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HacnepctBeHHas TpoMbouunTOoneHus,
accouvMpoBaHHas ¢ MyTauuen
B reHe MYH9

E.B. CyHuoBa?, M.IN. KanunuHa!, M.E. Akcénosa' 2, A.10. ApceHeBal,
C.A. MnsicyHosal, E.B. PaikuHal, N.B. MepcusHosal, .A. IéMuHal,
0.B. lNopoHkoBa?, A.A. MacuaH?, .A. HoBuukoBa*

L@rbY «HaumoHanbHbIi HayYHO-NPaKTUYECKUI LUEHTP AeTCKOM reMaTonornm, OHKOOrm n MMMyHOI0rm
um. [imntpus Poravesa» MuHsapasa Poccun, Mocksa.

2 HayyHo-uccrenoBatenbCkuii KITMHUYECKMiA HCTUTYT neanatpum uM. akag. 10.E. Benbtuiesa Poccuiickoro
HaLMOHaIbHOr0 MCCr1ef0BaTeIbCKOro MeaNLMHCKOro yHneepcuteta um. H.W. [nporosa Munsapasa Poccun,
Mockaa.

OpHa 13 dhopM HacrencTBeHHoW TpombouuToneHun (HT) — TpomMBoumMToneHns, accoumMmpoBaHHas ¢
MyTaumen B reHe MYH9, KOOMPYIOLLEM CUHTE3 TSKENOW Lenu HeMbILeyHoro MnosuHa lIA. Ona obvenn-
HAeT rpynny 3abonesaHui: aHoManua Mesa—XerrnuHa, cMHOPOM 3nwTeiHa, cMHApoM PexTHepa, CUH-
ppoM CebacTbsiHa, KOTOPbIE XapaKTepu3yloTCA U30NMPOBAHHON TPOMBOLMTONEHNEN C BOMbLLUMMK UK
FUraHTCKMMKU hopMamMu TPOMBOLIMTOB, NPOSBAAIOLLEACA FreMOpparnyeCKUM CUHAPOMOM PasfIMyHON cTe-
MeHW BbIPAXKEHHOCTW, W Pa3BUTUEM HEreMaTosIorMYeCKyX NPOSIBMEHNI B BUAE MOBBILLEHHOrO PUCKa pas-
BUTWS HEPOCEHCOPHOM TYroyxXoCTW, PaHHEN KaTapaKTbl 1 nporpeccyvpyioLlei Hedpponatum. OBHapy-
eHne Bbonblunx hopM TPOMBOLIMTOB B Maskax NepudpepryecKon KpoBmu 1 cneLndnyecKmx BRITOYEHUI
B HenTpodhunax npy UMMyHOPIIOOPEeCLIeHTHOM OKpaLLMBaHUM — NPOCTble METOAbI PaHHEN AMarHoCTU-
kun aTon chopmbl HT, a MoneKkynsapHo-reHeTMYeckoe MccrefoBaHve NOMOraeT B MOUCKe cneumdmye-
CKOWM MyTaumuu. B cTaTbe npefcTaBneH KNMHMYeckuin cnyyan: pebeHok, 9 net, ¢ HT, accouumpoBaHHOM
¢ MyTauuen B reHe MYH9, ¢ xapaKTEPHbIMU KIMHUYECKUMU NPOSABIEHNSMU, NMOATBEPIKAEHHON C MOMO-
LLIbIO MONEKYNIIPHO-TEHETUYECKOrO UCCNEefoBaHNs. [TokasaHo, YTO NMPUMEHEHWe aroHUCTOB TpoMbo-
noaTUHOBbIX peuenTopos (pTMO) MoskeT BbiTb 3IIIEKTUBHLIM METOLOM MPOCIMITAKTHKM KPOBOTEUEHNIA
npv gaHHon dhopme HT.

Kniouessble cnosa: HacsieqcTeeHHas TpomboumnToneqms, red MYH9, 6onbiumne/ruraHtckme
TpombouunTbl, aHoManns Mes—XerrnvHa, cuHapoM DexTHepa, CUHAPOM IMNLLTEeNHa, CUHAPOM
CebacTbsiHa, aroHUCTbl TPOMBOMO3TUHOBBIX PELENTOPOB.

MYH9-related inherited thrombocytopenia
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Inherited thrombocytopenia caused by mutations in MYH? gene, is one of the forms of inherited platelet disorders. Currently,
it comprises a group of diseases previously known as: Mey-Hegglin anomaly, Epstein syndrome, Fechtner syndrome,
Sebastian syndrome. These syndromes are characterized by macrothrombocytopenia, and development of non-hematological
manifestations such as sensorineural hearing loss, cataract and progressive nephropathy. Finding of large forms of platelets
in blood smears and specific inclusions in neutrophils in immunofluorescence staining are simple methods for early diagnosis
of this form of inherited thrombocytopenia, molecular-genetic analysis helps to detect the specific mutations. This article is
described a clinical case of a 9-years old child with MYH%-related inherited thrombocytopenia, having typical clinical picture
and confirmed by molecular-genetic analysis. It illustrated that the administration of agonist TPO-receptors may be effective for
prevention of bleeding in this form of inherited thrombocytopenia.

Key words: inherited thrombocytopenia, MYH9 gene, macrothrombocytopenia, Mey-Hegglin anomaly, Epstein syndrome,
Fechtner syndrome, Sebastian syndrome, agonist TPO-receptors.
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HACTMEACTBEHHASA TPOMBOLIMTOMNEHWS, ACCOLIMMPOBAHHAS C MYTALIMEN B FEHE MYH9

acnefcTeeHHble TpombBouuToneHun (HT) — aTo

reTeporeHHas rpynna penkux 3aboneBaHum,

COCTaBMALLMX OKONO 5% BCEX U30NMPOBaHHbIX
TPOMBOLMTOMNEHWIA, KOTOPbIE XaPaKTePU3YIOTCS CHUMEHM-
€M KonuyecTBa TPOMBOLIMTOB pPasfMYHON CTENeHN Bbipa-
YKEHHOCTM 1 NMPEAPacMONIOMEHHOCTBIO K KPOBOTOUMBOCTH,
BbISIBIIIEMON C POXKAEHUS.

HacnencTeeHHble TPOMBOLMTONEHNM MOSKHO KIaccu-
dmumpoBaTh MO Pa3nMYHbIM NPU3HaKaM: TUMY Hacneno-
BaHWA, XapaKTEPHOMY MOJEKYNSPHOMY AeheKTy, Mexa-
HU3MYy pa3BuTWs, pasmepy TpombounToB (Borblume,
MarieHbKue, HopMarbHble), HanUuMIo OpYruxX KIuHUYe-
CKUX MposiBNeHuit (oTcyTCTBME NyyYeBoit KOCTU, MoYeyHas
HEeLOCTaTOUHOCTb, FTyX0Ta, KaTapakTa) v nabopaTopHbIX
nokasateniei (MUKPOLUUTO3 SPUTPOLIMTOB, BKITIOUYEHMUS B
HenTpodmnax, SKCNpPeccus rIMKoNpoTeNAoB Npu npo-
TOYHOMN LUMTOMETPUU, TECTbI HA TPOMBOLMTaPHYIO PYHK-
LMIo, onpepeneHne MynbTuMepoB dhakTopa BunnebpaH-
na) [1-5].

OpHa w3 Hosonoruueckux rpynn HT — MYH%-acco-
LIMpOBaHHas HacencTBeHHas TpoMbouuToneHns, obbe-
OVHSIoLLLan YeTbipe 3abosieBaHus, M3BECTHbIX paHee Mop
Ha3BaHUAMU: aHoManua Mea—XerrnuHa, cuHppom dext-
Hepa, cuHOpoM JnwTeiHa, cuHapoM CebacTbsHa. 3Tu
3aboneBaHnsa xapakTepu3oBanucb TpoMbouuToneHven
¢ BOMbLUMMKU UM TUraHTCKMMK TpomboumTamu 1 anud-
dhepeHULMpOoBanNCh Ha OCHOBAHWM HaMIMUKS BRITIOYEHWH,
MOXOXMX Ha Tenbla [lene B HeTpodmnax, u KoMbuHaLmm
APYIUX KIIMHUYECKUX NPOABMEHWI — FyXO0Tbl, Hecbpona-
TuW, KaTapakTbl (Ta6s1.) OcHoBbiBasCh Ha dpeHOTUNNYE-
CKUX MPU3HaKaXx U HalMumMm BKIIIOYEHUI B HerTpodhunax,
KOTOpble MOIMM HE BbISBMSATLCS B Ma3kax KPOBU, AaHHbIe
3aboneBaHusa bbI10 AOBOMBHO TPYAHO AndhdbepeHumpo-
BaTb. KNMHWUYeCKMe NpU3HaKW Npy 3TVX CUHAPOMaXxX MOryT
PasBMBATbCA B TEYEHME KU3HM W PasnNnyaTbCa faxe y
UNEHOB OfHOM ceMby. [pyn MONEKYNSPHO-FEHETUYECKOM
obcrnenoBaHuM cemel ¢ 3TUMU CMHAPOMaMK bbinu BbISB-
neHbl cneundnyeckne MyTaummn B reHe MYH$.

C 2003 ropa 3Th YyeTblpe CXOXMe CUHAPOMA Bbinn
06beanHeHbI B OHY HO30J10MMYeCKyio rpynny, BKIloYa-
IOLLLYIO BCE reTeporeHHble BapuaHTbl BHE 3aBUCHMOCTH OT

Tabnuua
KnuHuyeckue n nabopatopHble npusHaku npu MYH9-HT [6]

HanmMumMs BKIIOYEHUI B HENTPOIMNaX UK KITMHUYECKUX
nposiereHui [6, 71.

3aboneBaHne UMeET ayTOCOMHO-LOMUHAHTHbIA TvN
HacnenoBaHUA U pa3BMBAETCS B pesyfibTaTe MyTauui B
reHe MYH9 (nonmuscle myosin heavy chain 9), koou-
PYIOLLIEM CUHTE3 THXKEMON LIENW HEMBILLEYHOr0 MMO3KHA
IIA (heavy chain nonmuscle myosin, HMM-IIA).

N3BECTHO HECKOJIbKO M30GDOPM HEMBILLEYHBIX MUO-
3MHOB yenoseka (MotonpotenHos): HMM-IIA, HMM-IIB,
HMM-IIC, oTBeTCTBEHHbIX 3a Noaaep)aHne opMbl 1
MOBUbHOCTb KNeTok. HMM-IIA — cTpyKTYpHbIN 311eMeHT
LIMTOCKENEeTa MerakapmounToB, TPOMBOLMTOB, NENKOLM-
TOB M KIMETOK HEKOTOPbIX OPYrMX TKaHeW — YNUTKM yxa,
KNyBOUKOB NOYeK, XpycTanuka rnasa [6].

Monekyna HMM-IIA npenctaenset cobon rekca-
Mep, COCTOSALLMIA U3 OBYX TSKEMbIX LEenen, ABYX pery-
NATOPHBIX NErKMUX Lenen n AByX He3aMeHUMbIX NEerkunx
Lenew c obLuer MonekynsipHon Maccomn 453 k. Tsske-
nas uenb cocTouT M3 N-KOHLIEBOrO JOMEHA, NMPOMEXY-
TOYHOrO AOMEHa M XBOCTOBOrO foMeHa. N-KoHLEeBoM
[IOMeH MpefacTaBneH rnobynapHoit rosfioBKoi (MOTOPHBIA
[IOMeH), KoTopasi B3anMOENCTBYET C aKTUHOM, CBA3bIBA-
eT u rugponusyet AT®, obecneunBasi MOTOPHYIO (PYHK-
LMo MpoTenHa. XBOCTOBOM JOMEH COCTOUT M3 ASIMHHON
0.-CMMpanu, CKPyYeHHOW nanoyvkon, Heobxogumon ans
OVMMepu3aLmmn, 1 KOPOTKOro HecnupanbHoro C-KoHua.
[MpoMEXRYTOUHBIN fOMEH 0BecrneynBaeT CBS3b C IEMrKNMM
LIensiIMK1 M KOHTPOMMPYET CUIY Nepefayun curHana MoTop-
HbIM noMeHoM (puc. 1). Tasenas uenb OMMEPU3YeTCs;
Mpv MOMOLLM XBOCTOBbIX JOMEHOB 0bpasytoTcs bunonsp-
Hble (huIaMeHTbl, KOTOpble B3aMMOAEVCTBYIOT C aKTUHO-
BbIMK (hunamenTamu (puc. 2) [6, 8.

e MYH9, kopmpyioLmin cuHTes Monekynsl HMM-IIA,
pacnosiokeH Ha xpomocoMe 22q12-13 u coctonT us 41
3K30HA: MEPBbIV 9K30H — HEKOAMPYIOLLMIA; 9K30HbI 2—19
KOOMPYIOT CMHTE3 MOTOPHOr0O AOMeHa; 3k30H 20 — npo-
MEXXYTOYHOrO JOMEHa; 3K30HbI 21-40 KoAMPYIOT XBOCTO-
BOM OOMEH; 3K30H 41 — HecnupanbHbii C-KoHel MOoTo-
npoteuHa (puc. 3). OnucaHbl 49 pasnuuHbIX MyTaumit B
14 3k30Hax; B WeCTH 13 HUX (aK3oHbl 2, 17, 27, 31, 39,
41) MyTaumn BCTpeyaloTcs Hanbonee yacTo. Mpu pas-

MpusHaku Mé:f;:pﬂ"'”ﬂ“ e CuHpopom dexTHepa CvHppoM 3nwwiTeiiHa CuHppom CebacTbsiHa
MakpoTtpomboumnToneHus + + + +
BknioueHwsi B HerMTpodbunax + + — +
TyroyxocTb - L + _
Hedbponatus = 4L + _
KaTapakTta - B — _
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PucyHok 1
CxeMa Monekynsl HMM-IIA [8]
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PucyHok 2
®opMupoBaHue bunonapHbix gunamentos HMM-IIA [8]

BUTWUM MyTaLuMii B MOTOPHOM WM XBOCTOBOM [OMeHax
HapyLlaeTcs hyHKLMOHamNbHas aKTMBHOCTb MOTONPOTe-
MHa, B pe3ynbTaTe NPOMCXOOMUT HapyLLEHWe COKpaTUTENb-
HOW M CeKpeTOpHOM (DYHKLMI KIETKW, NPEXAEBPEMEH-
HOe BblCBODOXAEHME KPYMHbIX MOJSI0fbIX TPOMOOLMTOB
M3 KOCTHOrO MO3ra, pa3BMBaIOTCA Apyrue HeremaToso-
rMyeckue nposereHus (TyroyxocTb, HedpponaTus, KaTa-
pakra) [1-3, 6-10].

CyLlecTByeT MHeHMe 0 HanWuuW reHoTUN-CDEHOTH-
MUYecknx Koppensumin npu MYH?-HT. Tak, MyTauum B
MOTOPHOM [iloMeHe (3K30HbI 2, 17) vallle accouunpyioT-
CA C TAXKENOoN TPOMBOLMTONEHNEN 1 pa3BUTUEM Herema-
TONMOMMYECKNX MPOABMEHUIA, YEM MYTaLMW B XBOCTOBOM
nomeHe (aK3oHbl 27, 31, 39, 40) [5-9, 11-15].

Menuko-reHeTMueckoe KoHcynbTUpoBaHue. [1pu-
BnuanTensHo B 65% cnyyaes MYH?-HT amarHocTupyeT-

PucyHok 3

CA NpW HanMuum B ceMbe 60NbHOr0 POACTBEHHMKA, 35%
crydaes — crnopagvueckue. Kaxpoe nocnegytoLLlee noko-
nexue naumeHToB ¢ MYH?-HT umeet 50%-Hyto BeposiT-
HOCTb HacfiefjoBaHNA NaToreHHoro BapunanTa MYH9. B
crnyyasx, Korga cneundmnyeckas MyTaums B CeMbe ycTa-
HOBIEHa, BO3MOHO NMPOBEAEHNE NpeHaTasnbHoW AnarHo-
cTuku [6, 71.

KnuHnueckue nposisnenus. MposeneHns 3abonesa-
HWS LOBOJIbHO FETEPOreHHbI. [eMOpparnyeckuii CUHLPOM
MOXKET BbITb BbIpPaMeH B Pa3fMYHONM CTEMNEHN — OT Nerko-
ro obpa3oBaHNsA CUMHSAKOB, KPOBOTEUEHUI MOCMEe XUpYp-
rMYEeCKMX MaHWNynAuWi, TpaBM, NpUemMa npenapaTtos,
HapyLlaloLWwux arperaunio TpoMboLMTOB, [0 CMOHTaH-
HbIX KpOBOTEYEHMI. CTeneHb TAXECTW reMOpparnyeckoro
CMHOPOMa Yalle BCEero KoppenvpyeT ¢ riybvHon TpoM-
BounToneHn. KpoBoTEUYEHHUS!, YTPOKAIOLLIME KU3HU, pa3-
BMBAIOTCA OYEHb PeAKO, ONMUCaHbI NNLLb EAMHUYHBIE CIY-
yaw CrMOHTaHHbIX BHYTPUYEPEnHbIX KPOBOMU3NUsAHMIA [6, 7].

XapaKTepHble HereMaTofnornyeckme NposiBlieHUs B
BMOE HEMpPOCEHCOPHOMN TYrOyXOCTW, paHHel KaTapaKTbl
W nporpeccupytoLLen KnyboukoBoin HedpponaTum ¢ BO3-
MOJKHbIM Pa3BUTMEM MOYEYHON HELOCTATOYHOCTU MOrYT
pa3BuBaTbcA Y BonbHbIX ¢ MYH9-HT B fetctBe unm BO
B3pocroM BoapacTe [6].

lMporpeccupyioLlas TyroyxocTb — Hanbosee yactoe
HeremaTtosfiornyeckoe nposienexune: okono 60% naum-
eHToB ¢ MYH9-HT cTpagaloT HapyLleHueM ciyxa. Mpu
BbIMOSTHEHWUM ayAMOMETPUM XapaKTEPHOE CHUMKEHWE CIy-
Xa MOKET BbIABMATLCA YKe B nepsble 10 neT )usHu naum-
eHTa 1 BbICTPO NporpeccupoBaTh ¢ rogamu [6, 7, 16].

MoueuHoe nopaeHue Habniopaetca y 30% nauwm-
€HTOB. Y DOMbLUMHCTBA U3 HUX CEpbe3HOe MOpPaKeHne
Moyek pa3BuBaeTCs B TeyeHue nepBbix 20 NeT 13HK 1
B 70% cnyuyaeB nporpeccupyeT A0 TepPMUHanNbHOM CTa-

CxeMa CcTpyKTypbl reHa MYH9? 1 cnekTp MyTauui, obHapyK1BaeMbix B HeM Npu aHoManuu Mes—XerrnuHa, cuHapome CebacTbsiHa,

cuHapoMe AnwiTenHa, cuHapoMe dexTHepa, cuHApoMe AfbriopTa, HECUHAPOMarbHOM HeMpoceHcopHoM TyroyxocTv [19, aganTuposaHo]

N93K K371N

R1933X
R1933X
R1933X

S1114P

| S—
1T A 234567 8 91011121314151617 181920212223 24252627 282930313233 34353637 38394041

|
ATG
R705H

%

%
/| 3K30H A
I OK30Hbl, KOAUPYIOLWUE MNOBYJIAPHYIO FONOBKY HMM-IIA

I 3K30HbI, KOAWPYIOLWME XBOCTOBO JIOMEH HMM-IIA

I
I | | TAA

T11556I D1424N E1841K 5779delC
D1424H E1841K R1933X
E1841K R1933X
E1841K R1933X
E1841K R1933X
E1841K R1933X
R1933X

AHOMANWS MES-XEITNINHA / CUHAPOM CEBACTbSIHA
CUHAPOM 3MIWUTEAHA

CUHZPOM ®EXTHEPA

CUHZPOM AJIbMOPTA

HEPOCEHCOPHAS TYTOYXOCTb

Bonpockl reMaTonoruin/oHKOMOr MK 1 MIMMYHOMAToNOor K B nearatpum Ne 1
Tom 16: 40-48. 2017



HACTMEACTBEHHASA TPOMBOLIMTOMNEHWS, ACCOLIMMPOBAHHAS C MYTALIMEN B FEHE MYH9

PucyHok 4

Masok nepudbepunyeckoi kposu naumeHta ¢ MYH9-HT: 6onbLuown
pasMep TpombouuTa (a) v BkloueHus B HelTpodpunax (6); okpa-
wmBaHKne no Mai-Tumse, yB. x600 [11]

PucyHok 5

HMM-IIA B uuTonnasMe HeWTPOCOUSIOB MPU OKPALUMBAHWU aHTU-
HMM-IIA MOHOKIIOHaNIbHBIMK aHTUTenamMu (MMMyHOGI0OpecLeH-
uust) B HopMe (a) u aTunuuHoe pacnpenenexue (6, ykasaHo cTpen-
kamu) npu MYH9-HT [6]

PucyHok 6
Masok nepudepnyeckoin Kpoem naumneHTa: BonbLION pasmMep TPOM-
BounTa (okpacka no PoMaHoBckoMy—Tum3se, ys. x1000)
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LMW NOYEYHOW HELOCTAaTOYHOCTH B TEYEHUE HECKOSbKUX
neT. MNepBble NPOABNEHWst HedhponaTnn — MPOTEUHYPUS U
MUKpOreMaTypus, OfHaKO reMaTypusi MOKeT BbITb U Mpo-
siBeH1eM TpombounTonenuu [6, 7, 17-19].

KaTtapakTta 06bluHO pa3BMBaeTCs MO3Xe, B TPETbEN
OeKa[e Kn3Hu, u BcTpevaetcs y 16% naumeHTos. B 6osb-
LUMHCTBE Cry4yaeB BblsiBNsieTCs bunatepanbHoe nopaske-
HWe, co BpeMeHeM nporpeccupyioluee [7].

JlabopaTopHble uccnepoBaHus. Y naumeHToB C
MYH9-HT c poxpeHus obHapysK1BaloT M305IMPOBaHHOE
CHU)KEHUE KOoNMnuyecTBa TPOMBOLUMTOB pasfnnMyHOn cTe-
neHu BbipameHHocTn (20-110,0x10%/n) u Gonbluve nnm
rMraHTckue coopMbl TpoMBoumrToBs (anameTp TpoMbouwm-
T0B — Boniee 3,7 MkM u/unu Hanuuue 6onee 40% TpoMm-
BounToB AnameTpoM bonee 3,9 MKM — 3TO NOJSIOBMHA Ana-
MeTpa apuTpoumTa). Mpn NpUMeHeHUM aBTOMaTUUECKNX
CYUETUMKOB, PACMO3HAIOLLIMX KIETKM KPOBM MMaBHbIM 0bpa-
30M M0 MX pa3mepy, bonbLune TpoMBouUMTbI MOTrYT BbITh
OLIMBOYHO KraccMuLMpoBaHbl Kak 3pUTPOLMTLI, 1 YMC-
110 TPOMBOLIMTOB OKa3blBaeTCS 3aHMKeHHbIM. 10 3TOM ke
MPUYNHE HEBO3MOMHO JOCTOBEPHO OLIEHWBATb pa3Mepsbl
TpomboumTos no MPV (cpeaHeMy o6beMy TpoMBOLMTOB).
[1ns npaBMNbHOM OLIEHKN KOMMYECTBa U pa3MepoB TPOM-
BounToB HEODXOOMM MX BU3yaribHbIV MOACYET B Ma3kax
KPOBW MpW CBETOBOW MWUKPOCKOMWUW. TakKe Npu OLEHKe
Ma3KOB KpPOBW, OKpaLleHHbIX No PomaHoBckoMy—T uM3e,
y 15-84% naumeHToB B HenTpodimnnax MoryT bbiTb 0bHa-
PYKeHbI cneundnyeckme LMTonIasmMaTnyeckue Brioye-
Hua (GenkoBeble arperaTbl aHoMarbHoOro 6erika HMM-11A)
pasnuuHoi doopMbl (Kpyrnble, oBasnbHble, BEPETEH00-
BpasHble) 1 pasMepoB, noxoskue Ha Tenbla fdene (puc. 4)
[6, 8, 20, 21]. B HekOTOpbIX CyYasx 3TU BKIOYEHUS
MOryT BbITb He OMMCaHbl M3-3a UX MENKUX Pa3MepoB.

[ns BbISBNEHUS 3TUX BKIIOYEHWU B HeUTpodhmnax
MPOBOANTCA MMMYHOMNIOOPECLEHTHOE OKpaLuVBaHKe
Ma3KoB nepunepuyeckor KpoBu, Npu 3TOM BbISABNS-
0TCA TUNWUYHble BenkoBble arperaTbl aHOManbHOro
6enka HMM-IIA B untonnasme HeMTPOGOUIIOB B OTNIN-
UMM OT PaBHOMEPHOrO ero pacrnpepeneHuns npu apy-
rMx cocTosiHMAX. OBHapyKeHne Taknx TUMUYHbIX ben-
KOBbIX arperaToB y nalueHTa cYMTaeTcs LOCTATOUYHbIM
NMPU3HAKOM ONsi NOATBEpPKAeHUs amarHoda MYH9-HT
(puc. 5) [6, 8]. Bonee noporoit 1 ANUTENbHbIN CNOCOH
0BHapysKeHNs HEWTPOMUIbHBIX BKIIOYEHUA — 3MeK-
TPOHHast MUKPOCKOMMS.

WccnepoBaHus arperauunv TpOMBOLMTOB 1 OYHKLN-
OHasIbHOW MX aKTUBHOCTW C MOMOLLIbIO MPOTOYHON LIMTO-
METpWM NpY AaHHOM 3abof1eBaHNM He UMEeIOT AMarHoCTyH-
YECKOro 3HAUEHMS!, OIHAKO B HEKOTOPbIX CllyYasix MoryT
BbITb Mofe3Hbl Ansa andodepeHUMansHON OMarHoOCTUKM.
MccnenoBaHne KOCTHOMO MO3ra Takke He 0bA3aTesibHo
ons anarHosa MYH9-HT. B Tex cnyyasx, Korga uccneno-
BaHWe NPOBOAMIIN, KaK NPaBWIo, B KOCTHOM MO3re, Onu-
CaHO HOpMarbHOE UK YBESIMYEHHOE KONMYECTBO Mera-
KapvoLMTOB C HOpPMarnbHOW MopdoNiormen.
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Y 50% nauneHTOB MOKET bbiTb 0BHapYKEHO MOBbI-
LLEHME MEeYEHOYHbIX )EePMEHTOB B CbIBOPOTKE KPOBM, HE
COMpPOBOMKAAIOLLIEeCH NeYeHOUHON HefoCTaTOYHOCTbIO.
PaHHWe Npu3HaKM MopaskeHWs NMOYeK: NPOTEUHYPUS U
MWKpOreMaTypus B aHanusax mouu [7].

MonekynspHas reHeTUKa. [1ng yTOUHEHNS MOMEKY-
NSPHON OCHOBbLI 3aboneBaHWsi NPOBOAWUTCS MOMEKYNAP-
HO-reHeThyeckoe obcnefoBaHre, KOTOPOe 3aKnioyaeTcs
B MCCeJoBaHUM OHOIO FeHa UK MyNbTUrEHHOM NaHenu,
BKJIIOYAlOLLIEN creundmnyeckne MyTaLmum, XxapakTepHble
NS APYrUX HAaCMe[CTBEeHHbIX TpoMboumuToneHuit (GATAL,
GP1BA, GP1BB, ITGA2B, ITGB3, MPL, RUNX1, WAS,
ETVé6, RBM8BA, ANKRD26, HOX11, ABCG5, ABCGS,
FLNA, TUBBI, CYCS, ACTN1, PRKACG v op.).

IunchcbepeHumanbHas aMarHocTuKa. B KnHuueckom
npakTuKe HeobxoaMmo NpoBoanTL AMdbdepeHUmManbHyo
omarHocTuky MYH9-HT ¢ npuobpeTeHHbIMM TpoMboum-
ToneHusiMu (Yallie ¢ XPOHUMYECKOM MMMYHHO TPOMBOLIM-
Tonexueit), apyrumm cdoopmamm HT, B ToM uncre ¢ 6onb-
wnMmn TpoMboumtamn (cuHaopoM bepHapa—Cynbe, ans
KOTOPOro XapaKTepPHO OTCYTCTBME WU TAXKENOoe Hapy-
LeHne komnnekca GPlb-IX-V Ha nosepxHoCcTH TpoMboLM-
TOB, BbISIBNISEMOE MPU NPOTOYHOM LIMTOMETPUN; CUHLPOM
«cepbix» TpoMboUMTOB ¢ BriefHO OKpaLleHHbIMK TPOMBO-
LMTaMM B Ma3kax KpoBwW; X-CLieNfeHHas MakpouuTone-
HUA KaK pesynbTaT MyTauum B reHe GATAL, npu koTopom
TPOMBOLMTOMNEHNS COYETaeTCSA C YMEPEHHOW FreMONUTH-
ueckoi aHemueit; SikobceH-cuHapoM/Mapu-Tpycco-cuH-
APOM, MPK KOTOPbIX OTMEYaIoTCs MCUXOMOTOPHAs OTCTa-
nocTb, aHOManWW Nua 1 cepaua), B HEKOTOPbIX CIydasnx
C CMHAPOMOM AnbnopTa M HacneaCcTBEHHbIM HE(DPUTOM
6es Tyroyxoctu [1-7].

INeuyenune. OCHOBHOWM acnekT Tepanuun NauneHToB C
MYH9-HT — npodhmnakTuka kposoTeyeHui. MNaunerTam
pekoMeHpyeTca nsberatb TpaBMOOMACHbIX CUTyaLui,
npvema npenapaTtoB, HapyLUAOLWMX arperaumio TpoM-
BounToB M Koarymsumio, Npyv HeobxoaMMOCTM NokasaHa
npenBapuTenbHas NOArOTOBKA K MHBa3WBHbIMK NpoLie-
nypam [2-8, 22].

Mpu Taskenon TpombouuToneHnn MoxkeT notpebo-
BaTbCH JIeYeHne, HanpaBfieHHOe Ha OCTaHOBKY KPOBO-
TeyeHui. Npu yMepeHHOM KpoBOTeuyeHuU BbiBaeT
adhdhpeKkTMBHaA MeCTHasa Tepanusa: TaMMNOHMPOBaHWE Mpu
HOCOBOM KPOBOTEYEHWM, YLLIMBAHWE TPABMaTUYECKUX MU
XUPYPrUYECKUX paH, UCMoJSIb30BaHWeE MOBA30K M TaMmno-
HOB, MPOMUTAHHbIX @MUHOKANPOHOBON KUCMOTON, NOJ0-
CKaHWA aMUHOKANPOHOBOMN KUCII0TOW MPY AECHEBbIX KPO-
BOTEYEHMSAX.

B HekoTOpbIX Cryyaax Npu KPOBOTEYEHUAX CO CIM-
3MCTbIX 0BONOYEK, MPU MEHOpParuax Uu }emnygou-
HO-KULLEYHbIX KPOBOTEYEHUSX MPUMEHSIOT CUCTEMHbIE
aHTUPUOPUHOMUTUKM — TPAHEKCAMOBYIO UM aMUHOKa-
MPOHOBYIO KMCNOThI, 0bnafalowmne reMocTaTuyecknM
penctemem. CrniegyeT NOMHUTb, YTO aHTUCOUBPUHONUTU-
KV MPOTMBOMOKAa3aHbl NMpy reMaTypuu.

Y HEKOTOpbIX MaLMEHTOB MOKET BbITb 3HEKTUBHO
NMPUMEHEHVEe feCMonpeccuHa, KOTopbli obnagaeT MPoKo-
arynsHTHbIMW CBOMCTBaMM 1 MOXKET NpeaynpexknaTb pas-
BUTUE KPOBOTEUEHUI. [1na foCTuReHns adpdhexTa peko-
MeHOyeTCs NpenBapuUTenbHbIN MHAMBUAYanNbHbLIN Noabop
TepaneBTMYECKON 003bl. KpoMe Toro, crepyet NOMHUTb,
YTO OECMOMPECCUH BbI3bIBAET 3aAEPIKKY XKMOKOCTU B
OpraHu3me, ero crnefyet ¢ OCTOPOXHOCTbIO Ha3Ha4aTb
Npv rMNepToHnn, BPOHXMaNbHON acTMe, TMPEOTOKCUKO-
3e U HedopuTe, He MPUMEeHATb y AeTei [0 2 neT.

B cnydyasx pa3sutua cepbe3HOro KpoBOTEYEHUS
(HanpvMep, MaToOYHOr0), Npy TpaBme, HeoBXOAMMOCTH
60/bLIOr0 OMEepaTVBHOMO BMeLLATeNIbCTBA PEKOMEHAY-
eTCS MPOBEAEHVE 3aMeCTUTeNbHbIX TpaHCy3uii TpoMbo-
KOHLIeHTPaTOM. [IN1si CHUsKEHWS pUCKa annovMMyH13aLmu,
Mo BO3MOMHOCTU, PEKOMEHLYETCS MPOBOAUTL TPaHCHY-
3um HLA-coBMeCTUMbIX TPOMBOLMTOB.

B nutepatype mosBunuch coobLueHna 0 KIUHU-
YEeCKOM OnbITe NPUMeHeHns y naumeHToB ¢ MYH9-HT
C KIMHUYECKMMM MPOABEHNAMU TAKEN0oN Tpombouu-
TONEeHWN NpenapaToB M3 rPynnbl MUMETUKOB 3HLOMEH-
Horo TpombonoaTuHa (3TMO), cTUMynMpyloLWMX Npo-
AYKLMIO TPOMBOLMTOB M3 MErakapmoLnToB B KOCTHOM
Mosre. Pomunnoctum (Iunneint®, AMaxeH, HupgepnaH-
[bl), napeHTepansHas hopMa MUMeTHKoB 3TT0, ycneLwu-
HO MPUMEHSIETCSA C LIENbio NMOBbILLEHWS YPOBHSA TPOMBOLW-
TOB Mepeq N1aHOBbIM OMepaTUBHLIM BMELLATESIbCTBOM Y
B3pocnbix; anTpombonar (Pesoneitn®, HosapTuc, LLseit-
uapwusi), nepopasibHas doopMa, Mokasarn cBoio ahdpeKTHB-
HOCTb NP NPOOUNaKTUYECKOM ero HasHayYeHun nepen
onepaTVBHbIM JIEYEHMEM Y B3POCTIbIX U feTen ¢ MYH9-
HT [23-25].

B pane cnyuaes nauveHtam ¢ MYH9-HT mosket
noTpeboBaTbCs Tepanus HereMaTonornyeckux nNposie-
neHui. lNpu HERPOCEHCOPHON TYrOyXOCTU MauneHTam
NpoBOAMTCA cryxonpoTesuposaxue. CoBpeMeHHas MeTo-
OVKa BOCCTaHOBIIEHUS Cllyxa C MPUMEHEHMeM Koxreap-
HOM UMMaHTaUMN YCMELLHO NPUMEHSAETCH Y NaLneHTOoB
C TyroyxocTbio [26, 27]. Ina npodomnaKT1K1 Nporpeccum
MOYeYHOW HeLOCTATOYHOCTM Ha paHHel CTaguu npume-
HAIOT UHFMBUTOPBI aHMMOTEH3VH-MpeBpaLLaloLero dep-
MeHTa [6-8]. Mpu passBuTM NOYEYHON HELOCTAaTOUHOCTH
MOryT noTpeboBaTbCs 3aMecTUTeNbHasA NoYeyHas Tepa-
nus U TpaHcnnaHTauus novek [28, 29]. Mpu Heobxoam-
MOCTU NPOBOAAT XMPYPruyecKoe ynaneHue KaTapakTbl.

Knununueckoe Habniopenne

B HauuoHanbHbIN HayYHO-NPaKTUYECKUIA LLEHTP AeT-
CKOW reMaTosnorum, OHKOIorMn 1 UMMYHOMOrUK UM. [IMun-
Tpus Porauesa MuHsgpasa Poccumn obpatunacb MaTb
Masibunka 9 neT, y KOTOPOro 0TMeyanuch YacTble 0TU-
Thbl, IBYCTOPOHHEE CHUXEHWE CIyXa, 3aTPYOHEHNE HOCO-
BOrO AbIXaHus, Xpan u cuHskn. PebeHok ot 1-i bepe-
MEHHOCTMW, CaMOCTOATENbHbIX CPOYHbIX POAOB; Macca
Tena npu poskaeHnn — 3450 r. PaHHee pasBuTue npo-
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xogmno no Bo3pacTy. 1o 1 ropa »m3Hu pebeHky npoBo-
OV NpodbunakTUyeckylo BakuMHaumio. M3 aHaMHesa
3aboneBaHns n3BeCcTHO, YTo B Bo3pacTe 1 roga mManb-
UMK NEPEHEC NaKyHapHYI0 aHTMHY, NMOCSIe 3TOr0 Ha KoXe
CTanmn NoABMSATLCH MHOXXECTBEHHbIE CUHAKMN 1 FEMATOMbI.
Mpu obcnenoBaHum B 0BLLEM aHanmM3e KPOBW BbISIBIEHO
CHUsKeHWe KonmuecTtaa Tpomboumtos go 10-20,0x10°/n
(no 1 roga KonuuecTeo TpoMBOLMTOB Y pebeHka He onpe-
aensnu). bbin yCTaHOBMNEH AMArHO3: MMMyHHas TPOM-
BounToneHus. MNpoBoonny Tepanuio: METUNNPELHN30-
NOH, BHYTPUBEHHbIN UMMYHOINOBYMUH, MHTEPEPOH-Q,
HO achdpekTa He Bbino. B panbHenwem cneundounyeckyio
Tepanuio pebeHoK He Monyyar; KomyecTBo Tpomboum-
ToB cocTasnano 30-60,0x10°/n; coxpaHAncs KOMHbI
reMopparmyeckuii CUHAPOM B BULE fErko obpasyioLmx-
CSl CMHSIKOB, KPOBOTEUYEHUI HE OTMEYasocCh.

C 4 net y pebeHka Habnofanucb YacTble PUHUTLI,
MOCTOSIHHOE 3aTPyAHEeHWe HOCOBOro AbixaHus, xpan. Mpu
obcrnenoBaHWM AMarHOCTMPOBaHbI TeYeHWe afeHouamTa
1 runepTpodusa rnoToyYHon MuHpanwmHel Il ctenexu. Mo
[aHHbIM TOHaNbHOM NMOPOroBOW ayAMOMETPUM, BbisiBIE-
Ha [IBYCTOPOHHSAS CEHCOHEeBpasbHas TyroyxocTsb | cTe-
neHn (2009 ron). PebeHok nonyuyan KoHcepBaTMBHOE
fleYeHVe C KPaTKOBPEMEHHbIM MONOKUTENMbHBIM 3pdheK-
TOM. B 7 neT BHOBb BO3HMKIIO CHUKEHWE CITyXa, BbisiBfe-
Ha rMNepTpodhnst afeHOMAHbIX BereTauui U eBOCTOPOH-
HUI 3KCCYRATUBHBIN OTUT. [1py NOBTOPHON ayAnMoOMeTpun
OMarHoCTUpoBaHa NPaBOCTOPOHHSAA BbICOKOYACTOTHas
HENPOCEHCOPHas 1 NeBOCTOPOHHAS CMeLLaHHas Tyroy-
XOCTb. Ha poHe KOHCEepBaTMBHOIO feveHns (BUTaMUHbI,
npenapaTbl, yny4LlaoLlime TPouKy 1 MO3roBoe Kpo-
BooOpaLleHne, ceaHcbl runepbaprMyeckon oKcureHa-
UMM, MarHUTOTepanmm) yryulleHus ciiyxa He 0TMeueHo.
C Hosbpa 2011 ropa cnyx pebeHka NporpeccunBHO CHU-
»ancs. bbino pekoMeHaoBaHO NPoOBefEHNE afeHOTOMUM,
OOHaKO, YuMTbIBasi Hanmuve TPOMBOLMTONEHUK, OT one-
PaTMBHOMO NleyeHns BbINo peLLeHo Bo3aepkaTbes. B cea-
31 C pe3KOMN NPOrpeccmen TyroyxocTu B Bo3pacTe 8 neT
pebeHKy BbINOMIHEHO CIYyXONPOTE3MPOBaHKE.

Kpome TOro, ¢ 5-netHero BospacTta y Marbuvka B
aHanmsax MOUM BbISIBIIAIN TPAH3UTOPHYIO MUKpOreMaTy-
puio (o 10 apUTPOLIMTOB B Mosie 3peHUst) 1 NPOTENHYPUIO
(0,3 r/n c HapacTaHveM B anHaMuKe o 3 r/n).

Mpu obpaweHnn B HHIL, OOV um. Omutpus Pora-
yeBa MuHsapasa Poccuun: obuuee coctosiHne peberka
ynoBrieTBoputenbHoe. ®nanyeckoe pa3BuTHe COOTBET-
CTBYET BO3PacTy. KOXHbI reMopparmyeckuii CUHLPOM
BbIPa@EH MWHUMAnbHO B BUAE EAVHWUYHbIX CUHAKOB U
neTexvanbHbIX 3/IEMEHTOB Ha TYNOBULLE, BUAVMMbIE CIN-
3ncTble 060M0YKM YMCTblE, KPOBOTEYEHU HeT. OTeku
OTCYTCTBYIOT.

Mpu JTOP-ocMoTpe: HocoBOe AblXxaHue 3aTpyaHe-
HO, runepTpodumsa afeHouaHbix Beretaumni Il ctenexn
¢ BNOKOM yCTbsl CMyX0BbIX TPY6, NMEBOCTOPOHHUI 3KC-
CYLATUBHbIA CPEefHWIA OTUT, NPABOCTOPOHHWI TYBOOTHT,
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MPaBOCTOPOHHSISE HEPOCEHCOPHas TyroyxoCTb, EBOCTO-
POHHSIA CMeLLaHHas TyroyxocTb, NOrpaHUYHas ¢ ryxo-
TOW, UCKpVBIIEHWE NEPErOpOAKM HOCA, XPOHUYECKMIA TOH-
3unnuT. PebeHoK HoCUT CryxoBOM NpoTes.

Mpy odpTanbMoNoOrMyeckoM 0CMOTPE B MPOXOAALLEM
CBETe NaTOMI0r UM He BbISBNEHO; Ha Ma3HOM OHE — aHru-
onaTusi COCyfoB ceTyaTkM 6e3 Npu3HaKkoB OTEKa AMCKa
3pUTENIBHOMO HepBa ¥ 04aroBOW NATOMIOM UK.

OpraHbl gbixaHust — 6e3 ocobeHHocTel. CepaeyHo-co-
CyLOMCTas CUCTEMA: BbISIBNIEHA YMEPEHHast apTepuanbHas
rMNEepPTEH3NSA. YBENUUYEHNS NEYEHN 1 CENEe3eHKN He BblisiB-
neHo. CTyn n MovyeucnyckaHue — 6e3 HapyLLEeHWA.

JTabopaTtopHoe obcnenoBaHue: B 06LLeM aHanu3e
KPOBM OTMEYEHO WM30JIMPOBAHHOE CHUMKEHUE KoMNnye-
cTBa TpoMbOLMTOB, Apyrue nokasatesnin B Hopme (nei-
KoumTbl — 9,73x10°/n, remornobud — 146 r/n). Mopcuet
KonuyecTsa TPOMOOLMTOB NPOBOAMIIN C UCMOSNb30BaHN-
€M aBTOMaTMYeCKOro reMaTonorMyeckoro aHanmsaropa
Sysmex XT 4000i KOHBYKTOMETPUYECKUM METOLOM U NpH
MOMOLLIM CBETOBOW MUKPOCKOMWM Ha Ma3kax KpoBW, OKpa-
LUEHHbIX No MeTofy PomaHoBckoro—InM3e. KonmuecTso
TpoMboLMTOB, MO pesynbTaTaM aBTOMaTUYECKOro aHanm-
3a, coctaBuno 17x107/n. Moacuet konuyecTBa TpoMbo-
umToB MO POHMO U OLLEHKY MOPCHONOrnYeckx 0cobeH-
HOCTEMN NPOBOAMIM HA OKPALLEHHbIX Ma3Kax KpOBW Mpu
MOMOLLM KOMMJIeKCa aBTOMaTU3MPOBAHHON MUKPOCKO-
nun MEKOC-L2. YunTbiBasi HepaBHOMepHOe pacnpene-
neHve TPOMOOLIMTOB B Ma3Kax KpoBW, NMOACYET NPOBOAM-
M 4-KpaTHO; B CPefHEM KONM4ecTBO TPOMBOUMTOB No
®oHwno coctasuno 18x10°/n (ot 13 go 28x10°/n). Mpu
oLleHKe Mopdonornyecknx ocobeHHocTen TpoMboLmn-
TOB C MOMOLLbIO CBETOBON MUKPOCKOMNWUM OTMEYEHO yBe-
NIMYEHNe UX pasMepoB: CPeaHU fmaMeTp Tpomboum-
T0B — 5,13 MKM (HopMa — 10 2,63 MKM), MaKcUMasibHblil
— 12,6 MkM; TpombounToB anameTpoM 2—4 MkM — 34%,
BonbLimx doopm gnametpom 4-5 MkM — 20%, rMraHTCKMX
cdopm onameTpom bonee 5 Mkn — 46% Bcex TpoMboum-
T0B. CpenHss nnowanb TpoMboUMTOB cocTaBuna 29 Mkn?
(HopMa — 1o 4,75 Mkn?). Cneumndmyeckux BKIIOYEHWI B
LmMTON1a3Me HeMTPOOUIOB He BbISIBIIEHO.

MokasaTtenu koarynorpammbl 6biam B HopMe. Tpom-
BoanactorpamMma — 6e3 3HaUMMbIX OTKITOHEHWIA OT HOP-
Mbl. Arperaums TpoMBoUMTOB (C KOMnareHoM, pucToLeTu-
HoM, ALL®) in vitro — B HopMe. AHanu3 OyHKLUMOHASTBHOM
aKTMBHOCTU TPOMBOLIMTOB METOLOM MPOTOYHOW LUTO-
MeTpWM NMoKasan NoBbILLEeHUe 3HaYeHU BonbLUMHCTBA
aHTUreHoB 1 MapKepoB (rmukonpoTenHa Ib, cyMMapHoi
hpakLMmn MHTErpPMHa M YPOBHA aKTUBaLMN MHTErpuHa
0,3, KonnyecTBa NMOTHbIX rPaHyr, P-cenekTHa o-rpa-
HyI1), UTO COrnacyeTcs C yBeiMueHneM CpeHero pasme-
pa TpombouuTos B 1,6—1,9 pasa.

Mo maHHbIM MUENOrpaMMbl, MerakapvouMTapHbIi
pocTok Ha 10-15% npepcTaBneH npoMerakapuounTa-
mMu, Ha 85-90% — nonunxpomaTodunbHbIMKU hopMamMm
Be3s aBneHun HopMMPOBaHUS U OTLLHYPOBKM TpoMboLM-
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ToB. CTaH@mapTHast LMTOreHeTMKa KOCTHOMO MO3ra: Hop-
MarbHbIA MyXCKoW KapuoTun 46 XY.

Mpn Hedbponornyeckom obcrnenoBaHMM oTMeEYeHa
U30MMpOBaHHas NpoTenHypus — 0o 2,6 r/cyt. (62 Mr/kr/
cyT.) 6e3 npu3HaKkoB HehPOTUUYECKOro CUHAPOMA.

Mo paHHbIM BroxMMMKM KpoBuM: 0bLmit Benok Kpo-
B — 62 r/n; anbbyMuHbl — 35 r/n; xonectepuH — 6,02
MMOJSIb/; NIMNONPOTEUEbl HU3KOM MAOTHOCTU — 3,62
MMOSb/N. ®YHKLUS MOYEK COXpPaHHa: KpeaTUHUH
Kpoeu — 50,8 MKMOrb/N; CKOPOCTb KiyBoukoBoi chusb-
Tpaumnn (pCK®) no LLsapuy — 106 Mn/MUH; oTHOCUTENb-
Has NOTHOCTb Moum — 1026.

Y3 He BbIABUNIO NaToflornu novek. Mo gaHHbIM
peHoCUMHTUrpadum ¢ TexHeumeM, dYHKLUS MOYeK
coxpaHHa. lNeueHouHble hepMeHTbl B HopMe. KoHLeH-
Tpauwsi CbIBOPOTOYHbIX UMMYHOr06YNMHOB HOpPMasibHas.

Takum obpasom, yunTtbiBast coyeTaHne TpomboLmn-
TOMEeHUN C BOMbLUMMM/TUraHTCKMMI dhopMaMm TpoMBo-
LIMTOB C TYrOyXxoCTbIO M NaTofIornew novek, boina npea-
MONOXeHa HacneaCcTBEHHas MakpoTpoMbouuToneHus,
accouMMpoBaHHas ¢ MyTauunen B reHe MYH9 (cuHopom
®exTHepa unu AnwTeitHa). C Lenbio noucka cneumdu-
YECKOW MyTaLMM KPOBb MaLMeHTa Hanpasuian Ha mMose-
KyNAPHO-TEeHETUYECKOE UCCNERoBaHNe.

YunTbiBas Hanuuve ageHoUaHbIX BereTauumii ¢ 6rokoMm
YCTbsi CITyXOBbIX TPYD, YacTbix 0BOCTPEHM IKCCynaTvB-
HOro 0TWTa, 3MM30[a OCTPOro MHOMHOIO CPefHero oTuTa
C rHoeTeyeHneM, ycyrybnsiowmx Tyroyxoctb, pebeHky

PucyHok 7
[lnHaMuKa KonmuecTBa TPOMBOLUMTOB Ha hoHe Tepanuu
poMunniocTMmMom
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PucyHok 8

BbI110 NOKa3aHo NpoBefeHNe 3HAOCKOMMYECKON afieHOTO-
muu. OT npoBefeHus Hedppobuoncum bbino peLleHo BO3-
pepskatbcs. C rMNoTEH3MBHOM U aHTUNPOTENHYPUYECKOW
LensiMm pebeHKy peKoMeHfoBaHa Tepanust 3Hananpuiom
B nose 0,2 Mr/kr/cyT.

C uenbio NoBbILLEHMS Yncna TpomMbounTOB nepeq
onepaTuBHbIM fle4yeHneM Bbin HasHayeH npenapaT 13
rpynnbl MuMeTHKoB 3TMO — pOMMIIOCTMM, HavyanbHas
[03a — 5 MKI/Kr, KOTOpbIV BBOAWUMM NMOAKOXHO 1 pa3 B
Hepenio. Mocne Tpex Hepenb Tepanuu Ynicno TpomMboum-
TOB BO3pOCo [0 27x10%/n; no3y poMunsiocTMa ysesnu-
unnm fo 10 MK/Kr; nocne YeTbipex Hefenb Tepanuu Ync-
no TpomBoumTtos gocturno 70x10%/n.

Mof aHpoTpaxearnbHbIM HAPKO30M MPOBefEeHa SHAO-
CKOMUYeCcKast afeHOTOMUSA W yaaneHa runepTpodupo-
BaHHasi rMOTOYHas MUHAANMHa. [Ina oCTaHOBKM KPOBOT-
eYeHVs MPOBOAMIOCH ANMTENBHOE MPUXKaTUE MapneBoro
TaMMoHa C NepeknCchbio BOROPOAA, KOArynauus npu noMo-
LM BUNoNAPHOro KoarynaTopa, bbia ynoxeH reMoctaTn-
YECKMW MaTepuarn v BbiNoJSIHeHa 3afHsAA TaMnoHaga. [ns
Bonee HapesKHOro reMocTasa NpoBefeHa MHTpaonepa-
LMOHHasA TpaHcdysus TpombounTapHoi Macchl. Yepes
8 Hepenb nocrne onepauun pOMUMNOCTUM Bbin OTMEHEH,
KONIM4ecTBO TPOMboLMTOB cHMaumnock ao 20-30,0x10°/n
(puc. 7), nosBuncs reMopparvMyeckuii CUHLPOM B BULE
KOMHbIX NPOSIBNEHWI Be3 KPOBOTEUEHW.

Mo3ske OblM NOyYeHbl pe3ynbTaTbl MOMEKYNSAP-
HO-TFeHEeTUYECKOro MccreaoBaHns (MpaMoe ceKBeHnpo-
BaHue no CeHrepy) rena MYH9 (ak3oHbl 2, 17, 27, 31, 39,
41): B 9K30He 2 0BHapyKeHa 3aMeHa HyKneoTuaos (M1c-
CeHc-MyTauws) B reTeposuroTHOM COCTOsAHMM: C.287C>T,
TCG>TTG, p.Ser96Leu (S96L), rs121913657.

B utore puarHos «HT, accounmpoBaHHaa ¢ MyTa-
uven B rene MYH9>» 6bin noaTBEpPKOEH [pmc. 8). Mpu
obcnenoBaHuK MaTepu MyTauuK B 3K30He 2 v npunera-
IOLLIMX K HEMY y4aCTKax MHTPOHOB reHa MYH9 He obHa-
py»eHo. Co croB MaTepu, TPOMBOLIMTOMNEHUN, CHUKEHMS
cnyxa vnv bonesHe noyek y BanKanLLMX poOLCTBEHHU-
KoB pebeHka HeT. OBcnenoBaHnsa LpPYrux YNEeHOB CeMbu
Mbl HE MPOBOLMUIIN.

Mpn pMHaMMyeckoM HabniofeHWN Ha MPOTAXKEHUN
OBYX NET Y NaumeHTa oTMeyeHa HekoTopas ctabunusa-
LA COCTOSIHUA: YMEHbLLEHWE SBNEHW AMCDYHKLMM Cry-

MpsiMoe cekBeHWpoBaHue no CeHrepy NpoAyKTa NonMMepasHoi LIenHoMi peakummn 2 ak3oHa reHa MYH9 (cTpenka ykasblBaeT MyTauuio B

reHe MYH9 ¢.287C >T B reTepo3nuroTHOM COCTOSHMUM)

Il N . == = = .
c & & C G A A

Bonpockl reMaTonoruin/oHKOMOr MK 1 MIMMYHOMAToNOor K B nearatpum Ne 1
Tom 16: 40-48. 2017



HACTMEACTBEHHASA TPOMBOLIMTOMNEHWS, ACCOLIMMPOBAHHAS C MYTALIMEN B FEHE MYH9

XOBbIX TPYD, OTCYTCTBME peumnanBoB oTuTa. CoxpaHsieTcs
HENPOCEHCOpHas TYroyxoCTb, KOppermpyemMasi HoLeHu-
€M CIyXO0BbIX NpoTe30B, TpombouuToneHns — 18x107/n
¥ NOABEMBI PAa30BOr0 apTepUanbHOro LaBneHus, 30mu-
poBaHHas npoTenHypust — no 0,97-4,4 r/cyT., KpeaTuHWH
KpoBu — 63 MkMorib/n1, pCK® no Leapuy — 81-93 mn/
MUH. PebeHoK npopomkaeT nonyyaTb Tepanuio SHana-
npunoM B pose 0,2 Mr/kr/cyT. B reMocTaTMuecKoit Tepa-
MUM NALMEHT He HyKoaeTcs.

OBCYXXIAEHUE PE3YJIbTATOB UCCJIELLOBAHUA

HacnencTeeHHas TpOMBOLMTOMNEHMSA, aCCOLMMPOBaH-
HasA ¢ MyTauwmen B reHe MYH9, — ogHa 13 doopm HT. na
afeKBaTHOrO BEAEHMWS MaLUMeHTa BaxHa MpaBuiibHas M
CBOEBPEMeHHas iInarHocTnka aToro 3abonesanus. Haun-
Bonee yacto MYH?-HT Heobxoammo andbdpepeHumpoBaTb
¢ xpoHuyeckor UTT, yto ocobeHHO BaskHO LNt NpenoT-
BpaLLEHUs ANIMTENBHOrO M HeOBOCHOBAHHOMO NPOBEAEHUA
VMMYHOCYNPECCMBHON Tepanuu, a Takske nopbopa nHan-
BWLyasnbHOr0 MylaHa NeyeHns 4s Kaaoro naumeHTa.

MpencTtaBneH kAMHWYeckuit cnyyan HT, accouunn-
pOBaHHOM ¢ MyTauuei B reHe MYH9, y Mmanbuunka 9 ner.
C Bospacta 1 ropa nauveHT Habmiogancst ¢ onarHo3om
«MMMyHHas TpoMbouuToneHus>, nonyyan obLienpuHsa-
Tyto Tepanumio. CoueTaHne TpoMbOLMTONEHUM, BbISIBMEH-
HOW B paHHEM BO3pacTe, Pe3nCTEeHTHON K Tepanuu AT,
TYroyXxoCTHW, NPOrpeccupyloLLent B TEYEHNE SKU3HU, U
MOpaXeHUs NoYeK NO3BONUMO0 NPEANoNoXUTb MYHP-HT.
[Mpu oLeHKe Ma3ka nepudepuyecKoi KpoBK MOATBEPKIE-
HO Hanunuue BONbLUMX U TUFraHTCKMX hOpM TPOMBOLIMTOB.
Cneundnyeckmx BKIIOYEHN B HEMTPOdMNax He BbisiBie-
HO, BO3MOXHO, 13-3a OrpaHUYeHunii paspeLualoLLen cro-
cobHOCTM CBETOBOro MuKpockona. MiIMMyHodbnioopec-
LIEHTHOEe MCCMefoBaHve He NPOBOAMIIOCH. MiccnenosaHus
MWeNorpamMMbl, CTaHOAPTHOW LIMTOreHETUKN, QYHKLN-
OHanbHON aKTUBHOCTW TPOMOOLMTOB, arperaumm TpoM-
BounToB M Apyrue, NpoBeAeHHble C Lenbio anddpepeH-
LManibHOM AMarHOCTMKMU C Pa3fnyHbIMK 3aboneBaHMsaMM
(npyrvie HacnencTBeHHble TPOMBOLMTONEHUN, NEpPBUY-
Hble MMyHOLEVLMTbIE COCTOSHUSA, CUCTEMHbIE 3ab0s1e-
BaHUs KPOBM), He BbISBUIM CNELMIUUECKUX U3MEHEHWIA.

Mpy MHOrMX HacneacTBeHHbIX TpoMbouuTONEeHNAX
MOEHTUMLMPOBaHbI OTBETCTBEHHbIE MeHbl. COBpeMeH-
Hble BO3MOXHOCTMW C MPUMEHEHWEM TEXHONOMMWN CEKBE-
HUPOBaHMSA MO3BONAIOT BbIABUTL MOSEKYSPHbIE OCHO-
Bbl HEKOTOPbIX M3 HUX. B npeacTaeneHHoM cniyyae ans
BepuhuKaLumm onarHo3a npoBefeH MOSeKynapHO-reHe-
TUUeCKuit aHanu3 (NpsiMoe cekeeHvpoBaHue no CeHrepy),
BbISIBUBLLWI MUCCEHC-MYTaLMI0 B 3K30He 2 (MOTOPHbIi
AoMeH) reHa MYH9. Mo paHHbIM NuTepaTypbl, 06Hapy-
)KEHHaA MyTauua — ofHa u3 Hanbonee yacTo BCTpeva-
eMblIX, OHa accouumpyeTcst ¢ bonbluei YyacToTon nNpu-
COEAVHEHNA HEereMaToslorMyecKknx CUMMNTOMOB, KaK B
OnMcaHHOM Hamu cryyae [6, 8].
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JTeueHne npwm HacnenCcTBEHHbIX TPOMBOLMTONEHM-
X TPebyeTCa NPy HaMUUMK TAXKENbIX KPOBOTEUEHUI UK
Npv NPOBEOEHUN MHBA3MBHbIX Npouepyp. TpaHcdysus
TPOMBOLMTapPHON MacChl OCTAeTCA OCHOBHOW Tepanes-
TUYECKON BO3MOXKHOCTbIO MPU Pa3BUTUM KPOBOTEUEHUIA
M nx NpodnnakTMke nepen MHBa3BHbLIMW BMeLLATeb-
CTBaMM, KaK B HaLLeM cryyae. 111 HeKOTopbIX NaLMEHTOB
npuMeHeHne MUMeTnKoB 3TT10 MoKeT cTaTb adhdeKTUB-
HbIM METOAOM NOBbILLEHUA TpoMbouuToB A0 BesonacHo-
ro UX KOM4YecTBa B cliyyae HeobxoammocTu. B onucan-
HOM Cflyyae 4yMcno TpoMBOLMTOB yAanoCh NOBbICUTL C
MOMOLLbIO POMUMIIOCTVMA, HO, YUWTbIBas NEPBbIN OMbIT
ero npumeHenus npu MYH9-HT, nna 6onee HapexHo-
ro reMocTasa MHTpaonepaLUmnoHHO BbIfo NPUHATO peLue-
HWe 0 NPOBENEHWM TPaHCdy3un TpoMboLMTapHOR Macchl.

Ha [aHHbI MOMEHT, yuuTbiBas paHHWI BO3pacT
MaHudecTaumm NaTonorum NoYeK, Hanmume aptTepmans-
HOM rMNepTeH3NN, BbIPAXKEHHOW NPOTEVHYPUN U TEHLAEH-
LMW K CHUKEHMIO CKOPOCTW KiyBoukoBon cmnbTpaumm,
HaCTOPasKMBAET NPOrHO3 OTHOCUTESTIbHO GDYHKLMM MOYEK
nauveHTa. HaweMy naumeHTy, Kak u BceM BOoSIbHbIM C
MYH9-HT, nokasaHo HabnoneHve ana npounakTnki u
KOHTPOIS TSKECTU OCMOKHEHWI, fanbHeLero nogbopa
VHOMBWLYaNbHOIO IeYeHus.

3akniouenune

TpomboumnToneHns, accouumMpoBaHHasa ¢ MyTauu-
et B reHe MYH9, — 310 onHa n3 copM HT. lMpeanono-
UTb laHHOe 3aboneBaHne MOKHO MpU XPOHUYECKOM
TeYyeHWn TPOMBOLMTONEHNN, He OTBEYalOLLIEN Ha Creumn-
chuueckyio Tepanuio, v Npy BbiSBMEHUM BONbLLKMX U/unu
rMraHTCKux oopM TpoMbouuToB B Maske nepudbepuye-
CKOM KpOBW. Hannumne HeremMaTonormyeckmnx CUMMTo-
MOB Y MaLMeHTa UM YTIEHOB Ero CEMbM LenaeT faHHbIN
onarHo3 6onee BepoaTHbIM. OBHapyskeHWe arperaToB
HMM-IIA B uuTonnasme HelTpOMIOB NpK NPOBELEHNM
MMMYHOCOITIOOPECLIEHTHOr O aHa3a NoaATBepsKaaeT Ana-
rHo3. OkoHYaTenbHas BepudimKaLmMs oMarHo3a BO3MOXHa
NpY NPOBeEHNN MOJIEKYNIAPHO-TEHETUYECKOr0 aHamu-
3a. CBOeBpEMeHHasi AMarHocTka 3Toro penkoro 3abo-
neBaHUsA 0YeHb BaskHa ANs Bblbopa aneKBaTHOM TaKTWKK
BedeHWs naumeHTa.

WUCTOYHUK ®PUHAHCUPOBAHUSA
He yka3saH.

KOH®JIMKT UHTEPECOB
ABTOpbl CTaTbW MOLTBEPAMSIM OTCYTCTBUME KOH(PIIMKTA MHTEpPecos,
0 KOTOPOM HeobxoanMo CoobLLUNT.
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