA BO3HUKHOBEHME CMOHTAHHOM PErpeccun B HEKO-
TOpbIX ciyy4asax, ocobeHHo npu OJT ¢ TpaHcnokauunen t(8;16)
[12, 16]. TpaHcnoKkaumn u Tpucomuun 21, 11923 u t(1;22)
(p13;913) aBnstoTcs Hambonee pacnpocTpaHeHHbIMKU op-
MamMu XPOMOCOMHbIX abeppaLni, COYETaHHbIMU C HEOHa-
TanbHbIM NENKO30M. ITU UMTOreHeTU4ecKMe aHoMasuu,
O6GHapyXEeHHbIE B TEMKEMUYECKHMX KIIETKaX HOBOPOXKAEHHbIX
W MNafeHuUEeB, SBHO OT/IMYAtOTCS OT TaKOBLIX Y AeTeN cTapLie-
ro Bo3pacrta M B3POCAbIX, 1 3TO MOXET YaCTUYHO OOGBACHUTb
YHUKabHble GMONOTMYECKME XapaKTEPUCTUKM 3abosieBaHUsA
B JaHHOM BO3pacTHoM rpynne [17-21].

YacTtota nopaxeHusa koxu npu OJ1 konebnetcs ot 15 go
60% y oeten nepBoOro roga *u3Hu, npu atom B 40-50% cny-
4YaeB [JaHHbIA CUMMTOM MOXET ObiTb MNEPBbIM NPOSBAEHUEM
CUCTEMHOrOo 3aboneBaHus [17, 22]. KoXKHble 3/IEMEHTbI Yallle
BCEro npeacraBfeHbl MAOTHBIMU MOABMMKHBIMU BUONETOBbI-
MU FeHepann30BaHHbIMKU NanynaMu Uan ysnamu agnaMeTpom
0o 1-2,5 cm, 4TO NpuaaeT UM CXOXKECTb C Arogamu YepHUKM.
Mogo6Hasa ApKas KIMHWYECKasl Mpe3eHTauus cTafa OCHO-
BaHMEM AN 06beauMHeHus 3Tux npusHakos B CHM [23].
CornacHo nuTepaTypHbIM AaHHbIM, KOXKHble NPOABAEHUS NP
CYM B pedKux cnydasix MMelT CKIOHHOCTb K CMOHTaHHOM
perpeccun npu OJT y aeten nepBoro roga *KM3Hu, HO TOUHbIN
MeXaHM3M JaHHOro ¢eHomMeHa noKa HeussecTeH [18, 19].
Y 6onblmnHcTBa 60/bHBIX OJ1 N0 Mepe NPOBEAEHNS CUCTEMHOWM
XMMUOTEPANUM NPOUCXOANT PEFPECC U KOXKHbIX MOPaXKEHU.

3AKJ/IIOMEHUE

OOHUM M3 MNepBbIX CUMMNTOMOB BPOXAEHHOro NenMKosa
MOTYT GblTb KOXHbl€ NPOSBAEHUS 3a601eBaHUs, YTO ANKTYET
HEO0BX0AMMOCTb MOBbILEHNST OHKONOTMYECKOW HACTOPOKEH-
HOCTW Cpeau [AepMaTtofioroB, HEOHATONOroB U MneavaTposB,
HabnoaaLWmMX AeTEN NepBOoro roga »n3Hu. NoHnmaHe BO3-
MOXHOCTU 3KCTpameaynnsipHblx npossneHnn OJT nomoxKeT
BKIOYNTb gaHHoe 3HO B anddepeHumanbHo-anarHocTmye-
CKUW psaa OepmaTtosiorMYyecKmMx MNaTonorni, CBOEBPEMEHHO
06paTnTb BHUMAHWE Ha U3MEHEHUS B O6LLEM aHaNn3e Kpo-
BM M COKPaTUTb AMArHOCTUYECKUI 3Tan, a B pe3ynbrate —
HayaTb crneundryecKoe MPOTUBOOMNYXONEBOE NEKapCTBEH-
HOe nevyeHne B ONTUMasibHO KOPOTKME CPOKM.

UWHO®OPMUPOBAHHOE COINIACUE

OT poauTenst naumeHTa Nosy4eHo NMcbMeHHoe MHGOPMUPO-
BaHHOe A06POBObHOE corflacue Ha Ny6nnMKauumio pesynbraTtoB
ero o6cnefoBaHus U edeHus (oata nognucanus: 16.08.2023).
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consent on publication of examination and treatment results
(signed on: 16.08.2023).
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