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3ABOAEBAHNSA, ACCOLIMMPOBAHHELIE C MYTAIIUEN
I'EHA MYH9: 9TNUOAOI'V, TTIATOT'EHES,
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Crnextp MY H9-accoumnpoBaHHBIX (00JIe3HEH IMpeCTaBJIeH CHHIPOMAJbHBIMHI U HECUHAPOMAJIbHBIMU
¢dopmMamMu, pa3sBUTHE KOTOPBIX 00ycCJIOBIeHO MyTanueil rena MYHY, KOTUPYOUIETo TAMKEIYIO0 Ielb
Hembimeynoro muosuna ITA (heavy chain of nonmuscle myosin ITA, HMM-ITA). HMM-ITA ocyuiect-
BJISIET MAarHUi-3aBUCUMBIH Tuapoan3 AT® u cBA3Hh ¢ aAKTHHOM, YYACTBYS B KJIETOYHBIX IPOIECCAX,

CONPSKEeHHBIX C U3MeHeHueM uTockesnera. Tkanesas cnemuguunocts HMM-IIA onpenesnsieT cieKkTp
KJIMHUYECKUX MpoABJeHnii 3a0oneBanusa. MY H9-acconunpoBanHoe 3a00JieBaHNE — PeaKas ayTOCOM-
HO-TOMHHAHTHASA 00JIe3Hb, IPOSABIAIONIASICI BPOKIEHHOH TPOMOOIUTOIIEHN e, BApHabeJbHO coueTa-
IonIeiicsA ¢ MPOrPecCupPYIOINMHI HEHPOCEHCOPHOM TYroyXoCThI0, IPOTEeMHYPUUECKOoi HedpomaTueil u
IpeceHNIbHOM KaTapakToil. B 1/5 ciryuaeB 3a0o1eBanne 00yCIOBICHO CIOPAANIECKIME MyTALMIME
reda MYH9 u mapeHTaJIbHBIM COMATHYECKHM WJIU T€PMUHAJBHBIM MO3aumIu3MoM. /[marHocTuka
00/Ie3HH OCHOBAHA HA BBISBJICHUHM MAKPOIMTAPHON TPOMOOIMTONEHMU B Ma3Ke mepudepudeckKoi
KpPOBH, cmenmuuUecKux Tejel] B IUTOILIa3Me HeWTpPo(UIOB IPH IPOBedeHMH HMMYHOdII00pec-
IIEHTHOT0 aHAJN3a, 4 TAKKE MOJIEKYJISIPHO-T€HEeTUYECKOM HCC/IeIOBAHUN B COMHUTEIBHBIX CIY4asX.
Ham»nme HEereMaToJOoruyeCKux CUMIITOMOB saﬁonenanua Y nanmueHTa Uit HaCJIeI[CTBeHHLIﬁ Xapakr-
Tep TPOMOOIMTONEHHUHU AejaeT TuarHo3 6osee BepoaTrHsiM. MY H9-accoununpoBaHHoe 3a00eBaHNe
XapaKTepu3yeTcs HaJINYueM 3HAYNMMBIX T€HOTHI-(PeHOTUNMHYECKHX KOPPeJIdlHil, YTO I03BOJISIET
ornpeneaarb nn,zmnn;[ya.nbnmii IIPOrHO3 MAalUEeHTOB. Hapﬂ,uy C CHHAPOMAJBHBIM BAPHUAHTOM 60JIe3HI/[
myrtanusa MY HY o0ycioBianBaeT pa3BuTHe HECUHAPOMAJIbHBIX (hOPM — BPOKIEHHONH MAKPOIUTAPHOMK
TPOMOOIIMTOIIEHNH M HEMPOCEHCOPHOI Tyroyxoctu 19-ro tuna. IlpaBuisHas u cBoeBpeMeHHAsI qUa-
rHoctTuka MY H9-accoumupoBaHHOTO 3a00JIeBAHUA HEOOXOaMMa AJIA BhIOOpA aJeKBATHOM TAKTUKU
Be/I€HN S U OIIPe/IeIeHNsI IPOrH03a MAIHeHTOB.

Kntouesvie cnosa: MY H9-accoyuuposannasn 601e3Hb, MANH AR UeNb HeMbLULeLHO20 MUOSUHA, MAKDO-
yumapHas mpomoOOuUmMoneHus, HellpoCeHCcoOpHas myzoyxocmy, Hegponamus, QOoKALbHO-cezMeHmap-
HbLil 2710 MepYNLOCKIePO3.
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The spectrum of MYH9-associated diseases is represented by syndromic and non-syndromic
forms. Disease development is caused by which encodes the heavy chain of nonmuscle myosin
ITA, HMM-ITA. HMM-IIA carries out magnesium-dependent ATP hydrolysis and binding to actin,
participating in cellular processes associated with cytoskeleton change. Tissue specificity of NMM-
ITA determines the spectrum of disease clinical manifestations. MY H9-associated disease is a rare
autosomal dominant disease, manifested by congenital thrombocytopenia, variablely combined
with sensorineural hearing loss, proteinuric nephropathy and presenile cataract. In 1/3 of the
cases, the disease is caused by sporadic mutations of the MYH9 gene and parenteral somatic or
germinal mosaicism. Disease diagnosis is based on the detection of macrocytic thrombocytopenia
in peripheral blood smear, specific bodies in neutrophil cytoplasm during immunofluorescence
analysis and molecular genetic studies in doubtful cases. The presence of non-hematological
symptoms of the disease in the patient or the hereditary nature of thrombocytopenia makes the
diagnosis more probable. MY H9-associated disease is characterized by the presence of significant
genotype—phenotypic correlations, which allows to determine the individual prognosis of patients.
Along with the syndromic variant of the disease, the MYH9 mutation causes the development of
non-syndromic forms: congenital macrocytic thrombocytopenia and sensorineural hearing loss of
the 19th type. Correct and timely diagnosis of MY H9-associated disease is necessary for appropriate
management tactics and prognosis of patients.

Keywords: MY H9-associated disease, non-muscle myosin heavy chain, macrocytic thrombocytopenia,
sensorineural hearing loss, nephropathy, focal segmental glomerulosclerosis.
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3aboyieBaHUA, ACCOIIUMPOBAHHBIE C MyTaIlluei
resa MYH9 (ch22ql12.3) — rpynma pegKux ayTo-
COMHO-IOMUHAHTHBIX 00Jie3Hell, BKJIOUYAIOIIUX
CUHIPOMAJIbHbIE U HECHUHIPOMaJbHbie (DOPMHEI.
CungpomanbHble (OpPMbI, H3BECTHLIE paHee B
aureparype kKak cuuHapombl Cebactbana (MIM
605249), Ommreitna (MIM 153650), PexTHepa
(MIM 153640), anomanusa Mea—Xerrauna (MIM
155100), mposaBasiomirecsa TPOMOOIIUTOIEHUENH B
BapuabesIbHOM COUeTaHUM C HeIIPOCEHCOPHOM TyTo-
YXOCTBIO, HedpoIlaTHuel, IPeceHUJbHOM KaTapak-
Toii, ¢ 2003 r. paccMaTpuBaOTCA KaK OTHO 3a00-
aeBanue (MIM 155100) [1]. K HecuHIpOMaJTbHBIM
dopmam, oOycaoBIeHHBIM MyTanuamMu MYHY,
OTHOCATCS BPOKIEHHAS TPOMOOI[UTOIIEHUS U HEM-
poceHcopHasa Tyroyxoctb tuma 19 (MIM 603622).
Kpome Toro, B HacTosilllee BpeMsl HM3BECTHO, YTO
HYKJIeOTUIHBIN moaumophusm MYH9 (G/C/C/T;
rs4821480, rs2032487, rs4821481, rs3752462)
accomuupyercs ¢ pasBUTUEM (POKAJIbHO-CETMEeH-
TAPHOTO IJIOMEPYJIOCKJIEPOo3a y JIIoAell HerpougHOMI
pacsl [2, 3].

Tex MYHY9 (nonmuscle myosin heavy chain 9)
KOAMPYeT TAMKEeIYIO I[ellb HeMBIIIIeUHOr0 MUO3UHA
ITA (heavy chain of nonmuscle myosin ITA, HMM-
IIA). Muo3uH OTHOCUTCA K CEeMENCTBY MOTOPHBIX
0eJIKOB, CBSIBBIBAIOIIUXCA C aKTUHOM U IIPOAYITUPY-
OIUX MEXaHWYeCKYI0 CHUJIY IIyTeM MarHuii-saBu-
cumoro ruapoausa ATD [4, 5]. Knacc II cemeiicTBa
MUO3WHA BKJIOUYAET MBIIIIEeYHbII MWUO3UH, I'eHe-
PUPYIOIUIM COKpallleHne TJIafKUX U IIOIMepPedHo-
IIOJIOCATHIX MBIIIEYHBIX KJIETOK, WM HEeMbIIIeYHbIH
MHO3UH, YYaCTBYIOIIUHN B IIpoIeccax, TPeOyoIqux
SHEPreTUYeCKUX 3aTpaT U U3MEHEHUs aKTUHOBOTO
IIUTOCKeJIeTa: ITMTOKWHE3, KJIeTOUHAas MUTPaIusd,
MMoJIIpU3alius, aaresus, MOAJep:Kanne KJIeTOUHOMN
dopMbI, TTIEpeaya KJIETOUYHBIX CUTHAJOB [4, 5].

CyiiecTByeT HECKOJbKO u30(hOpPM HEMbIIIeu-
wHoro mmosuHa II tuma (IIA, IIB, IIC), oramuaro-
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IIUXCS CTPOEHUEM ITOJIUIIEIITUIOB TAMKEJIBbIX Ilelnei
u KomupyeMmblix renamu MYH9, MYH10, MYH14
[4, 5]. OTmMeuaeTca BbIpasKeHHAA TKaHeBAasA CIIEI[H-
(PUYHOCTH BSKCIpeccuu u30(pOopM HEMBIIIEUHOTO
MHUO3UWHA: B OOJBIIIMHCTBE KJIETOK 9KCIIPECCUPYETCA
HECKOJIbKO M30(opM, a B ONpPEeAEeSIEHHBIX KJETOU-
HBIX Tumax — oguH [4, 5]. Tak, B rpamyionurax,
MeTaKapuoOIMUTaX BBIABIAETCA SKCIPECCUS TOJb-
ko HMM-IIA, B To BpeMs KaK B 3PUTPOUIHBIX,
AUMOOUTHBIX W MOHOIIMTAPHBIX KJETKaX KPOBU
— HMM-ITIA u HMM-IIB. ITokasaHo, 4TO B IOYKax,
XpycTaJiMKe IJIasa ¥ opraHax cayxa dMOpPHMOHA IIpe-
Basupyet sxcupeccuss HMM-ITA B coueranuu Kak
MUHUMYM C eIlle OJHOU 13 m30(hopM HEMBIIIIEUHOTO
MMUO3WHA, a B TKAHAX CEPAIla M MO3Tra BBIABJIAETCA
npeumyiiecrBearno HMM-IIB. M3ogopMbl HEeMbI-
IIIeYHOTO MUO3MHA BBITIOJHAIOT OTUHAKOBYIO (DYHK-
IIUOHAJBHYIO POJIb, HO UMEIOT Pa3HYI0 CIIOCOOHOCTH
ruapoansupoBaTb AT® u cBA3bIBAThH aKTUH. TakKuM
o0pas3oM, TKaHeBOe pacmpegeseHre W (QYHKIIHO-
HaJbHBbIE 0COOEHHOCTU PA3HBIX M30(DOPM HEMBIIIIEY-
HOTO MUO3UWHA ONPENeAI0T KJIMHUUYECKYI0 KapTH-
HYy 3abojieBaHUI, ACCOIMUPOBAHHBIX C MYTAI[UA-
MU KOAUPYIOIMX UX TeHoB. Tak, Myramus reHa
MYHY9, xopupytoiiero cuates HMM-IIA, y Bcex
TMaIeHToB OyIeT MPOABIATHCA HAPYIIeHNeM Mera-
KapuoIMTapHOTO POCTKA, a Iopa’keHue OPraHoB
cayXa, 3peHus U MOYeK MOYKET BapbUPOBaTh.
Hewmbrmeunsiit muosua HMM-ITA — rexkcowmep,
00pas3oBaHHBIA TOMOAMMEPAMU TSAMKEIBbIX Ilelel,
IBYMSA PETyJIATOPHBIMU JIETKUMU IEIIAMU, KOHTPO-
JUPYIOIIUMU aKTUBHOCTh MUO3WHA, U IBYMS dCCEH-
MUAJbHBIMU JIETKUMU IEeNAMH, CTa0UIN3UPYIO-
IIUMU CTPYKTYPY TsKeJbIX Iemeii. Tsakenas menb
umeer Tpu aomeHa: 1) N-KOHIEBOII JJOMEH COCTOUT
U3 TJIOOYJISTPHOII MOTOPHOM YacTH, KOTOpPas B3anMO-
JIeHICTBYeT C aKTMHOM UM TeHEePUPYET SHEPTUI0 yepes
ruaponus ATD; 2) mpoMe:KyTOUHBIN JOMEH obecIie-
YMBaeT CBA3b C JIETKUMU IEMAMU U KOHTPOJIUPYET



CUJIy TIepeJayul CUTHAJIA, TeHePUPYeMOTro MOTOPHBIM
momeHoM; 3) xBocToBOI mau C-KOHIIEBOW TOMEH
OTBeUaeT 3a AUMEPU3AIINIO TAXKEJNBIX Iemeil u ¢op-
MupoBaHue GYHKIIMOHATBLHBIX (hruaaMeHToB [4—6].

Ter MYHY9 cocrour us 41 sksona, 40 us xoro-
PBIX ABAAIOTCA Komupyoomumu: 2—19-i1 sK30HBI
KOOUPYIOT CUHTEe3 MOTOPHOTO momeHa, 20-if 9K30H
— mpoMesKyTOouHbI, 21-40-ii 5K30HBI — XBOCTO-
BOTO AoMeHa, 41-f1 sK30H KOAUPYET HeCIupPab-
Heii C-KoHell MoTompoTemHa. Ha HacToalmit
MOMEHT wupeHTU(GUIUPOBaHO O6osee 80 wmyTammit
resa MYHY9, GOIBIUINHCTBO U3 KOTOPBIX ABJISIETCS
MUCCEHC-MYTAIlUAMU, KOAUPYIONIUMU ITPOTEUHBI
MOTOPHOTO ¥ CIUPAJbHOHM KaTYIIKHU XBOCTOBOTO
momeHoB [6]. IIpubausurenbuo 70% Bcex myTramuii
MPUXOAUTCA Ha mMyrtanuu B 6 sksonax (2, 17, 27,
31, 39, 41). CornacHO JUTEPATYPHBIM JAaHHBIM, Y
1 /3 MAIUEeHTOB OTMEeYaeTCcsI CIOHTAaHHOEe BOSHUKHO-
Bernme myTtanuit MYHY9, HeCKOJIbKO CJIyuaeB BO3-
HUKHOBeHUA 3a00JeBaHUs ObLIN 00BbSICHEHBI coMa-
TUYECKUM WJU TePMUHAJLHBIM MO3aWIIU3MOM Y
KJIWHUYECKU B3JOPOBBIX POAUTEJeH; XOTSI MOXKHO
MPEeAIIOJ0MKUTh, UTO TAKOM BaprUaHT HACJIeJOBAHUA
BCTPeYaeTCs Topas3fo Yallle ¥ OCTaeTCsA HeAUWarHo-
CTHPOBaHHEIM [7, 8].

W3BecTHO, YTO MAIMEHTHI C CUHAPOMAJIbHOI
(dopwmoii, obycaoBieHHoN MmyTarnueiir rema MYHY,
MMeIOT BPOKAEHHYIO MAKPOIIUTAPHYIO TPOMOOIIUTO-
nmeHuio (paHHUI, MOCTOAHHBIM IPU3HAK 00JE3HU),
BapuabeJbHO COUETAIOIIYIOCSA C HEWPOCEHCOPHOI
TYroyXO0CThIO, IIPOrpeccupylolleil HedpomaTtueir u
IpeceHUJbHON KarapakToii. Ha ocHOBe aHaamsa
IaHHBIX OOJBIIONM KOTOPTHI ImamueHToB ¢ MY HY-
acconMupoOBaHHLIM 3abosieBanueM (255 marueHTOB
u3 121 cembu) GBLIO MTOKA3aHO, YTO HKCTPAreMaTo-
JOTUYEeCKUH (PeHOTUII B 3HAUUTEJHLHOM Mepe 3aBU-
CUT OT XapakKTepa reHermueckoit myranuu [9]. Taxk,
muccerc-myranuu p.R702C u p.D1424H accoru-
UPYIOTCA C BHICOKMM PHCKOM PAa3BUTHUSA BCEeX Here-
MAaTOJIOTUYECKUX TMPOSABJIEeHHUI 3a00JeBaHUSI, B TO
BpeMda Kak aasa p.R1165 xapakTepHa TOIBKO He-
poceHcopHas Tyroyxoctb. Ilanuents ¢ p.E1841K,
p.-D1424N u genemusavu B C-TepMUHAJIBLHON 00Ja-
CTU PEIKO MMEIOT SKCTPAreMaToJOTHMUYecKue IIPU-
3HaKu 3abojieBaHUs. MyTanuu reHa B MOTOPHOM
momene (9K30HBI 2, 17) accommupyrooTca TaKiKe C
Oosiee TAMKEJOI cTeleHBbIO TpoMbGoiuTomenuu [9].
Pamee MbI onTMCHIBAIN KINHUYECKOE HAOII0 e e 3a
manueHToM 9 jieT ¢ MucCeHC-MyTallueil Bo 2-M 9K30-
He rera MYHY (c.287C>T, TCG>TTG, p.Ser96Leu
(S96L), rs121913657), y KOTOPOTO TPOMOOIIHUTOIIE-
ausa (30—60-109/x) 6bL1a cayyaiiHO BBISIBJI€HA Ha
1-M romy sKM3HU, a THITUYHBIN KINHUYECKUN (heHo-
tun MY H9-acconumnpoBaHHOIi 60Jie3HU (UCKI0YAA
IIPECEeHMJIBHYI0 KaTapakTy) pasBUjCcA K D romam
[10].

IKcHepuMeHTaJIbHbIE JAHHBIE CBUAETEIHLCTBY-
10T, YTO MyTalliy B MOTOPHOM JOMEHEe BeIyT K pas-
HOII cTelleHU CHUKeHuA ruapoausa ATP: myranusa
p-R702C mpuBOAUT K YMEHBIIEHUIO AKTHUBHOCTU
AT®-ase1 go 25%, p.N93K — mo 4% oT HOPMBI
[11]. B To BpeMsa Kak MyTauu B XBOCTOBOM OT/[eJI€

HEMBIIIIEUHOT'0 MUO3MHA HapPyIIalT KOHMOPMAIIHUIO
MOJIEKYJIBI U CIIOCOOHOCTH (DOPMUPOBATH (hujIaMeH-
Tbl. MyTaHTHBIN 0EJIOK TepAeT PACTBOPUMOCTH U
JIETKO arperupyercs, obpa3ysa MaTOTHOMOHUYHEBIE
I 3ab0ojeBaHUSA HEUTPOPUILHBIE BKJIIOUEHUS
(Dbéhle-momo6HbBIE TeabIla), BBLIABJSIEMBIE METO-
IOM UMMYHOQJIIOOPECIIEHIINY IPAKTUUECKHU Y BCEX
narueHToB (100% uyBcTBUTENBHOCTD U 95% cmeriu-
(runocTs MeTozna) [12].

MY H 9-acconuupoBanHasa 60Jie3Hb — HauboJjiee
yacTtad NOPUYMHA HACJEACTBEHHON TPOMOGOIIUTO-
TIeHNUM: COTJIACHO NAHHBIM HTAJbAHCKOTO peecTpa
TAINEeHTOB C HACJIeACTBEHHBIMU TPOMOOIIUTOIIEHN-
AMU, ee pacueTHas PACIPOCTPAHEHHOCTH COCTAaB-
aset okoso 3:1 000 000 [13]. PasButme makpo-
TPOMOOITMTOIEHUY CBA3aHO C HAPYIIIeHUEM IT03LHEeH
craguu (GopMUPOBAHUA TPOMOOIUTOB — (hparMeH-
Taluu MeTaKapUOIUTOB U IpoTpomboruToB [12].
CreneHb TAMKECTH TeMOPPArUYecKOTO CHHAPOMA,
KaK IpaBUJIO0, KOPPEJIUPYET ¢ TIIYyOMHOI TPOMOOIIH-
TonneHuu [12—-14]. 'emopparundyeckue IPOSABIEHUA
BapbUPYIOT OT JIETKOTO 00pa30BaHUsA CUHAKOB, KPO-
BOTEUEHUH MOCJIe XUPYPTUUECKUX MaHUIYJIAIUIH,
TpaBM, IIpueMa IIperapaToB, HaPYIIAIOINX arpera-
IIUI0 TPOMOOIIUTOB, IO CIIOHTAHHBIX KPOBOTEUEHUIA.
Yrposkaroiue JKU3HM KPOBOTEUEHUs Pa3BUBAIOTCA
oueHb penKo. MeHopparusa — HauboJIee YacToe IIpo-
sIBJIEHVIE TPOMOOIIUTOIIEHUN Y JKEHIIIUH, ONINCAHHOE
B 43% cayuaeB [9, 15]. XoTa uacToTa KpPOBOTE-
YeHU#l BO BpPeMs OEPEeMEHHOCTHM U B IIOCJIEPOJO-
BBIM TIEPUOJ Y ‘KEeHIMH ¢ MyTanueii rena MYH9
COOTBETCTBYET CpeIHell MOmyJSIMOHHON, BayKHO
OIIpeNeNATh MHIUBUAYAJLHBIN PUCK reMopparude-
CKUX OCJIOKHEHUI, MCXOAA U3 IIPEIIECTBYIOIIETO
aHaMHe3a U YPOBHS TPOMOOIIMTOB B KPOBU, a TAKKe
MOMHUTH, uTOo B 50% ciyuyaeB HOBOPOKIEHHBIE
MOTYT HAaCJIefOBaTh TPOMOOIIMTOIEHUIO M KMETh
PUCK CIIOHTaHHBIX KPDOBOTEUEHUI.

Tepanusa tpombonuronenuu npu MY H9-acco-
IIUUPOBAHHON 0O0JIe3HU BKJIOYAET COOJIIOJEHUE
0o0IUX peKoMeHgalnii, HalpaBJeHHbIX Ha Tpodu-
JAKTUKY KPOBOTEUEHUI: MaliueHTaM HeOoOXOIMMO
u36eraTh TPAaBMOOTIACHBIX CUTyalluil, IpreMa Ipe-
ImapaToB, HapPYyIIAOIIUX KOaryJJasaIuio U arperamunio
TPOMOOITMTOB, TII[aTE€JIbHO COOJIONATHL TUTUEHY
TIOJIOCTH PTa C IeJbI0 IIPEJOTBPAIlleHNA THHTUBAJIb-
HBIX KPOBOTEUEHUN M CTOMATOJIOTMUECKUX BMe-
maTtenabcTB [12, 16]. IIpu ymepeHHOM KpoBOTede-
HUU MOKeT OBITh 5(h(GeKTHBHA MeCTHAd Tepalusd:
TaMIIOHUPOBaHUE, YIINBaHUE PaH, MCIOJb30BaHUE
IaBAIIUX IIOBA30K U TaMIIOHOB, IIPOIUTAHHBIX
TpaHEKCaMOBOM MM aMHWHOKAIPOHOBOM KMUCJIO-
Toii. IIpu KPOBOTEUEHUAX CO CIMBUCTHIX 000JI0UEK
(MeHOpPparuu, KeJyTOUYHO-KUIIIEYHbIe KPOBOTEUEe-
HUA) IPUMEHAIOT CUCTEeMHBIe aHTU(MUOPUHOJIUTUKYI
— TpaHeKCaMOBYIO MJIV aMHUHOKAIIPOHOBYIO KMCJO-
ThI. ¥ HEKOTOPBIX OOJBHBIX MOYKET OBITH 3(pder-
TUBHBIM HUCIIOJIb30BaHUE TeCMOIIpeccrHa, 0b6Jiaato-
IIeT0 MPOKOATyJAHTHBIMU CBOMCTBAMU OJiaromaps
BBICBOOOKIEeHNIO MyJabTuMepa Ban BuiiaebGpannma,
TIOBBIIIIEHUIO YPOBHA KaTE€XOJAMWHOB U CTUMYJIS-
uu TpoMbortuToB [12].
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B mocienuee BpeMsa Oblyia moKasaHa a(PHEeKTUB-
HOCTh IPUMEHEHUA y MAIEeHTOB C TAMKEJIOH TPOM-
OornuToneHuel B pamrax MY H9-accoliuupoBaHHOMN
00JIe3HN TIperapaToB M3 T'PYNILI arOHUCTOB JHIO-
reHHoro TpombomnoatuHa (3TII0), cTuMyaupyommux
MIPOAYKIINIO TPOMOOIIUTOB U3 METraKapUOIUTOB B
KOCTHOM MO3Te€ — POMUILIOCTHMA U dJITpoMborara
[16—20]. OnmcanHbIf HaAMM MAIIUEHT TaKKe II0JY-
YaJ Tepamuio poMuizoctumoMm (u3 pacuera 5—10
MKT/KT/HeJ IMOAKOYKHO B TeueHUe 4 Hex) IPHU HOI-
TOTOBKE K ITPOBEIEHUIO0 aJeHOTOMUM, Ha (DOHE KOTO-
POl 0TMeYasIoCch YBEJINUEHNEe YPOBHA TPOMOOIIMTOB
¢ 17-109/1 mo 70+109/1 [10]. XoTs1 B HACTOAIIHI
MOMEHT HEJOCTATOYHO AAHHBIX O TOJITOCPOUHON
0e30MacHOCTH HCHOJIb30BaHUA arouuctoB 3TIIO,
IIpenaparsl 3TOM IPYNIIBEI OTKPHIBAIOT ITEPCIIEKTUBEI
B Tepalny MAIMEeHTOB C TPOMOOIIUTOIIEHME.

B cryuasax pasBuTus cepbe3HOr0 KPOBOTEUEHU A
WJIN TIPU HEOOXOJUMOCTH SKCTPEHHOTO IIPOBEJe-
HUA OOJIBIIIOTO OIIEPATUBHOTO BMEIIIATEIHCTBA PEKO-
MeHAyeTCA 3aMeCTUTeJNbHadA TpaHcysusa TpomOo-
KOHIIEHTPATa, II0 BO3MOKHOCTU C UCIIOJb30BAHUEM
HLA-coBMeCTUMBIX TPOMOOIIMTOB IJIs CHUMKEHUS
pucka amnoummyHusanuu [12, 20]. IIpu noaroTos-
Ke OOJBbHBIX K IJIAHOBBIM ONEPATUBHLIM BMeIIIa-
TeJICTBAM PYKOBOICTBYIOTCA OOIIMMU PEKOMEH-
JalluAMU, TPUHATHIMU IJIA MMAIUEeHTOB C TPOMOO-
IIUTOIIeHNEN: YPOBEHb TPOMOOIIUTOB JOJIKEH OBITH
He HmKke 50°:109/1 mpu MaJbIX XUPYPTUYECKUX
BMeEIIATeJbCTBAX U MPOBEJEHUN WHBA3WUBHBIX IIPO-
nenyp u He menee 100:109/n1 — mpu omeparusax
OosbIIOr0 00'BbEMA, a TaKiKe BMeIIaTeJ bCTBaxX Ha
KPUTHUYECKUX opraHax (o@TaJbMOJIOTUUYECKUEe U
Helipoxupypruueckue) [12, 20]. Axmanms JaHHBIX
MMaIMeHTOB ¢ TPOMOOITMTONEHUAMU, ITOJBEPTIIINXCA
XUPYPrudecKuUM BMelaTeabcTBaM (n=423, BospacT
2-91 roxm, 829 xXuUpypruyecKux IPOIEAYyp), IpOBe-
JEeHHBIN pabouell IPyImoii Mo TPOMOOIIUTOIEHNAM U1
HapyLIeHW0 QYHKIUKU TpoMboruToB EBpomeiickoro
reMaTOoJIOTUYECKOT0 OOIIECTBa, ITOKa3aj, UTO PUCK
KPOBOTEUEHUH IPOTPECCUBHO YBEJUUYNBAETCSI IIPU
ypoBHE TpoMOouTOB MeHee 68 + 109/11, a npuMeHeHTe
JIECMOIIPECCUHA WMB0JMPOBAHHO MM B COUETAHUU C
aHTUDUOPUHOIUTUKAMU ABJIAeTCA Hanubosiee adek-
THUBHBIM METOJIOM IpeBeHTuBHOU Tepanuu [19]. Ilo
JaHHBIM JTOTO HCCJIemoBaHusd, v 15,5% maiueHToB
¢ MYH9-accomuupoBaHHOMi 00JIe3HBI0 OTMEUaJIOCh
Pa3BUTHE XUPYPTUUECKUX KPOBOTEUEHUI.

Herematosmorunueckue mnposaBieHus MYHY-
aCCOIMUPOBAHHON 00JI€3HU OTHOCATCA K HO3THUM
CUMIITOMAaM, IMOABJAMIIUMCI B JETCTBE UJIU BO
B3pocaoMm Bospacte [9, 13]. IlatoreHes pasBu-
THUA TPECeHUJbHOM KaTapaKThl, BBLIABIAEMOU ¥
20% malnueHTOB, B HACTOAIlee BpeMs He M3yUeH.
IToxasaHo, uTo B 75% ciiyuaeB OHaA ABJSIETCA ABY-
CTOpOHHe!l u pasBuBaeTca mocie 30 JeT (cpegHmM
Bo3pacT 37 JeT); B JUTEpaType TaK:ke OIMCAHBI
cJyyaud BPOJKIEHHON KaTapaKThl y IAI[MEHTOB C
myTanuei rera MYH9 [21, 22].

IIporpeccupyiomniaa HeWpoceHCOPHAsA TYro-
YXOCTh — YacTO BCTpeUalollieecs HereMaToJIO-
TUyecKoe IposaBjeHUe: oKoiao 50% mamumeHTOB ¢

myranueit MYHY9 mociae 33 JjieT »KU3HU CTPASAIOT
HapyIIeHneM cJyxa, XOTs Bo3pacT nebiTa Tyro-
YXOCTH MOMKET 3HaUMTEJHHO BapbuposaTh [9, 23].
Wssectro, uro HMM-ITA skcmpeccupyeTcsa B cTe-
peonuiInax, Ha MeMOpaHe, B MUTOXOHIPUSAX UyB-
CTBUTEJBHBIX BOJIOCKOB oprana Koprtu (mepudepu-
YEeCKUIN OTHeJ CJIYyXOBOTO aHAJIM3aTOpa, PAacCIIOJo-
JKeHHBIN BHYTPU ITePEIIOHYATOr0 KaHaa YIUTKN), a
TaKsKe B CIIUPAJLHOM CBSABKE U CIIMPAJIBLHOM OPTraHe
yaIuTKu BHyTpeHHero yxa [24]. Ilpexmonaraercs,
UTO HApPYIIeHWe CTPYKTYPbl U (QYHKIUU CTEPeo-
IUINHA SBJSETCS KJIIYEBBIM (haKTOPOM Pa3BUTUSA
HEeHPOCEHCOPHON TYroyxXoCTU, aCCOIUUPOBAHHON C
myranueit MYHY9.

B mHacrosiimee BpeMs He CYII[eCTBYET cCrieruu-
YeCKMUX PEKOMEHJAIIUHA M0 Tepaluu ITPeceHUJILHOMN
KaTapakTbl U HEHPOCEHCOPHON TYroyxXxOCTH IIPU
MY H9-accoiuupoBaHHOM 00JIe3HHU: IaleHTaM
IIPOBOAMTCA CJIYyXOIpOTe3upoBaHue [25], mpu HeoO-
XOAMMOCTH — XUPYPruvecKoe yaajieHrne KarapakThl.

IIpoTenHypuyecKas TJIOMEPYJIOMATUs SBJISIET-
Cs OTHOCHUTEJHbHO peAxkuM (pasBuBaeTcsa He 0oJiee
yeMm y l/; mamueHTOB), HO IPOTHOCTUYECKU 3HA-
yuUMbIM TposABaeHUeM MY H9-accomuupoBaHHOTO
3a0oJieBaHUA, TaK KaK IIPUBOAUT K ObICTpoMy (B
TeueHue 3—7 JIeT) pa3BUTHUIO TEPMUHAJIBHOI CTaAUN
XPOHUYECKOU moueuyHoi HemocraTouHoctu (TXITH)
[9, 26—28]. IlepBbIMU IPOABIEHUAMU HeHpOIATUN
SABJIAIOTCA IPOTEUHYPUS U MUKPOTeMATyPUs; IJIA
nanueHToB ¢ MY H9-acconumupoBaHHBIM 3a00JeBa-
HUEM He XapaKTepHa MaKporeMaTypus, YTO OTJIU-
YaeT UX OT MaIlMeHTOB ¢ cuHApoMoM Asbmopra [27].

Y mammenrta, ommcaHHoro HamMu panee [10],
MOUYEBO! CHHIPOM B BHE TPAH3UTOPHOH MUKPO-
remarypuu 10 10 9pPUTPOIUTOB B IOJE 3PEHUA U
mporennypuu no 0,3 r/a ObLI BEIABJIEH B 5 JieT; K 9
rojlaM JKU3HU MPOTENHYPUS JOCTUTIA HedpoTHUe-
ckoro ypoBus (1,2 r/m2/cyT), oTMeuasach TeHIEH-
nusa K GopMupoBaHuio HeQPOTUUECKOTO CUHIPOMA
(6esox xpoBu 51 r/a, ansbymuns! 29 r/J1, X0JIEecTe-
puH 10 MMoOJb/JI); TIPOTPECCUPYIOIIee CHUMKEHUE
CKOPOCTH KJIYOOUKOBOM (PUILTpPAIIUU OBIJIO OTME-
yerno B 11 ser (pCK® 83 mi/1,73 m2/Mun) ¢ pas-
puTueM V CTaAUU XPOHUYECKOUN GOJIE3HU IMOYEK K
15 rogam KU3HN.

CorJyiacHO JUTEPATYPHBIM TaHHBIM, CPEIHUIN
BospacTt pne6iora Hedpomatuu u GOPMUPOBAHUSA
TXIIH cocrasiser 27 jer u 33 roga COOTBETCTBEH-
HO [9]. IIpm myrammu p.R702C 43% mnamueHTOB
umeror TXIIH k 30 rogam :xusHu. IToxkasaxo, 4tTo
B moukax HMM-ITA sKcmpeccupyeTcs MpeuMyIiie-
CTBEHHO B 00JIaCTH TEPBUUYHBIX OTPOCTKOB IIOMO-
IIUTOB, HO BBIABJSAETCA TAKKe B Me3aHIMAJbHBIX,
SH[OTEJIUANBHBIX W KJETKaX TYOyJsSPHOTO JIUTe-
aus. Myraniua MYH9 upuBOAuUT, Ipe:Kae BCETro,
K IOBPEXKIEHUIO0 MOMOIMTApPHOrO0 I[UTOCKeJera,
pacCIIaCTHIBAHUIO ITOJOIUTOB U (DOPMUPOBAHUIO
(okasbHO-CErMEHTAPHOTO TJOMEpPYJI0CKJIeposa,
HepeaKo KoJnabupyroiero BapuanTta [29, 30], uro
KJIUHUYECKN MPOSABJIAETCA PA3BUTHEM BBIPpaKeH-
HOM TmporewHypuu ¢ GopMuUpoOBaHMEM HedpOTHUUE-
CKOTO CHHIPOMA. YUHUTHIBAs TPOMOOIIMTOIIEHUIO,



nanuentam ¢ MY H9-accoluupoBaHHBIM 3a00JeBa-
HUEM PeIKO MPOBOAUTCI MOP(OJIOTUUECKOE HCCIIe-
moBaHUe moueuHoii TKaHu. OG6GOOIEHHBIE JHTEpa-
TYpHBIe JaHHBIE JEMOHCTPUDYIOT, UTO HapALYy C
TIOJOIIUTONIAaTHE OOJBIITMHCTBO TAIMEHTOB MMEIOT
TUOUYHBIE AJIBIIOPT-TIOJO0HBIE U3MEHEHU TJIOMe-
pyaApHOI 6a3aIbHOM MeMOpPAaHBI B BUE BhIPAKEH-
HOTO ee YTOJIIEeHNA, PACCIOeHUI 1 (DOPMUPOBAHUA
KOP3UHOIIOO0HOM CTPYKTYpHI [26—28].

B macroAmuii MOMEHT OTCYTCTBYIOT PeIpe3eH-
TaTUBHbIEe HaHHBIE 00 9(MGEKTUBHOCTH WCIOJIb30-
BaHUS IIPeNapaToB IPYHIILI MHTMOUTOPOB DPEHUH-
QHTHMOTEH3WHOBOM CUCTEMBI B MPOPUIAKTUKE IIPO-
rpeccupoBanua MY H9-accoiuupoBaHHON He(dpo-
TMaTUM; IPeAIoJaraeTcsa, YTo He)pOIPOTEK TUBHBIN
3(Q(peKT OT Tepanuu MOXKHO OXKHUAATH y IAI[IEeHTOB
¢ p.D1424H u p.N93K renorunamu [31]. B cuy-
yae (opmupoBanua TXIIH nmanuenTaMm IpoBoAUTCA
3aMEeCTUTEJbHAA IIOUeYHas Tepamusa WJIU TpPaHc-
IJIaHTAIUA MOYeK. 3HAUMMBIE ITOCTTPAHCILIAHTA-
IIMOHHBIE TeMOopparudyecKue OCJIOKHEHUA (JKeJry-
ITOUYHO-KUIIIEYHOE KPOBOTEUEeHUEe, BHYTPUUEPEITHOE
KPOBOUBJINAHNE) OBLIN ONUCAHBI y !/5 MAIMEHTOB
[26]. B HacTosIee BpeMA OTCYTCTBYIOT HAaHHBEIE O
BBI)KMBAE€MOCTH MOUEUHOT'O TPAHCILJIAHTATA Yy Mallu-
eHToB ¢ MY H9-HedponaTueii.

MY H 9-acconiuupoBanHoe 3aboJieBaHUe JOJIK-
HO OBITH 3aIlOO3PEHO IPU JOMUHAHTHOM HAacJe-
IOBaHUU TPOMOOITMTOIIEHUM, BPOKIEHHON MaKpo-
TPOMOOITMTOIEHU, COUETAHUU TPOMOOIIUTOIIEHUN
C TUNUYHBIMU JKCTPAreMaTOJOTUUECKUMU IIPOSAB-
JIEHUAMY. B HETUNIMUHBIX CIydasax TPOMOOIIUTOIIE-
HuAa npu MY H9-accouupoBaHHOM 3a00JI€BaHUU
HepeaKOo OIMMOOYHO NUATHOCTUPYETCA KaK MMMYH-
Hasd, YTO BeJIeT K He0OOOCHOBAHHOMY MCIOJIb30BaHUIO
UMMYHOCYIIPDECCUBHOI Tepamuu U JasKe IIPOBeJe-
HUIO CILIeHdKTOMuu [6]. ¥V mamueHTOB ¢ MyTammei
MYH9 ¢ poXIeHUs BBIABJIAIOTCSI N30JIMPOBAHHOE
CHU)KeHUE KOJWYeCTBa TPOMOOIIUTOB U GoJibInue/
ruraHTcKkue GOpMbI TPOMOOIIUMTOB (ZMaMETP TPOM-
6oruToB GoJsiee 3,7 MKM u/UIM Haaudue Oojee
40% TpomboruTOB AUaMeTpoM Oojee 3,9 MKM),
KOTOpBIe IIPU IIPUMEHEHUU aBTOMATUUECKUX CUET-
YHUKOB MOTYT OBITH OIIMOOYHO KJIACCUMUIIMPOBAHBI
KaK 9pPUTPOIUTHI. B CBA3U C 3TUM [Jid TPABUJIb-
HOHM OIIeHKM KOJIMUEeCTBa U PasMepoB TPOMOOIIU-
TOB HEOOXOJUM BU3YaJBbHBIM MX IIOJCUET B Ma3Kax
KPOBU IIPU CBETOBOUM MUKpOcKomuu. IIpu omeHKe
Mas3KOB KPOBU, OKpAIIEHHBIX II0 POMaHOBCKOMY—
T'umse, y 15—84% mnanueHTOB BLIABIAIOTCS CIIEIH-
(ryeckue MuTOMIaZMaTUYECKUE BKJIOUeHUS (Oesi-
KOBBIE arperatsl aHomasibHOTO Oenka HMM-ITA)
B HelTpoduiax [6, 12]. B Hacroamee BpeMa niisd
BBIABJIEHUA CHEeUMUUECKUX TeJel] B HeTpouaax

PEKOMEHAYEeTCA MPOBOAUTHL MMMYHOMJIIOOPECIIEHT-
HOe OKpalllnBaHUe Ma3KOB nepudepuiecKoil KpoBu,
UMeIoIIlee BHICOKYIO TMarHOCTUYECKYI0 3HAUNMOCTD
(4yBCTBUTEJLHOCTD U cieniuuuHOCTE) [12].

B TunuuHBIX cayuasx 3ab0jieBaHUA IIPOBeJe-
HUEe MOJEKYJIAPHO-TEHETUYECKOTO WCCIeIOBaAHUA
He WMeeT OUATHOCTUYECKOU IIeHHOCTH, OJHAKO,
YUUTHIBas HAJIWYWe BBIPA’KEHHBIX T'e€HOTUII-(heHO-
TUINUYECKUX KOPPeNAIUii, OmpenesieHNe Xapak-
Tepa MyTaIluU KWMeeT BaKHOe IIPOTHOCTUUECKOe
3HAUeHWe IJiA MalueHTa. B HETUIHWYHBIX CJIyda-
X 00JIe3HN BO3MOIKHO IIPOBEIeHIEe T€HETUUECKOTO
HUCCJIEOBAaHUA C UCIIOJb30BAHMEM MYJIbTUTE€HHOMN
TaHeJ U, BKJIIOYAIONIel cnenmuduuecKue AJS IPY-
TUX HACJENCTBEHHBIX TPOMOOIIMTOIEHUI MyTaIluU
(ADAMTS13, GATAI, GP1BA, GP1BB, ITGA2B,
ITGB3, MYHY9, MPL, RUNXI1, WAS, ETV®6,
RBM8A, ANKRD26, HOX11, ABCG5, ABCGS,
FLNA, TUBBI1,CYCS,ACTN1, PRKACG u np.).

Taxum ob6pasom, MY HY9-accoriuupoBaHHOe
3a0ojieBaHUE — pegKasd ayTOCOMHO-IOMUHAHTHASA
00J1€3Hb, TPOABIAIONIAACA BPOKIEHHON TpoMOO-
IuTONeHMel, BapuabeJabHO coueTaroIeiica C IIPo-
TPECCUPYIOIINMU HEHPOCEHCOPHOUN TYTrOoyXOCThIO,
IpPOTEenHYypUUeCcKo HedponaTueil U IpeceHUJIbHOMN
karapakToii. B 1/5 cayuaeB 3abosieBanue 06yCI0OB-
JIeHO cIopagmuecKuMu mytanuamu reia MYH9 u
TapeHTaJIbHBIM COMATUUYECKUM MJIY T€PMUHAIbLHBIM
MozaunuaMoM. [lmarHocTuka 60JI€3HM OCHOBaHA Ha
BBIABJIEHUY MaKPOIIUTAPHOIN TPOMOOIIUTOIIEHUU B
MasKe nepudepudyecKoil KpPoBU, CIenuGUUECKUX
TeJIel B IUTOIIa3Me HeTPO(MUIOB IPU TPOBEEHN U
UMMYHODIIOOPECIIEHTHOTO aHAaJN3a, a TaAKKe MoJie-
KYJAPHO-TEHETUUECKOM HCCJefoBaHUU. Hanuuue
HEreMaTOJIOTUUYECKUX CHUMIITOMOB 3a00JI€eBAHUA ¥
manueHTa WJIW HAaCJEeICTBEHHBIN XapaKTep TPOM-
OOIIMTONEHNUN JejlaeT AUArHo3 06oJiee BepPOATHBIM.
MY H9-acconiuupoBauHoe 3a00eBaHLIe XapaKTepu-
3yeTcsa HaJWMUMEM BBIPAKEHHBIX T'€HOTUI-(DEeHOTHU-
MMUYECKUX KOPPEJIAIN, UTO IO3BOJIAET ONIPENEIATh
UHAVBUAYAJIbHBIA IIPOTHO3 mHanueHToB. Hapsany c
CUHJPOMAJIbHBIM BapUaHTOM OOJIE3HU MYyTallud
MYHY9 o0yciaoBinBaeT pPasBUTHE HECUHIPOMAJIb-
HBIX ()OPM — BPOKIEHHON MaKpPOIUTaAPHOI TPpoMOO-
IIUTOIIEHNU U HEWPOCEHCOPHOI Tyroyxoctu 19-ro
tuna. [IpaBuibHaA 1 CBOeBpeMeHHAaA IMarHOCTUKA
MY H9-acconuupoBanHoro 3aboJsieBaHUA Heo06XO0-
IuMa JJid BhIOOpA aJeKBaTHON TaKTUKU BeJeHUA U
oIpeiesIeHUA IIPOTHO3a AIlMeHTOB.

Hcmounuk puHAHCUPOBAHUA: He YKASAH.

Kongaukxm unmepecos: asmopul 3a16ULU 06 omcym-
CMeUU KOHGAUKMA UHmepecos.
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