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DICER1-CUHAPOM C AEBIOTOM SMBPUOHAIbHOU PABJOMNOCAPKOMbI @
Cneckiog

FEHUTAJINA HA MEPBOM roply »K1U3HW: ONMUCAHUE KIIMHUYECKOIO CJTYYASA
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DICER1-cMHApOM — pefiKoe MOHOreHHoe 3aboneBaHune ¢ ayTOCOMHO-AOMUHAHTHbIM TUNOM HacnepoBaHus. benok DICERT
yyacTBYeT B perynsaumm sKCnpeccum reHoB npu nomoLy MukpoPHK, n HapyLeHne ero yHKLUN MOXET NPUBOAUTb K BO3-
HUKHOBEHWUIO OMNyxoseln pa3nnyHom nokanmsaunn. MpeactaBneH KNMHNYECKMI CyyYail SMOproHanbHOM pabaoMr1ocapKombl
(3PMC) maTku 1 Bnaranvwia, feboTmpoBaBLUen y NaureHTKN B BO3pacTe 6 Mec C nocsieyowmum pa3sutnem GonnKynapHom
y3n0Bow 6one3Hun wutoBugHom xenesbl (PYBLLXK) B 13 net 9 mec. MNpu npoBefieHN MONEKYNAPHO-FeHeTUYeCcKoro obcse-
[l0BaHWA BblsIB/IEH reTEPO3UTrOTHBIN NaToreHHbI BapuaHT p.Arg1003Ter B reHe DICERT (NM_030621.4). HacTtoAawee Habnto-
[leHVie NoAYepPKMBaET BaXXHOCTb COONIOEHNA YETKOrO AMarHoCTMYeCcKoro anroputma npu segeHun naumeHtos ¢ OYBLLK
1 3/10KaYeCTBEHHbIMY HOBOOOPa30BaHUAMM B aHaMHe3e, a IMEHHO MPOBefleHNA CBOEBPEMEHHOW MONEKYNAPHO-TeHeTnYe-
ckom gnarHoctnku DICERT-cungpoma. SPMC reHuTanuii cnegyet pacCMaTpuBaTb Kak BepOATHbIN KomnoHeHT DICERT-cuH-
OpOMa, Nocsie NOATBEPXKAEHMA KOTOPOro HEOOXOAUM CKPUHWHT APpYTX NPOABNEHNI CUHAPOMa (3aboneBaHuns).

KJTIOYEBbIE CJIOBA: DICER1-cuHOpoMm; 3M6pUOHAnbHAA pabooMuocapkomMa Mamku U 81a2anuuid; osIuKyaspHAs y3108as 601e3He uumo-
BUOHOU enes3sbl.

DICERT-SYNDROME WITH MANIFESTATION OF GENITAL EMBRYONAL RHABDOMYOSARCOMA
INTHE FIRST YEAR OF LIFE: CASE REPORT
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DICER1 syndrome is a rare monogenic disease with autosomal dominant inheritance. DICER1 protein is involved in the reg-
ulation of gene expression by microRNAs. Changes in the expression of DICER1 can be associated with various cancers.
A 13,8-year-old girl with a history of embryonal rhabdomyosarcoma (ERMS) of uterine cervix and vagina excised at 6 months
of age is presented with a thyroid follicular nodular disease (TFND). Molecular genetic examination revealed a heterozygous
pathogenic variant p.Arg1003Ter in the DICERT gene (NM_030621.4). The presented case emphasizes the importance of
molecular genetic diagnosis of DICER1 syndrome in a diagnostic algorithm in the management of patients with TFND and
history of malignancy. Considering ERMS of genital tract as a probable component of DICER1 syndrome it is necessary to
screen for other manifestations of the disease as well.

KEYWORDS: DICER1-syndrome; embryonal rhabdomyosarcoma of uterine cervix and vagina; thyroid follicular nodular disease.

AKTYAJIbHOCTb

OHKOMaToMoOrMsl 3aHUMaeT OfHO W3 Beaywux MecT
B CTPYKType 3a60neBaemMoCcTu U CMEPTHOCTU BO BCEM MUPE,
UTO [JenaeT Ype3BblYaliHO aKTyaslbHbIM M3y4YeHWEe MOJEKy-
NAPHBIX MEXaHM3MOB Pa3BUTUA OMyXOJel, OTKPblBaloLlee
NepCcrneKTBbI 4J1A COBEPLLUEHCTBOBAHUS PAHHEN AMArHOCTW-
KW 1 CO3[aHMA HOBbIX MOAXOAOB K JieueHuto. Ocoboe mecTo
B CTPYKTYpe OHKOJOrMYeCKuX OoNie3Hen 3aHMaloT Hacnea-
CTBEHHbIE CUHAPOMbI, KOMMOHEHTOM KOTOPbIX HEPEAKO SiB-
NATCA SHAOKPUHHbBIE onyxonu. K umcny Takmx COCTOSHUIN

oTtHocuTca DICER1-cmHgpom — pegkoe MoOHoreHHoe 3abo-
neBaHue C ayTOCOMHO-AOMVHAHTHbIM TUMOM HacllefoBaHWA,
KoTopoe 06yCnoBfAeHO MyTauusMU B OLHOUMEHHOM FeHe.
Bbenok DICER1 yyacTByeT B perynaumm sKCnpeccum reHoB npu
nomowwy MUKPOPHK, HapylueHne ero ¢dyHKLMU MOXeT npu-
BOAMTb K HEKOHTPONUPYEMOW nponudepaunm n BOZHUKHO-
BEHVIO ONyXonen pasnnyHon nokanmsauynm. CambiM 4acTbiMm
nposeneHnem DICER1-cnHgpoma aBnaetca GonnmkynapHas
y3noBasa 6onesHb wWutoBugHom xenesbl (OYBLLXK), koTopas
MOXET ObITb AUHCTBEHHBIM MPOABIEHVEM CMHAPOMA, a Tak-
»Ke coyeTaTbCA C APYrMMKN ero KOMnoHeHTamu. B HacToAwwen
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CASE REPORT

ny6nuKaumm Hamu npeacTaBneHo onuncaHne cnyyaa OYBLLK
y 13-netHen naumeHTKY, y kotopon DICERT-cnHppom maHu-
decTmpoBan B Bo3pacTte 6 MeC 3MOpPrOHaNIbHON pabaommo-
capkomoi (9PMC) maTkm 1 BRaranuLya.

OMUCAHUE CNYYAA

MNaumeHTKa P. noctynuna B 3HAOKPUHONOrMYeckoe oOT-
nenenuve POKB B Bo3pacTte 14 net 9 mec ¢ HanpasnawLWwmm
AMarHo3oMm: «<HeToKCMYecKnii MHOTroy310BO 306».

M3 aHamHe3a 13BeCTHO, UTO pebeHOK OT TpeTbel bepe-
MEHHOCTU, NpOoTeKaBWel Ha GOoHe apTepuanbHON runep-
TEH31W, TPETbUX CBOEBPEMEHHbIX onepaTuBHbIX pogos (KC).
Bec pebeHka npu poxpgeHun — 3200 r, gnnuHa — 50 cm.
OueHka no wkane Anrap 7/8 6annos. Ha nepsom rogy »*us-
HU Habnoganacb HEBPOJIOrom ¢ AmMarHo3om: «[lepuHaTanb-
Hoe nopakeHune LUHC».

HacnenctBeHHbIn aHamHe3 oTArolleH: 3aboneBaHue
LMTOBUAHON Kene3bl y MaTepy — TOUHbIE flaHHble OTCYT-
CTBYIOT, MPVHMMAET IEBOTUPOKCUH HATPWA; Y TeTU NO Marte-
PUHCKOW NINHWM TUPEOUIIKTOMMA MO nosofy Jobpokaue-
CTBEHHOTO Y3/13; 6paT 1 CecTpa, Co C/IOB MaTepW, 3L0POBbI.

B BO3pacTe 6 mMec BnepBble MamoW OBHapyXeHo ony-
XoneBugHoe obpa3oBaHMe B 06acTU HAPYXHbIX MOJSIOBbIX
OpraHoB, KOTOpoe Obiio yAaneHo; Mo AaHHbIM FUCTOMO-
rMM — KanunnapHasa reMaHrmomMa. B Bospacte 8 mec B cBA3n
C 3a[lepXKKOWM MOYEUCnyCcKaHusA feBouka Obina rocnutanu-
3MPOBaHa B XUPYpPruyeckoe oTaeneHue, rae B obnacty no-
NoBOW LWenn oB6HapyXeHO onyxoseBugHoe obpasoBaHue,
CAaBNMBaloLLee OKpyXawwue TKaHW. YacTb onyxonu yaa-
NeHa, No pesynbTaTaM rMCTONOrMYeckoro ucciefoBaHma —
6oTpuongHaa pabgommocapkoma. Mocne 4 kypcos [MXT
B Bo3pacTe 11 mec 6bina NpoBeeHa nanapoToMus, SKCTUP-
nauuva maTKku 1 BRaranuia ¢ onyxosbto. B rmuctonpenapartax
Tesla MaTKM 1 CTEHOK Baranuiia onpeaenaeTca onyxosesas
TKaHb, MMeloLLasn cTpoeHne 60TprongHol pabgommnocapko-
Mbl C ABJIEHUSIMU TepaneBTnYeckoro natomopdosa 2 ctene-
HW. B ructonpenapartax ANYHMKa ONYXONEBbIX K/IETOK He Bbl-
ABneHo. B nocneonepayoHHOM nepuoge fONONHUTENIbHO
nposegeHo 5 kypcos [MXT u Kypc nyyeson Tepanunu.

B 13 ner 9 mec BnepBble npu Y3N wwmtoBMa-
HOWM »>Kene3sbl OblIN BbIABIEHbI MHOXXECTBEHHbIE Y3/ibl
(eamHnuHOe y3noBoe o6pa3oBaHMe B MNpaBol pone
12,0x6,0x8,0 MM, a TakXe ABa 06pPa30BaHNA B IEBOW gone
10,0x7,5x11,0 mm 1 12,0x8,5x9,5 MMm) obwwmin ob6bem Ke-
nesbl — 7,7 cm®, TIRADS-IIl. PervoHanbHble numdaTtunye-
CKMe Yy3/bl He UW3MeHeHbl. B ropmoHanbHoMm npodune:
TTr — 1,3 mEa/n (Hopma 0,4-4,0); cBT4 — 11,0 nmonb/n
(Hopma 10,48-17,29); ¢8T3 — 5,4 nmonb/n (3,34-5,79);
KanbUWUTOHWH <2 nr/mn (Hopma <11,5); TupeornobynmH —
23,39 Hr/mn (Hopma 1,59-50,0). Mpwn nccnepoBaHUM OHKO-
MapKepOoB NaToNIOrUU BbIsIBIEHO He 6bino.

Mpu nocTynneHnn: COCTosHWE YOOBNETBOPUTENBHOE.
SDS pocTta=-3,49; SDS UNMT=+2,1. lNocneonepaynoHHbI
pybeu Ha nepepHei GPIOWHON CTeHKe — 6€3 NPU3HAKOB
kenomvpga. HapylieHne ocaHKM MO CKOMMOTMYECKOMY TUMY.
Mo BHYTpeHHUM opraHam — 6e3 ocobeHHocTel. LLuToBua-
HaA »enesa nanbnatopHo — 1 cTeneHb no BO3, KNnHuye-
CKU: 3yTUpeo3. HapyHble nonosble opraHbl chopmMrpoBa-
Hbl MO XeHCKoMy Tuny. TaHHep 4. MeHCTpyaLumn OTCyTCTBYIOT.

Mpu Y3 wntoBUOHON *enesbl pasMepbl He yBennye-
Hbl, 06beM — 7,7 cv®. Mepeweek — 2 mMm. lNpaBasa pons
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40x12x19 mm (4,4 cm®, nesasa gona 36x12x16 mm (3,3 cwd).
KoHTypbl HEpPOBHbIE, YETKMNE. IXOT€HHOCTb NMapPEeHXUMbI He 13-
MeHeHa, CTPYKTypa ogHopogaHas. Backynapusauuva npn UAK
He n3MeHeHa. B ueHTpe n B BepxHeM nonce No 3agHen no-
BEPXHOCTM MPaBON A0NM BU3YaNn3NpPyeTca SXOHeraTMBHOE
KMCTO3HOEe 0bpa3oBaHue 24x8x15 MM u 5x4x8 mm 6e3 a¢-
dekTa ycuneHus Y3-curHana, ¢ O4HOPOAHBIM COAEPKUMbIM
N POBHBIMW YETKMMK KOHTYPaMU, MHOXKECTBO MENKMX KUCT.
B neson pone knctbl pazamepamu 10x7x9 mm 1 8,5x4,5x7 Mm,
MHOXECTBO MEJIKNX KUCT. B npoeKummn napamToBrAHbIX »Ke-
ne3 naToNorMyeckmx 3X0-CUrHanoB He BbiABNEHO. PernoHap-
Hble NMMaTUUYECKUE Y3JIbl HE N3MeHEeHbI. 3aK/ioUYeHre: MHO-
YKECTBEHHbIE KNCTO3Hble 00pa3oBaHnA (KonongHble) 0benx
ponen wutosuaHom xenesbl, TIRADS 1.

Y3W opraHoB manoro Tasa: maTka W Bnaranuiie ygane-
Hbl; MPaBbIN ANYHUK 21x10x18 MM ¢ donnmnkynamm o 3 MM,
NEBbIN ANYHUK He BuU3yanusmpyetca. CBO6OgHasA XNOKOCTb
1 JOMOJSIHWTENbHble 06Pa30BaHMA B MasloM Ta3y He BbisiBle-
Hbl, BblpaXeHHbIN CraeyHbIn npouecc. PernoHapHbie num-
dbaTnyeckue y3Jbl He M3MEHeHbl. 3aK/toUYeHne: CoOCTosHue
nocsie aKCTUPNaLun MaTkmn 1 BRaranmia.

lopmoHanbHbit npodunb: JI — 2,08 ME/n (Hop-
ma 0,5-13,1); ®CI — 6,36 ME/n (Hopma 0,3-7,8); TecTo-
ctepoH — 0,64 Hmonb/n (Hopma 0,49-1,7); acTpagu-
on — 164,16 nmonb/n (Hopma 0-936); TTI — 1,29 mEa/n
(Hopma 0,4-4,0); cBT4 — 11,48 nmonb/n (10,48-17,29);
cBT3 — 4,63 nmonb/n (3,34-5,79); AT-TNO — 0,39 ME/mn
(0-5,61); kanbunToHUH — 1,10 nr/mn (Hopma 0,50-6,40); Tn-
peornobynuH — 23,71 Hr/mn (Hopma 3,50-77,0).

[nA yTouHeHMA AnarHo3a npoBefeHa MONEKYNAPHO-Te-
HeTuYecKaa AuarHocTuka. [oNHO3K30MHOEe CeKBEHUPO-
BaHMe OCyLlecTBAsANOCb Ha npubope G-400 (MGI Tech)
C WCMONb30BaHVEM paHee OMMCaHHOro J1abopaTopHOro
npoTokona [1]. UHTepnpeTauma KIANHUYECKON 3HAYMMOCTM
BbISIBJIEHHbIX BAapWaHTOB MPOM3BOAMIACb B COOTBETCTBMM
¢ Kputepuammu ACMG [2, 3] ¢ ucnonb3oBaHnem 6a3 AaHHbIX
BapWMaHTOB U NNTEPATYPHbIX MCTOYHUKOB.

B pesynbrate [JHK-aHanu3a y naumeHTKM ObGHapyeH
BapWMaHT HYKEOTUAHOW MNOCNefoBaTeNbHOCTU B 3K30HE
21 reHa DICERT (chr14:95572101G>A) B reTepo3nMroTHOM co-
CTOAHNN, NPVBOAALLNI K NOABNEHNIO CaiTa MPeXAeBpeMeH-
HOW TepMrHaLMn TpaHcnALMK B KogoHe 1003 (p.Arg1003Ter,
NM_030621.4). MNpn obcnegoBaHUM MaTepy AaHHbIA Bapu-
aHT 06Hapy»eH He 6bl.

BbisBneHHbIN Hamu BapuaHT p.Arg1003Ter 6bin paHee
OMNUCaH y MauMeHTKK, Y KOTOpOl Obifio AMArHOCTMPOBAHO
3 komnoHeHTa DICER1-cmHgpoma: QYBLLXK n nnesponerouy-
HasA 6nactoma (B Bo3pacTe 16 neT) 1 SHOOMETpUaNbHasA age-
Hocapkoma (B 27 ner) [4].

OBCYXAEHUE

leH DICERT reH noKann3oBaH Ha ANVHHOM neve 14 xpo-
Mocombl (14932.13) n kogupyeT 1922-aMUHOKUCIIOTHDIN
6enok DICER1, Takke U3BECTHbIN Kak pnOOHYKIeasa Knac-
ca 3 (RNase lll) [5]. B cocTaB 6enka BXOAAT HECKONBbKO QYHK-
LMOHAa/NbHbIX JOMEHOB, B TOM YUCJIE: XENINKA3Hble JOMEHbI
DExD/Hbox n HELICc; nomeH TRBP-BD, oTBeuatowwmin 3a cBa-
3bIBaHUe PHK-cBA3bIBalowWEero 6esika B OTBET Ha TPAHCAKTU-
Bauuio; pnboHykneasHble fomeHbl RNase llla n RNase llib;
1 fomeH dsRBD, oTBevatoLmii 3a CBA3bIBaHWE ABYXLIENOYey-
Hon PHK [6].
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benok urpaet ogHy n3 KnoyeBblX ponen B Tak Ha3blBa-
emoin PHK-uHTepdepeHunn — npouecce nogaBneHns dKc-
npeccmm reHa npu nomowm Manbix monekyn PHK. DICER1
OTBeYaeT 3a NPOLECCUHT KOAUPYEMbIX TapreTHbIMU FreHamu
MOJieKyn npepwectBeHHNKoB MUKPOPHK (npemunkpoPHK)
B 3penble MuKPoPHK, npeBpaweHnn aByxuenoyeyHbix
PHK B manble nHtepdepupytowme PHK, a Takxe yyacteyet
B cbopke n PyHKLUMOHMpPoBaHNK PHK-6enkoBbIx KOMMNeK-
cos RISC [6].

Bnepsble nauneHTbl ¢ DICER1-cnHapomom 6binn onnca-
Hbl O’Brien n Wilansky [7], koTopble 3anogo3pwnu Hacnea-
CTBEHHbIA MEXaHW3M Pa3BUTUA OMyXONen Npu CoYeTaHUu
MHOrOY3/10BOro 306a (B COOTBETCTBMM C HOBOW Knaccmou-
Kauuen [8], donnukynapHaa ysnoaa 6onesHb WUTOBUA-
Hon xene3bl, OYBLLUX) n onyxonei ns knetok Ceptonu-fle-
ngura. Mexxgy Tem repMmrHanbHble MyTaumm B reHe DICERT
KaK [lI0Ka3aHHasA MpryYnHa HacsieiCTBEHHOW onyxonu 6binu
BrepBble BbiAB/IEHbI NPU APYrov NaTonorum — nneBpone-
rouHou 6nactome (MJ16) [9]. Hill ¢ coaBT. npu ob6cnegoBaHnn
cemel, A1 KOTOpbIX paHee 6blso onucaHo coyetaHue MJ1b
¢ apyrumun onyxonamu [10], ncnonb3ya metos NO3NLMOHHO-
ro KIOHMPOBaHUA, YCTaHOBMIN CBA3b MATONIOTK C JIOKYCOM
reHa DICERT v BbIABUNWN TeTEPO3UTOTHbIE FEPMUHAJbHbIE
MyTaLuun B JAaHHOM FreHe BO BCEX CEMbSX, BKJTIIOUEHHbIX B MC-
cnepoBarue [9]. MJIb OTHOCUTCA K YacCTbiM MPOABIEHUAM
DICER1-cMHApOMa, KaK M OMyXOnu AWYHWKOB M3 KIIETOK
Ceptonu-Jlengura, ®YBLLUXK n KuctosHasa Hedppoma [6, 11].
K 6onee pegkmm KOMMOHEHTaM CUHOPOMA OTHOCATCA M-
6puoHanbHaa pabgomuocapkoma (3PMC) ¢ pasnmuHon
nokanusaumven, anddepeHUMpPOBaHHaA TUPEOKapLUHOMa,
onyxonb Bunbmca, 10BEHUSbHbIN ramapTOMaTO3HbIN NONu-
Nno3 KULIeYHUKA, MeaynosnuTeMoMa LUnanmapHoro Tena,
Ha3anbHaA XOHAPOME3VHXMMaJibHas ramapToma, 6nacro-
Ma rmnodusa 1 nuHeobnactoma [6]. PacnpocTpaHeHHOCTb
DICERT-cMHApOMa TOYHO HeM3BECTHA, OfAHAKO MOKa3aHo,
YTO NONYNAUMOHHAA YaCTOTa NAaTOreHHbIX BAPMAHTOB B reHe
DICER1 coctaBnset 1:10600 [12]. Kak u npu gpyrunx Hacneg-
CTBEHHbIX OMYXONEeBbIX CMHAPOMAX, PUCK Pa3BUTUA OMyXO-
nen npu DICER1-cmHgpome yBenuuvBaeTca C BO3pacToM
n coctaenaeT B 10 1 60 net 5,3 1 31,5% B CpaBHEHWM C 06Le-
NoNynAUMOHHBIM PUCKOM ANA AaHHbIX BO3PACTHbIX rpynn
0,17% w1 6,6% cooTBeTCcTBEHHO [13, 14].

3PMC kak komnoHeHT DICER1-cuHpgpoma BrnepBble 6bin
ynomsHyT Foulkes ¢ coaBT. npu onucaHnn 7 cemen, B 3 U3 Ko-
TOpPbIX ObIsI0 0OTMeUeHo coveTaHme DPMC wenku matkm 1 QYb-
LLIPK, amarHoctnpoBaHHbIX B Bo3pacTte 14-17 netn 14-19 net
COOTBETCTBEHHO [15]. Bo3pacT gebiota SPMC pasnnyHom no-
Kanmsauum 3HaunTenbHO BapbupyeT. [okasaHo, uto 60Tpu-
onpaHaa SPMC c BnaranuvHOM NOKanu3auuen BbIsBASETCA
nperMyLLEeCTBEHHO Y AeTen paHHero Bo3pacta (0-9 net, me-
OraHa — 21 mec), Torga Kak onyxonu € LepBrKaabHOW 1o-
Kanusauuen xapakTtepHbl ania 6onee cTapluern BO3pacTHON
rpynnbl (11-19 net, megnaHa — 15 neT) [16, 17]. Cnepgyet
TaK)Ke OTMeTUTb, YTO BarnHanbHble DPMC KpaliHe pefKko ac-
counmpytoT ¢ DICERT-cuHgpomom. Tak, B 0630pe Apellaniz-
Ruiz ¢ coaBT. npuBogATca AaHHble no 46 cnyyaam SPMC
reHNTanbHOro TPaKTa, accoynmnpoBaHHbiM ¢ DICERT-cuHapo-
MOM, CpefiM KOTOPbIX OblI0 TONBKO 3 MaLMEHTA C OMYXOJblo
Bnaranuwa B Bospacte 5, 13 n 14 net [18]. B gocTynHbIX Ha-
YUHO-MEAMLMNHCKUX MCTOYHMKAX Mbl He Haliy OnmMcaHuA
DICERT-accoummpoBaHHbix SPMC Bnaranuiia y geten nep-
BOro rofia usHu. MimeHHo 6otpuromngHas 3PMC 6bina BbisiB-
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NeHa y Halel nauneHTKN B Bo3pacTte 6 mec. [laHHasa dopma
3a60/1eBaHMSA, KaK NPaBuo, CONPOBOXKAAETCA BarMHaNbHbIM
KpoBoOTeueHrieM, OONbIO 11 OMyXONeBbIM Pa3pacTaHUEM, UTO
1 6bINI0 NPUYMHON NEPBOrO IKCTPEHHOIO 0bpaLleHna poau-
Tenem naumMeHTKN K Bpadam.

QYBLPK ABnAeTcA cambiM  4YacTbiM  MpPOABJIEHMEM
DICER1-cuHgpoma [11], KoTopoe 06blUHO MaHudecTMpyeT
B Bo3pacte oT 10 go 30 et 1 yaule HabnOAETCA Y XKeH-
WwuH [6, 11]. Cama no cebe QYBLLXK He sBnaeTca cneundunu-
Hon ana DICER1-cnHapoma, HO BbiIBNIEHNE ee B LETCKOM
BO3pacTe 1 B COYETAHWM C IOOLIM APYTUM KOMMOHEHTOM
CUMHAPOMA C 6ONbLUION BEPOATHOCTBIO YKa3blBaeT Ha CBA3b
c DICER1 [19]. K 6onee peaKum BapuaHTam TMPEOUAHON na-
Tonorum, accoymmnpoaHHon ¢ DICER1-cuHgpomom, OTHO-
catca GONNMKYNsipHaa afleHoMa C NanuiiAipHOWN apxuTek-
Typoun, GoNnuKynApHas KapuvHOMa LYMTOBMAHONW Xene3bl
W NanuanApHas KapuuHoMa LWMTOBUAHON xene3bl [20, 21].
HecmoTpa Ha 10, uto npu DICERT-cMHApOoMme puCK pa3BuTus
TUPEOKapLMHOMbI YBennunBaeTca B 16-24 pasa [22], 60onb-
WUMHCTBO 3KCMEPTOB CYUTAKOT, YTO TaKTUKa HabnogeHus
NMauneHTOB He JOJKHA OTNINYATbCA OT TaKOBOW NMpu ApYrnx
Y3/10BbIX 06Pa30BaHNAX WMTOBMAHON »efe3bl, 1 caMm ¢paKT
BblAABNEHWA repMrHanbHon MyTauumn B reHe DICERT He aBns-
eTCA NnokasaHuem ana Tupeongaktomun [22, 23]. Y nauneH-
ToB ¢ QYBLXK npeanaraetca nposoautb Y3 wmntoBnaHOM
xenesbl 1 pa3 B 6 Mec, N0 pe3ynbTaTaM KOTOPOro onpege-
NATCA NoKa3aHmAa K TAB n ganbHenwmm BmeLllaTenbCTBam
[22, 23]. PekomeHayeMan TakTUKa Takxe bbinia BblbpaHa ann
HabnoAeHnA 3a NaLWEHTKOW, ONMCaHHON B IaHHOW CTaTbe.

3AKNIOYEHUE

Hamn npepctaBneH KAMHUYECKUIA Cnyyan, ONuUCbIBalo-
WU NAUMEHTKY C ABYMsA OMyXoseBbiMM 3aboneBaHuAMU:
3PMC matku u Bnaranuua n QYBLLXK, maHndectnposaslumne
B BO3pacTe 6 Mec 1 13 et 9 mec cootBeTCcTBEHHO. CoyeTaHue
yKa3aHHbIX OMyxoneln C BblABNEHHOWN Yy NauMeHTKM repmu-
HanbHoM myTauwmen B reHe DICERT ¢ BbICOKOV BEPOATHOCTbIO
No3BONAET pacueHmBaTb UX Kak npoasneHue DICERT-cuk-
apoma. [MpefcTtaBneHHoe HabnogeHWe CBUAETENbCTBYET
o ToM, uto DPMC reHuTanun cnegyeT paccmaTpuBaThb Kak Be-
poaTHbIN KoMnoHeHT DICERT-cuHppoma, uto Tpebyet npo-
BelleHUA COOTBETCTBYIOLLEN MONEKYNAPHON AUArHOCTUKA U,
B C/ly4yae MOATBEPXKAEHUA, CKPUHUHIa APYrX NpoABAeHN
CMHAPOMA, B TOM UNCIIe SHAOKPUHHbBIX OMYXOnewn.

AONOJIHUTENIbHAA UHOOPMALINA

UcTtouHukn ¢uHaHcpoBaHuA. PaboTa BbiNOSHEHA MO MHMLMATHBE
aBTOpPOB 6e3 nprBneyYeHrs GUHAHCUPOBaHN.

KoH)nuKT mHTepecoB. ABTOpbI AEKNApUPYIOT OTCYTCTBME ABHbIX
1 MOTeHUManbHbIX KOHGIMKTOB UHTEPECOB, CBA3AHHbIX C COAep)KaHUeM
HacToALWEN CTaTbM.

YuacTtme aBTopoB. CnunHasa V.I. — aHann3 gaHHbIX, MHTepripeTauua
pe3ynbTaToB, NOAroToBKa duHanbHow Bepcun ctatbu; JémuHa E.C., Lapn6-
*aHoBa E.M. — nonyuyeHve u aHanu3 fJaHHbIX, pefakTMPOBaHNE TEKCTa;
Ncmaunnosa @.K., [Bo3akoBa A.l. — c60p 1 NOAroToBKa AaHHbIX, HanMcaHue
nepBMYHOro BapuaHTa ctatbu; KopoctuH [1.0. — npoBeaeHue monekynap-
HO-TeHeTMYecKkoro nccnepoBaHus; MetpankuHa E.E. — pepaktnpoBaHue
TeKCTa, BHECEHME LeHHbIX 3amedaHunii; Tionibnakos A.H. — KoHuenuus n gu-
3aliH NCCNefoBaHMA, UHTEPMPeTaLna pe3y/bTaToB, BHECEHVE CYL|eCTBEH-
HOW MPaBKM C LieNIblo NOBbILIEHNA Hay4YHOW LIeHHOCTY CTaTby.
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Bce aBTOpbl 0RO6PUNK PrHaNbHYIO Bepcuio CTaTby nepes nybauka- Cornacne nauymeHTa. 3aKOHHbIN MpeAcTaBUTENb MaumeHTa Bobpo-

Lvei, BbIpas3unam cornacre HeCcTu OTBETCTBEHHOCTb 3a BCe acneKTbl paboThl,  BOJIBHO MoAanucan MHGOPMMPOBaHHOE cornacue Ha Ny6anKaLmio nepco-
noppasymeBaloLLylo Haanexallee N3yyeHre U peLleHne BOMPOCOB, CBA3aH-  HallbHON MeAULIMHCKON MHPOpMaLMm B 06e31nyeHHON popme B XKypHasne

HbIX C TOYHOCTbIO UMM JOBPOCOBECTHOCTbLIO N06OI YacTn paboTbl. «[Mpo6nembl SHOOKPUHONOTUNY.
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