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PEDEPAT

B cTatbe npeacTtaBneH 0630p nutepaTypbl N0 KIMHUYECKMM, MOPDOIOrMYECKMM, MONEKYNSPHO-rEHETUYECKMM OCOBEHHO-
ctam MYH9-accoumnpoBaHHOro cuHapoma Epstein, npoTtekaiowero ¢ MakpoTpoMOOLMUTONEHNEN, HEAPOCEHCOPHOM Tyroy-
XOCTblo, HedponaTmnen. O6CyXaeHbl KIMHNKO-reHeTUYeCKne BapuaHTbl, 0COOEHHOCTY TeYeHWs, neYeHns n nporHo3a MYH9-
accoummpoBaHHoro cuHapoma Epstein y getein. OnucaHo knuHnyeckoe HabnoaeHne MYH9-accoummpoBaHHOro cuHapoma
onwTeriHa y Manbynka 8 ner.

KnioueBble cnoBa: HacneacTBeHHas MakpoTpomboumutToneHuns, MYH9-accoummpoBaHHbIi CUHAPOM JNTenHa, AeTU

ABSTRACT

The article presents literature data on clinical and morphological manifestations of MYH9-associated Epstein syndrome, flow-
ing with macrothrombocytopenia, sensorineural hearing loss, nephropathy. The pathogenetic foundations, clinical features,
course, treatment and prognosis of MYH9-associated Epstein syndrome in children are discussed. The paper presents clinical
observation confirmed by molecular genetic study MYH9-associated Epstein syndrome in an 8-year-old boy.

Key words: inherited macrothrombocytopenia, MYH9-associated Epstein syndrome, children

Cunnpom Dnmreitaa (Epstein syndrome), OMIM
153650, MKB-10 — D69.4 [1, 2], CHHOHUMBI: MaKpo-
TpoMOOLMTONECHNUS C HeponaThuel U IITyXOTOH, CUH-
IpoM AJbropra ¢ MakpoTrpomboruronenneid. CuH-
JOpOM HacjeqyeTcsl M0 ayTOCOMHO-AOMHHAHTHOMY
TUIy CO CIHOpPaJUuYecKUMH MyTauusmMu de novo.
Yactora BcTpeuaemoctu cuniapoma 1: 400 000 —
1: 300 000 HOBOpOXAEHHBIX. Pa3BuTue CcuHApO-
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Ma DmnmTeiiHa cBsizaHo ¢ MyTtauued B rene MYH9
(nonmuscle myosin heavy chain 9), komupyromem
CHUHTE3 TSDKEJION 1IeNMy HeMblllledHOro mMuo3uHa-I11A
(heavy chain nonmuscle myosin, HMM-IIA) [3-5].
Brmepsrie C.J. Epstein et al. (1972) onucanu cun-
JIPOM y 4JICHOB JBYX CEeMEi, XapaKTepu3yIOIIUNCS
MaKpOTPOMOOIUTONICHHEH, HEPPUTOM U TIIyXOTOU
[2, 3]. B 1976 rony K.P. Parsa, D.B.N. Lee, L. Zam-
boni, R.J. Glassock coobmunm 06 ouepenHoii ceMbe
C TPHAJION CHMIITOMOB He(PUT, IITyX0Ta, TPOMOOIIH-
tonieHus [2, 3]. IIpoBeneHHast MEKTPOHHAS MHUKPO-
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CKOITUSI METaKapHOIUTOB MO3BOJIMIIA TPEIIONI0KNUTh
aBTOpaM, YTO TMOABJICHHE TMTAHTCKUX TPOMOOIIMTOB
CBSI3aHO C JIETEHEPATUBHBIMU IPOIECCAaMH B Mera-
KapHOLMTAPHOM POCTKE, MPHUBOAAIIUM K PErpeccuu
sapa u (parMeHTaIy UTOIUIA3MBI [2, 3].

C. Arrondel, N. Vodovar, B. Knebelmann et al.
(2001) BmepBBIE MOKa3ajdM CBA3b MYyTallMd B TEHE
MYH9 na xpomocome 22q12 u pa3BuTHEe CHHApPOMA
Ommteiina [6]. Kpome curnpoma DmimiTeliHa, ¢ My-
tanusamMu B reHe MYH9 acconuupoBaHo pa3BuUTHE
aHomanuu Mes — XermuHa, cunapoma dextHepa,
cunapoma Cebactesina [3-5, 7, 8].

M. Seri, A. Pecci, F. Di Bari (2003) BBenen tep-
MuH MY H9-acconunpoBannoe 3aboneBanue, oObe-
JUHHUBIINN OMKCAaHHBIE B Pa3HOE BPeMs M pa3HBIMU
aBTOPAMHU YEThIPE CXOKUX CHHIPOMA B €AMHYIO HO-
3ojorudeckyto rpynny MYH9-acconmmmpoBaHHBIX
TpoMOoIuTOIeHUH [9].

Oco0eHHOCTH TTOPaKEeHHsI OPTaHOB U CUCTEM IIPH
CHUHJIpOMax MpeCTaBIeHbI B Ta0M. 1.

Knuandeckue mposiBIeHUs TPOMOOIMTONECHHUH,
reMOpparuyeckoro CUHApoMa, Hedponaruu, Heipo-
CEHCOpPHOW IITyXOThl MpH cuHApoMe Epstein Bapua-
OeTbHBI y YICHOB OHOMN CEMbH U Jlaske y MAIleHTOB
C OJIMHAKOBOM MyTanuel. MakpopopMbl TpOMOOITH-
ToB (uameTp Oosiee 3,7 MxM u/uiau 6omee 40% Tpom-
OOIIMTOB C TMaMETPOM CBbIIIE 3,9 MKM) IPUCYTCTBY-
10T y Bcex Hocurenel mytauuii B rene MYHO [5, 7].
g onpeneneHus KoJMYecTBa M pa3MepoB TPoMOo-
LIMTOB TPOBOJAT MX BHU3YaJIbHBIHM IMOACYET B Ma3Kax
KpOBH TIpH CBETOBOM MuKpockomuu. Y 15-84% ma-
umeHToB ¢ MYH9-accomunpoBanHoit TpomMOOIMTO-

Tabnvua 1/ Table 1
MopaxeHue opraHoB U cUcTeM y aeTein
¢ MYH9-accounnpoBaHHOM
MaKkpoTpomMmbOouuTtoneHueii [4,5]
Organs and systems involvement in children with
MYH9-associated macrothrombocytopenia
[4, 5]

MYH9-accouunmnpoBaHHas | KnuHnyeckune nposiBneHns
TpomboumToneHns

CuHpgpom SnwiteriHa - MaKpOTPOMOOLUTONEHNS
- HEMPOCEHCOpPHas TyroyxoCTb

- HedponaTma

AHoManus Mest — XerrnmHa | - MakpoTpoMOOLIMTONEHUS!
- HanMyme BKJTIOYEHWNIA, MOXOXMNX

Ha Tenbua lene B HeMTpodumnax

CuiHgpom PexTHepa - MaKpOTPOMOOLUTOMNEHNS

- Han4me BKJIIOYEHUI, MOXOXUX
Ha Tenbua Jene B HenTpodumnax

- HEMPOCEHCOpPHas TYyroyxoCTb

- HedponaTma

- KaTapakTa

Cuvinppom CebacTbsiHa - MaKpoTpOMBOLUMUTONEHUS
- HanMyme BKJIIOYEHUIA, MOXOXMX

Ha Tenbua lene B HeMTpodumnax

IIEHUEH B Ma3KaX KPOBH, OKPALIEHHbIX 110 POMaHOB-
ckoMmy—I'um3e, 0OHAPYKHMBAIOT CHEHU(DUUSCKUE M-
TOIJIa3MaTHYeCcKue BKIIIOUEeHHUs (OeTKOBBIE arperarsl
anomasibHOTO 6e1ka HMM-IIA), moxo)kue Ha Tebla
Hemne [5-7].

B nuteparype nMMeEIOTCS €AMHWUYHBIE OIMMCAHUS
YTPOXKAIOMIMX JKU3HU KPOBOTEUCHHUI Yy NAIMEHTOB
¢  MYH9-accommupoBanHoif  TpoMOOIUTONIEHUEH
[5, 7]. R.A. Pagon, M.P. Adam, H.H. Ardinger et al.
(2015) coobmatoT 0 pa3BUTHH Y MALUEHTOB C MAaKPO-
TPOMOOIIMTONICHNEH CIIOHTAHHBIX BHYTPHUYEPEITHBIX
KpoBom3IusHUi [7, 8].

Y OOJBIIMHCTBA TeMOPpParMyeckKuii CHUHAPOM
MIPEJCTAaBIEH 3KXUMO3aMH, KPOBOTCUCHHMSIMH IIO-
Clle XUPYPTUYEeCKHX MaHMITYJISAIUH, TpaBM, Ipuema
MperaparoB, HapyMIAIOUINX arperamuio TpoMOo-
IIUTOB, KpailHe pelKO BCTpPEYaeTCss M30JUPOBAHHOE
BO3HHUKHOBeHHE mnerexuii. Y xeHumH ¢ MYHO-
ACCOLIMMPOBAHHON TPOMOOLIMTOIIEHUEH YacTo ycTa-
HaBJIUBAIOT MEHOpparumo [5, 7, 8].

HeiipocencopHast TyroyxocTth pa3zBuBaercs B 60—
90% y mammentoB B Bo3pacte oT 10 mo 60 met. Ilo
nmaHHbIM A. Savoia, A. Pecci (2008), motepro ciyxa
y 36% manueHToB TUarHoCTUPYIOT B Bo3pacte 1o 20
neT, y 33% — o1 20 1o 40 et u 'y 31% — mocie 40 ner.
YV GOJBIIMHCTBA MAlMEHTOB TSHKECTh HElpoceHcop-
HOH TYrOyXOCTH IIPOTPECCUPYET CO BpeMeHeM [4, 5].

B3anMocBs3b Mexkay TeHOTHIIOM W (PeHOTHIIOM
SIBIIIETCSI 0COOCHHO Ba)KHOU B peanu3anui Heposio-
rudeckoi naronoruu. [lanuenTs! ¢ MmyTaiuen MoTop-
Horo nomeHa 6enka MYHO9 umeror Oonee BbICOKUI
PHCK pa3BUTHS TSHKENBIX MPOSIBICHUH HepornaTuu,
YeM ¢ MyTalMeill B XBOCTOBOM jJoMmeHe. [1o manHbiM
D. Galeano, L. Zanoli, L.Vincenzo et al. (2017), npo-
rpeccupyloliee TedeHne HepomaTuu ¢ HapyIIeHHEM
(GYHKIMH [TOYeK ycTaHaBIuBaloT B 73% ciydaes [10].

A. Pecci, E. Panza, N. Pujol-Moix et al. (2008) co-
00IIa0T, YTO Y BCEX MAI[EHTOB C MyTallUIMU MOTOP-
HOTO JOMEHa pa3BUBAETCs NMPOTEHHYPHs B BO3pacTe
1o 40 5iet, y mMannMeHToB C UCXOJ0M B XPOHUYECKYIO
6ose3us nouek (XbII) moBblmenne KpeaTHHUHA OT-
MeueHo K 26 ronmam [8, 10].

Ilo pe3ynprataM TEHETHYECKOTO HCCIIEHAO0Ba-
Hus y 7 kopeiickux nauuenTtos, K.N. Han, H. Lee,
H.G. Kang et al. (2011) mpunumi K 3aKJIOYEHHIO,
YTO MYTalMd MOTOPHOTO JIOMEHA M OTSATOIICHHBIH
CEeMCHHBIA aHaMHE3 SBJSIOTCS (haKTOpaMH pHUCKa
Pa3BUTHUS TSDKENOTO MOopakeHus mouek npu MYHO9-
accoruupoBanHoM 3aboneBanuu [10].

[Ipmwxu3nenHoe Mopgdonoruyeckoe Hcciaeno-
BaHHE OWOMNTara IMOYEK CBI3aHO Y MAI[MEHTOB C
MYHO9-acconumnpoBaHHbIM 3a00J€BaHHEM C BBICO-
KM DPHCKOM KpOBOTEUEHHH BCIEACTBHE TPOMOO-
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LIUTOTIEHNH, TIO3TOMY PEAKO MpUOerawT K Ouorcuu
noyku. G.M. Ghiggeri, G. Caridi, U. Magrini et al.
(2003) [11] mpuBOAAT penkoe OMHCAHHE pe3yibra-
TOB MPWKU3HEHHOW HedpoOuoncuu y 2 marueHToB
C PaHHUM DPa3BUTHEM TSHKEION MPOTEMHYPHH U Ha-
pyuieHneM ¢GyHKOUM Todek. Mopdonorndyeckoe
CBETOOIITHYECKOE UCCIIeIOBaHNE OUONITATOB Y O/IHO-
IO TMalWeHTa BBIABUIO TYyOyJOWHTEPCTULHUATIBHBIN
($hubpo3 ¢ pacumpeHreM U arpoduell KaHaJbIICB,
ACCOLIMHMPOBAHHBIM C TJIOMEPYJIOCKIEPO30M, TpPHU
ANIEKTPOHHON MHUKPOCKONHMH CHEIM(PHISCKUX U3Me-
HEHUH He 3apEeTrUCTPHUPOBAHO. Y BTOPOTO IMAalMEHTa
¢ HePPOTHUYECKUM CHHIPOMOM CBETOONTHYECKOE
rccieoBaHie OMONTAaTOB HE BBIBUIIO M3MEHEHMIA,
[IPH AIEKTPOHHON MUKPOCKOIIMH 3apETUCTPUPOBAHBI
04aroBO€ M CErMEHTApHOE CIIIaKWBAaHUE MOJIOIUTOB,
yTpara mieleBbiX Jauadparm, OTCyTCTBHE CTPYKTYp-
HBIX M3MEHEHWH ITIoMepylsapHOi 0a3albHONH MeM-
Opansl [11].

K. Althaus, A. Greinacher (2008) [7] onucsiBaroT
myTtanuu B 40 sx30Hax rena MYH9 u cBsa3anHbie ¢
HUMU KIMHUYECKUE MPposBIeHuUs (Tab. 2).

Joxazano uyto, reH MYH9 yuacTByeT, 10 MeHb-
el Mepe, B Tpex MOPQOIOTHYECKH Pa3THYHBIX
(hopmax (hokamTbHO-CErMEHTApHOTO ITIOMEPYIOCKIIe-
po3a: robarbHOM, XapaKTepPH3YIOMIUMCS BCEOOIIIM
CKJIEPO30M KIyOOuKOB M (pHOPO30M HHTEpPCTHIIUS,
WAMONATHYECKOM — C MCTOIIEHHEM IJIOMEPYIISPHBIX
nojouuToB, 1 BUY — acconmupoBaHHoM ¢ miponude-
parueit mogouutos [10].

HoBble uccnenoBanusi MpoAEeMOHCTPUPOBAIIM Ha-
JIMYNE KOPPEISLUN MEXKITY KIIMHUYECKH TUArHOCTHPO-
BaHHOH auabeTnueckoit Hedponarueid u moaumMophus-
MOM eIMHUYHBIX HyKJIeoTH0B MYH9. CooOiiaercs,
4T0 110 16% appoaMeprKaHIICB C CaxapHbIM THa0CTOM
II Tuna u Hedponaruelr IMEIOT MPOYHYIO CBSI3b C TO-
sumopdusmamu rena MYH9 [12, 13]. Pasurue tep-
MUHAJILHOW CTAJIMU XPOHUYECKOHN MOYEUHON HemocTa-

Tabnuua 2/ Table 2

MyTtauum npn MYH9-accounnpoBaHHO TPOMOOLUTONEHUMU U
cBsi3aHHble C HUMU KJIMHNYeCcKue nposasneHus [7]

Mutations in MYH9-associated macrothrombocytopenia and related clinical manifestations [7]

Ok30H | MyTauus KonnyecTtBo cemeim TpombouunToneHus | HapyweHus cnyxa | NopaxeHue noyvek | Katapakta
1 N93K 2 Y BCex 0 0 0

1 A95T 1 Y BCcex 0 0 0

1 S96L 4 Y BCex 3 3 0

10 K371N 1 Y BCex 0 0 0

16 R702C 7 Y BCex 7 7 3

16 R702H 4 Y Bcex 4 4 1

16 R705H 1 Y Bcex 1 HeT maHHbIX HeT maHHbIX
16 Q706E 1 Y BCcex HeT naHHbIX HeT naHHbIX HeT naHHbIX
16 R718W 1 Y BCex 1 1 1

24 E1066-A1072del 1 Y BCex 0 0 1

25 V1092-R1162del |1 Y BCex 0 1 0

25 D1114P 1 Y BCcex 0 1 0

26 T1155A 1 Y BCex 1 1 1

26 T11551 5 Y BCex 0 0 0

26 R1165C 5 Y BCcex 2 2 2

26 R1165L 2 Y BCcex 2 2 0

26 L1205-Q1207del |1 Y BCcex 0 0 0

30 R1400W 1 Y BCcex 0 1 0

30 D1424Y 2 Y BCcex 1 1 1

30 D1424N 13 Y BCcex 8 4 4

30 D1424H 3 Y BCcex 2 1 1

30 D1447V 1 Y BCcex HeT maHHbIX HeT maHHbIx HeT maHHbIx
31 V1516L 1 Y Bcex HeT gaHHbIX 1 1

37 11816V 1 Y BCex 1 1 0

38 E1841K 20 Y Bcex 0 5 1

40 G1924fs 1 Y BCcex HeT maHHbIx HeT maHHbIx HeT maHHbIX
40 D1925fs 1 Y Bcex 0 0 0

40 P1927fs 1 Y BCex 0 0 0

40 R1933fs 1 Y Bcex 0 0 0

40 R1933X 14 Y BCex 14 1 0

40 E1945 2 Y Bcex 0 2 0
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TOYHOCTH B MOMYJISLIUH appoamepukaniieB B 40—45%
ciTy4yaeB CcBsi3aHo ¢ MyTarsamMu MYH9 [12, 13].

B.I. Freedman, J.C. Edberg, M.E. Comeau et al.
(2010) [13] meMOHCTPUPYIOT PE3yAbTaThl HCCIEIO-
BaHHMS CEMHU OJHOHYKJICOTHUIHBIX IMOTMMOP(HU3MOB
MYH9 u pucka pa3BuUTHA BOJIYAHOYHOTO HedpH-
Ta B TpexX Tpynmax appoaMepukaHIeB. Pe3ynbrarsl
WCCIIEZIOBAHUS JIEMOHCTPUPYIOT OTCYTCTBHE CBS3U
Mexay myrtanueit MYH9 u pasButreM BorgaHOUHO-
ro He(pHTa B MOMYJSINU appoaMepruKaHIICB.

C.P. Lin, I. Adrianto, C.J. Lessard et al. (2012)
[15] mpuBomaT maHHBIE, MOATBEPKIAIOIINE CBSI3b
nonumopduszma obmactu MYH9 ¢ paszBuruem BoI-
YaHOYHOTO HepUTa B MOIMYISIUN aMEPUKAHIICB €B-
POTIEHCKOTO MPOUCXOXKICHUSI U OTCYTCTBHE JAaHHOM
3aKOHOMEPHOCTH Uil JPYTUX STHUYECKHX TPYII
(adppoamepukaHIiib).

TsoxecTh MOpaXkKeHUs! MOYEK MPH CHHIPOME OT-
LITeHHa, XapaKTepU3YIOIIerocs MaKpOTpOMOOIIH-
ToTieHuel, oOycloBlieHa BBIPAKEHHOCTHIO IMPOTEH-
HYpUH U MOP(OIOTUIESCKHM BapUAHTOM, HAJIUYHEM
WIA OTCYTCTBHEM TeMaTypHuu, HeOIaronpusTHBIM
TedeHueM c ucxoaom B XbII u HeoOxoaumocThIoO 3a-
MECTHTEIFHOM MOYeYHON Tepanuu nuaau3om [15].

D. Galeano, L. Zanoli, L.Vincenzo et al. (2017) [10]
MIPE/ICTABIAIOT KIMHUYECKUE BapUAHTHI MOPaKCHUsI
mouek y mamuentoB ¢ MYH9-accommupoBanHoii Ma-
KpOTOPOMOOILIMTOIIEHNEH, KOTOPbIE XapaKTepHU3yIoTCs
HEe()POTUYCCKUM CHHAPOMOM, PEAKON y JeTeH U Moj-
pocrtkoB uauonaruueckoit Clg-Hedpomnarueit, nuade-
THYECKOW He(poraTrue, BOTYaHOUYHBIM He(PHUTOM.

[Ipu MYH9-accorunpoBaHHOM CHHIIpOME C Ma-
KpPOTPOMOOIIUTOTICHUEH, IKXUMO3aMH, KPOBOTCUCHH -
SIMU BOXKHOE 3Ha4C€HHE MMEIOT NMPO(MITaKTHKA TPaBM
1 aCCOIMUPOBAHHBIX ¢ HUMH KPOBOTEUEHHH, UCKITIO-
YeHHe TpuemMa IpernaparoB, HapyIIAIONIMX arpera-
uro TpomboruTos [4-9].

[lpu pa3BuUTHM TSKETOr0 KPOBOTCUCHHS BCIEI-
CTBHE TPaBMBbI, ONlEpaIlii PEKOMEH/TYIOT BHYTPHUBEH-
Hble UH(PY3UH TPOMOOKOHIIEHTPATa HITH SMTAKOT ajlb-
¢da (pekoMOMHAHTHBIA (AKTOp CBEPTHIBAHUS KPOBH
Vlla) [5, 10].

[Ipu mporenHypHun U HEPPOTHUECKOM CHHAPOME
MaeHTaM PEeKOMEHIYIOT HEe(PONPOTEKTHBHYIO Te-
parnuio HTHTHOUTOPOM aHTMOTEH3UH-TIPEBPAIAIOIIETO
dhepmenta (sHamanpun) [5, 7, 8].

B cnyuasx ncxonma nedpomarun B XbII mposo-
JITCSL 3aMECTUTEIIbHASI TTOYCYHAST TePaIusi METOJOM
JMalin3a ¥ TpaHcIutanTauu nodku [ 10, 16]. J. Hashi-
moto, Y. Hamasaki, T. Yanagisawa et al. (2015) co-
o0 00 YCHENIHON TpPaHCIUIAHTAIlUN TIOYKH Y
MalUeHTa ¢ CHHIPOMOM DINTEHHA U He(pomaTHei,
MIPOrPeCCUpYIONIeH B TepMUHAIBHYIO Ypemuro [16].

[IpencraBnsem omnmcanne MYH9-accouuupo-
BaHHOTO CHHApOMa OIMIITeHHa, MPOTEKAIOIIEro C
MaKpOTPOMOOIUTOTICHHEH, SKXUMO3aMH, KPOBOTEUE-
HUSIMHU, BBICOKOYACTOTHON HEHUPOCEHCOPHOW TYroy-
XOCTBIO, He(poIaTHel, YTo MpeCTaBIsieT HayYHBIH
U MPAKTUYECKUIM UHTEPEC B CBSI3U C KpalHEH penKo-
CTBIO TTOJTOOHBIX HAOMIOACHUH B TEANATPUICCKON He-
¢dposoruu.

KIIMHUYECKOE HABJIIOAEHUE

Manpsunk K., 8 et (12.11.2009 r. poknenus) mo-
CTYIHJI BIIEPBEIC B TUNIAHOBOM IOPsiAKE B HE(HPOIOTH-
yeckoe oraenenue kmuHuku @I'BOY BO CIIOI TIMY
Mumnznpasa Poccun. Pomutenu pebeHka mpenabsBiis-
JIM 5KaJi00b! Ha BOSHUKHOBEHNE YKXMMO30B CIIOHTaH-
HO W TIPH HE3HAYWTENbHOM TpaBMe, pelUJANBHPYIO-
1€ HOCOBBIE KPOBOTEUCHHU S, U3MEHEHHS B aHAIN3aX
MouH. HacnencTBeHHOCTh HE OTSATOIIEHa 1o 3a00Ite-
BaHUSAM, COIPOBOXKIAIOIIMMCS TPOMOOIIUTONICHHUEH,
IJIyXOTOM, IaTOJIOIMEN OPraHOB MOYEBOM CUCTEMBI.

W3 anamHe3a *HU3HU YCTaHOBJIEHO, YTO PEOCHOK
OT BTOpOH OEpeMEHHOCTH, MPOTEKABIICH C yrpo30it
MpephIBaHUs Ha paHHUX CPOKaX, TOKCUKO30M IEpPBOH
TIOJIOBUHBI OEPEMEHHOCTH, KOJIBITUTOM HEYCTaHOB-
nenHoi atnonorun, OPBU, nuenonedpurom Bo BTO-
poii monoBuHe OepeMeHHOCTU. Pojbl B Cpok, Macca
Tena pedbenka npu poxaenun 3064 r, nmuHa — 51 oM,
oIleHKa 1o mikaje Anrap 5 — 6 6amnos. Jletu ot mep-
BOI M TpeThell 6epeMeHHOCTH 3710pOBEI. V13 anamHe3a
3a00JeBaHNs YCTAaHOBJIEHO, YTO ¢ 6 MeC peluauBU-
PYIOT HOCOBBIE KPOBOTEUEHHs, C | roma BBIABICHBI
9KXHMO3bI MOJIMXPOMHBIE, TIONUMOP(HBIC, BO3HHUKA-
IOIIMe CITOHTAHHO WJIM TIPU HE3HAYUTENbHOU TpaBMe.
Pebenok e obcnenoBan. BriepBeie maronorus B aHa-
Iu3ax MO4M (reMaTypus) BBIABICHA MPH TUIAHOBOM
obcrenoBannn y peOeHKa B 5 JIeT, TPOMOOIIUTOTICHHS
(Tr—55x 10%m) B 5 ner 11 mec.

IIpu rocmuranu3anuu pebenka (5 mer 11 mec)
B Ieauarpuyeckoe (IyJIbMOHOJOTHYECKOE) OTJIeNe-
nue kmuHEKd OI'BOY BO CIIOITIMY Munsnpasa
Poccun o moBomy 0OCTpyKTUBHOTO OpOHXHTA yCTa-
HOBJIEHBI rUnepuMmyHorioOynmunemus IgE, Tpom6o-
muronenus (Tr — 29 x 10%/i), s03uHOGUIMS, TeMaTy-
pust, potenHypus — 1,98 1/cyT, B pa3oBbIX MOPIHUAX
yTpeHHeit moun 10 4,3 r/mn, Bupycypusi VEB. Ycra-
HOBJICH KIWHUYECKUH JTUArHO3: OOCTPYKTHUBHBIN
opouxutr JIH1. BupycaccormuupoBaHHEII TIOMEpY-
JOHEPPUT ¢ TeMaTypHeH, MpoTenHypHeHr, ¢ COXpaH-
HOM (yHkmmeW mouek. Mamomaruyeckas TpomOGo-
nuToneHnueckasd mypiypa? CKopocTh KITyOO4YKOBOH
¢unsrpanuu (CK®) no dopmyne Schwarz — 137 mur/
MuH. Hauara Tepanust IIroKOKOPTUKOMIHBIMHA TOPMO-
HaMm¥ (IIPEeTHU30JI0H) B CTaHIAPTU3UPOBAHHON Mak-
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CUMAJIbHOM 03¢ 2 MI/KI/CYT MPOJOKUTEIBHOCTHIO
8 Hen.

C menpto yroyOleHHOTo oOCIemnoBaHUs IO TIO0-
BOIy TPOMOOIIMTONECHUU PEOCHOK OOCIeNOBaH B
CII6 I'bY3 «/lerckas Topomckas GompHHIIA Nely.
Koarymnorpamma — 6e3 maToixoruu; KOMIIJIeMEHT3aBH-
cuMbIii TpoMOommronmu3 — 31%; peakuus KymbOca —
OTpHIIaTEeNIbHAS.

BrinmonHena myHKIMS KOCTHOTO Mo3ra. Mweno-
rpaMma — IyHKTaTbl ¢ HOPMAaJbHBIM U YMEPEHHO
CHIDKEHHBIM COJIep’KaHHEeM KJIETOYHBIX AJIEMEHTOB.
MuenouiHblii pOCTOK B IIpeaesiax HOPMBI, B 4acTH
KJIETOK CKYyJHOCTh CHelu(pUIecKkord 3epHHCTOCTH.
KonuuectBo OnacToB Ha BepxHEW TI'paHUIE HOPMBI.
OPUTPOHUIIHBIA POCTOK B Mpeaesiax HOPMBI, Mpes-
CTaBlieH HopMmoOiIacTaMu. MerakapuoIHUTapHBIN
POCTOK JI0CTaTOYHBIN, MPEICTABICH ME30- U MaKpO-
reHepalysIMH C BEIPAKEHHOM CKYJHOCTBIO CIIEIH(H-
YEeCKON 3epHUCTOCTH B LUTOIUIa3ME€, YacTh KJIETOK
nesTenbHble, oTAensdtonme mo 5—10 TpoMOoIuTOB
B MaKpOTCHEepalusx. YMEpeHHash J03MHOPHIbHAS
peaxims, MpecTaBieHa BCEMH MepexoaHbIMu (op-
Mamu. [laromorndyeckux KieTok He oOHapyxeHo. B
remMorpamme TpomMoonuTsl 2x%10%7, B Ma3zke KPOBH
o ®oHno — 28 ThIC./MKJI, OTMEYAIOTCSI MAKPO(POPMBI
tpombonuToB. [Iporennypus go 1,8 r/i, nunuuapy-
pus, reMatypust (YMEpPEHHO BCe MO 3peHHs). Y UH-
ThIBas IporpeccupoBanue TpomOouurornennu (Ir —
2x10°/;), mpoBeieHbI TPU BHYTPUBCHHBIC HH(]Y3HUN
MMMYHOITIOOYJIMHA YeJOBEYECKOTO HOPMAaJIbHOTO
(«I"'abpurnodun® — I1gG), u Tpu myJIbC-TeparK BHY-
TPUBEHHO METHJIIIPETHU3OIOHOM, MPEIHNU30I0OHOTE-
pamusi B CTaHIapTHOM pexkume 2 Mr/kr/cyt. [locne
MIPOBEICHUS ITYJIbC-TEPANUU METHIPEIHU30I0OHOM
y MaJIbiMKa BIIEPBBIE OTMEUEHO ITOBBIIIEHUE apTe-
puanpHOro AaBieHus 10 129/89 mm pr. cT., Ha3Ha-
YeHa aHTUTHIICPTECH3UBHAS Teparusi WHTHOMTOPOM
AHTUOTEH3MH-TIpeBpalnaroniero gepmMenta (KamoreH
75 mr/cyt). Ilocne mpoBeNCHHON Tepamuu KOJIWYe-
cTBO TpombonmToB He mamenuiock (Tr 1-15 Tbic./
MKJT). l'eMaTosioroM MpenarnosokeH TeHeTHYeCKUN
CUHIPOM ¢ fedexroM B TeHe MY HO.

B 6 ner 4 mec manpuuk oOciemoBan B OI'BY
«PIIKb» Munsnpasa Poccun (MockBa). BrisiBieHs!
MHO)KECTBEHHBIE HKXMMO3Bl Pa3INYHON CTENeHU
JABHOCTH Ha TYJIOBHINE, KOHEYHOCTAX, T'€MaTOMBI
B TMOSICHUYHOW oOyiacTu (mocTpaBMaTUYECKHE). 3a-
pPEerucTpUpOBaHbl MOABEMBI aPTEPUATHHOTO JIaBje-
Hus 10 150/100 MM PT. CT., B aHTUTHIICPTECH3UBHYIO
TEpanuio BKJIIOYEHbl HMHTUOUTOpP AaHTMOTEH3MH-
npeBpamariiero ¢epMmenta (dHam 5 Mr/cyt) u
Omokatop penentopoB anrmoreHsuHa Il (o3apran
2,5 mMr/cyT).

92

[lo naHHBIM ayTMOMETPUU BBISABIEHA JBYCTOPOH-
H$151 BBICOKOYACTOTHAsI CEHCOHEBPAIbHAS TYTOyXOCTb.
'YCTaHOBIIEHBI: 110 pe3yabTaTaM KIMHUYECKOTO aHaJIH-
3a kpoBu TpombormTonenus (Tr 6-1x10%1); Ma3koB
kpoB# 1o ®onuo (13,86 — 8,90 x 10°/1) — ruranTckue
TPOMOOIIUTHI pazMepamMu 6—9 MUKPOH, HACHIIIIEHHBIE
anbba-rpanyaaMu. Hanumaus BKITIOUCHHM, TOXOXKUX
Ha Tenblia Jlene B HeWTpoduiIax, HE YCTAaHOBJICHO.
CoxpaHsuuCh MPOsIBIICHNSI He(PONaTHH ¢ reMaTypu-
eit, nporeunypueii (3,6 r/cyr).

B ma6oparopun MonexynspHoit ononorun OI'BY
«OHKI AT'OU nm. Imutpust Porauesa» Munsnpasa
Poccun crapminM HayuHbsIM coTpyaHukoM 1.B. Mep-
CUSTHOBOHM JJISl OMpEJesIeHUs] MYTallid BBITOJHEHO
npsiMoe cekBeHnposanue 1o Cenrepy. B ax3one 2 00-
HapyxkeHa mytanus c.287C>T(TCG>TTG), npuso-
JiSIIast K 3aMeHe aMUHOKHUCIIOTH p.Ser96Leu(S96L).
YCTaHOBIEH [MAarHo3: BPOXKICHHAs TPOMOOIUTO-
NEeHHUsT ¢ MaKpoOTpOMOOIUCTpOdUEH B COYETaHUH C
MaTOJIOTHEN TOYeK, OPTaHOB ClIyXa, OOYyCIOBICHHAs
myTtanuei B reie MYH 9.

B nocnenytomem pebeHOK HEOTHOKPATHO OBLI rO-
CIIUTAJIN3UPOBAH IO MECTY KUTEIHCTBA B CBSI3U C Pe-
IUAMBUPYIOIIUMH HOCOBBIMU KPOBOTEUEHHUSIMH, I10-
BBIIICHUEM apTePHaIbHOTO JaBiacHus 10 160/125 MM
pT. CT.

B Bo3pacte 8 ser Mampuuk 0OCIeIOBaH B He-
¢dponornyeckom otnenenun knuHuku CIIGITIMY.
OO6pamator Ha ce0s BHUMaHHE Ha KOXKE TYJIOBHUIIIA,
KOHEYHOCTEM €IMHHUYHBbIE SKXHMO3bl PA3IHYHOU
CTETeHN JaBHOCTH, KPOBOTEUCHHSI U3 HOCA; TPOMOO-
uronenust (Tr 75-47-27x10°/71), B Ma3Ke KPOBH IT0
@®onno (36 x 10°/1). BeIsBIEH CHMITOMOKOMILIEKC
HedpoTuieckoro cuaapoma (mporeunypus 1,9-6,0 r/
CYT, THIoans0yMuHeMust 23,4 /11, THIIEPIUITHICMUS] )
C TeMaTypuel, apTepruaabHOi runeprensueil. OyHk-
nusa nodek coxpanHa: CK® mo ¢opmyne Schwarz
138,68 mur/mMmuH. M3MmeHeHmid mokaszarenell peHuHa,
aJbIOCTepOHA, TapaTTOpMOHa He BbIsIBIEHO. llpu
0 TaIbMOIIOTHUECKOM O0CIICIOBAaHUN KaTapaKThl HE
YCTaHOBJICHO.

Ha  ocHoBaHmm  XapakTepHBIX  KIMHHUKO-
71a060paTOPHBIX MPOSBICHUH (COUeTaHNE MaKPOTPOM-
OOLIMTONIEHUH, BBICOKOUACTOTHON HEHpPOCEHCOpPHOU
TYroyxoctd, Hedpomaruu ¢ HeppOTHUECKUM CHH-
JPOMOM, TeMaTypuH, apTepHaIbHONW THUIEPTEH3UH)
U MOJIEKYJISIPHO-TEHETHYECKOTO HCCIeNOBaHus (My-
Tanusi B 9K30HE 2, MOTOPHBIM MomeH reHa MYH9)
ycTaHoBiieH nuarHo3 MYH9-acconmnpoBaHHbBIH
cunapoMm Ommteina (Epstein). B pesynsrare npen-
HU30JIOHTEpAIliU, MPOTUBOBUPYCHONH, MMMYHOCTH-
MyJHpyIomei Tepanuu (mpernaparaMud BH(EpOH B
cBeuax, TpumnmdepoH, aHadepoH) OTMEYEHO CHHU-
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JKCHUE MMPOTEHHYPHH, TeMaTypHH, UCUC3HOBCHUE BU-
pycypun VEB y pebenka. Ilomyyaer aHTHrHnepreH-
3MBHYIO TEpalMIO JIByMs Tperaparami OJ0KaTopoB
AHTMOTEH3MH-TIPEBPAIIAIONIET0 (PepMEHTa U PELENTO-
POB K aHTHOTEeH3UHY 1 ¢ moNoKUTENBHBIM 3B HEKTOM.

OBCY>XXAEHUE

Mer1 npeactaBmim 0030p auTepatypsl o MYHO9-
ACCOIMMPOBAHHOW HACIICICTBEHHON TPOMOOIHTOTIE-
HUU, KOTOPAs MPOSIBISICTCS] KITMHUICCKAMU CUHIPO-
mamu Dexnepa, DmmreitHa, Mes—Xermna, Ceba-
ctesiHa [1-7]. Otu MYH9-acconuupoBanHbie CHH-
JIPOMBI OOBEIUHSIOT TPOMOOLIUTOIICHUS ¢ OOJIBIITMMHU
WIM THTAaHTCKUMH TPOMOOIUTAMH, KPOBOTCUCHHMS,
SKXMMO3bI U Pa3IMyaloT HAJIMYKUE BKIIOUEHUN B HEM-
TpoduIax, KIMHHYSCKUAES MPOSBICHUS HEHPOCEHCOP-
HOM TyroyxocTH, He(ppormaTiuu U/Uiau KarapaKkThl, 4TO
npeacTasieHo B Tabmn. 1[5, 7].

E.B. CynmoBau coasnr. (2017) B oTeuecTBEHHOM! Tie-
TUATPUYECKON TeMaTOJOTHU TOAPOOHO OIMHUCKHIBAIOT
JMaHHBIC JUTEpaTyphl mo MY H9-accoruupoBanHoit
TPOMOOITUTONIEHU ¥ KIMHUYECKOE HAOIIONCHUE
pebenka [5]. Hamu mpeacTaBieHO KIMHAYECKOE Ha-
OmrorieHre PeAKOro HacleICTBEHHOIO CHHApOoMa OIi-
mreiiHa (Epstein) y manpunka 8 netr. C MoMeHTa niep-
Boro omucanus C.J. Epstein (1972) [2, 3] B UTtanun
3apeructpupoBano 180 ciyuaes, B I'epmanuu — 101
ciyyait [4, 7].

Huarnos MYH9-acconmnpoBanHOro CHHApPOMA
OmiTeiiHa y ManueHTa YCTAaHOBICH HA OCHOBAHHH
COUYCTAaHUS MaKpPOTPOMOOITUTONICHUH, BBICOKOYA-
CTOTHOW HEHPOCEHCOPHON TYrOyXOCTH, He()ponaTHu
C HE(PPOTUUIECCKUM CHHAPOMOM, TeMaTypueiu, apre-
puanbHO rumepTeHsuen, myrtanuu rena MYHO.
YcTaHOBIICGHHAS y HAIIETO MAIlMUEHTa MYTAIHs, II0
JTUTEPATYpPHBIM NTaHHBIM, SIBJISICTCSI OMHOW W3 HauW-
Oosnee gacTo BcTpewaembix [S5, 7]. Y manueHTta He
oOHapykeHa Karapakta. lccriemoBanue moka3ano
OTCYTCTBUEC BKIIIOUCHHUH, MOXOXKUX Ha Tenbia [leme
B HEHTpodUIax, 4To MO3BOIMI0 HCKIounTh MY H9-
accolMMpoBaHHble CHUHIpPOMbI DexHepa, Mes—Xer-
mHa, CebacThsHa.

JlanHbIe TUTEpaATYyPHI YKAa3BIBAIOT HA TO, UTO MyTa-
IUA MOTOPHOTO MoMeHa reHa MYH9 cBs3aHbI ¢ BBI-
COKUM PHCKOM Pa3BUTHUS TSKEIIBIX HEPPOIOTHICCKUX
npossieHuii [10]. Cepbe3Hblit TPOTHO3 B MPEACTaB-
JICHHOM KJIMHHYECKOM HaOJIIOIEHUH 00yCIaBINBaIOT
HaJIMYUe MaKpOTPOMOOILIUTOIICHUH C TSKEJIBIMHU KPO-
BOTCUCHUSIMU, DKXUMO3aMH, HEHPOCEHCOPHOH TyTOY-
XOCTH, paHHHH BO3pacT MaHH(ecTanuu HedponaTuu
C IPOTEUHYPHEH, TOCTHTaroIIeH ypoBHS HedpoTHUe-
CKOI'0 CHHJPOMA, apTEePUAJIBHON TUIIEPTEH3UEH.

OCoOeHHOCTBIO CiTydast SIBJIIETCS HalIW4He y Ta-

LIUEHTa HACJEACTBEHHOH ayTOCOMHO-IJOMHUHAHTHON
TPOMOOIIUTONIEHNH, THTAaHTCKUX TPOMOOIUTOB, TY-
TOyXOCTH, He(pomaTuu, OTCYTCTBHE BKJIIOYCHHN B
HeUTpomIaXx M KarapakThl, YTO XapaKTEpHO JUIs
curapoma DnmreriHa (Epstein). Cunapom Dmmireii-
Ha — HACJIEJICTBEHHAs: MaKPOTPOMOOIIUTOTIEHHUS C MY~
tanueir rena MYH9 monrBepxkaeHa MOJEKYISIPHO-
TeHETUYECKHM HCCIIeIOBAHUEM.

SAKJIKOMEHUE

Msbl  mpeacTaBuiIM  JAHHBIE  JIUTEPATYphBl O
KIIMHAKO-MOP(OJIOTHUECKUX ~ OCOOCHHOCTSIX — He-
¢dpormaTiu TPH PEAKOM ayTOCOMHO-IOMHHAHTHOM
MYH9-accounupoBaHHOM CHHApPOME  OIIITEHHA
(Epstein). Mbl onmcany KIMHHYECKOEe HaOMIOIeHUE
nanenTa ¢ MYH9-accormuupoBaHHEIM CHHIPOMOM
Ommreitna (Epstein), mporekarommm ¢ MaKpoOTpOM-
OouuToneHne, HEeHPOCEHCOPHOW  TYTrOyXOCThIO,
HedponaTuel ¢ HePOTUIECKUM CHHAPOMOM, TeMa-
TypHUEH, apTEepHAIBHON T'MIEPTEH3UEN U COXPAHHOM
¢dyukuueit nodek. [To gaHHBIM JUTEpaTyphl, HehpO-
naTus MpU CHHApOME DMINTeHHa UMEeT Cepbhe3HBIN
IIPOTHO3 BeiencTBUE porpeccupoBanus B XbI1.
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